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MUHUCTEPCTBO HAYKW
W BbICLLENO GEPAZOBAHUS
POCCUMIACKON OEAEPALIMA

https://doi.org/10.14341/PMPE-2022-1

AuHaMHKa IIoKa3aTeJeH
HEOHATaJIbHOI'0 CKPHHHHTIA
Ha BPOJXAEeHHBIH 'HIIOTHPEO03
M afipeHOTreHUTaJIbHbIHN
CHHJPOM B UyBallICKOH
Pecniybiuke

A6pykosa A.B., ByabinuHa M.B., Eroposa U.H.,
Makcumosa T.10.

®re0y BO «YyBallCKMIA rocyaapCTBEHHbIA YHUBEPCUTET
M. N.H.YnbsiHoBa», . Yebokcapsbl, Poccus

FAY ANO «/IHCTUTYT yCcOBepLIEHCTBOBaHMSA Bpayern» M3 YP,
r. Yebokcapbl, Poccus

BY «PecnybivnKkaHcKas AeTcKasa KanHuyeckas 6onbHmua» M3 YP,
r. Yebokcapbl, Poccus

BY «lpe3naeHTCKNn nepuHaTanbHbIN LeHTp» M3 YP,
r. Yebokcapbl, Poccus

Uenb

N3yunTb AMHAMWKY NaToOJOrMYecKux nokasaTe-
nei TupeotponHoro ropmoHa (TTI), 17-ruapokcu-
nporectepoHa (17-OHN) n 3a601eBaeMOCTb BPOXK-
AEHHbIM runoTupeo3soM (Bl v aapeHoreHUTaNbHbIM
cuHapomoM (AFC) no pesynbTaTaM HeoHaTaslbHOro
cKpuHuHra (HC) B Yyealuckoi Pecny6auke (YP).
MaTepuanbl U MeTOAbI

MN3yueHbl pesynstathl HC Ha Bl ¢ 1995 no 2021 roab!
nHaAlrC—c2006n02021 roabl, npoBoAnMble B MeAnKO-
reHeTUYECKON KOHCynbTaumm BY «[lpesnaeHTcKuiA ne-
pUHaTanbHbIM LeHTp» M3 YP. OueHMBanoChb KOMYECTBO
HOBOPOMAEHHbIX BCEro Mo roAam, KomyecTso obcneno-
BaHHbIX HOBOPOXAEHHbIX, MPOLEHT 0XBaTa CKPUHUHIOM,
KOJINYECTBO NOJIOKUTENbHbIX pe3ynbratos TTI, 17-OHIM
B NPOLECCe CKPUHUHIA N KONNYECTBO BbISIBJIEHHbIX HO-
BOPOXAEHHbIX ¢ BI, AI'C. OueHnBanacbk 3a60s1eBaeMoCTb
BI, AI'C no roagam.
PesynbTraThbl

HC Ha BI' B YP npoBoguTtcsa ¢ 1995 . B 1995 r. po-
annock 13618 getein. MakCcMManbHOE KOJIMYECTBO HO-
BOPOXAEHHBIX AeTeil oTMeueHo B 2012 . — 17523.
B panbHenweM, KOANMYECTBO HOBOPOMKAEHHbIX exe-
rOAHO YMEHbLUAeTCss C MUHUMaNbHbLIM KOJMYECTBOM
B 2021 . — 11159. B 1995 r. oxBaT HOBOPOKAEHHbIX
CKPUHWHIOM Ha Bl cocTtaBun 57,5%, saboneBae-
MOCTb cpeau obcnepoBaHHbix — 1 Ha 1959 HoBo-
poxAeHHbIX. B 2001 r. oxBaT CKPUHWUHIOM LOCTUT
91,2%, yactoTa Bl coctaBmuna 1 Ha 1816. B 2001 .
Ha 6a3e BY «[l1pe3naeHTCKMIA NepuHaTanbHbIA LEHTP»
M3 YP oTKpbITa LEHTpaaM30BaHHas JsabopaTtopus
HC. C 2003 r. oxBaT CKpUHUHIOM Ha Bl poctur 98 %
n Bbile. B TeueHne 5 net (2003-2007 rr.) yacToTa
Bl coctaBuna 1 Ha 3028, B TeueHMe nocnenyoLmx
5 net (2008-2012 rr.) Bl BbisiBNEH C YyacToTon 1 Ha
3507 obcnepoBaHHbIX HOBOPOMAEHHbLIX. B TeueHue
nocneaHux 5 net (2017-2021 rr.) oxeaT HC coctaBun
o1 98,3 10 99,9 %, 3aboneBaemocTb Bl 3a nocnesnHue

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u ALORAT R MERMHCIO - o e

Ih=
5 netr — 1 na 5077. B 2021 r. vactota Bl no paH-
HbIM CKPWHUHra coctasuna 1 Ha 5536 HOBOpPOXKAEH-
HblX. KonnuecTBo pesynstatoB TTI Bbiwe 20 MKME/
M/ B CYXOM MNSATHE KPOBM U3 rofAa B roj CHUMKaeTcs.
Tak, B 2000 r. BbiAsBNeHO 124 pesynbraTa Mosbile-
Hust TTT, cpean HUX noaTBep:RAeHue Bl 6bi10 y 4 ae-
Ten. B 2021 r. nepBuyHo onpegeneHo 10 pesynbTa-
TOB TTT Bbilwe 20 MKME/Mn, Bl anarHoCcTMpoBaH y 2.

HCHa AlrCs4YP nposoautcs c 2006 roga. loCcTynHble
exeroaHble AaHHble ¢ 2013 no 2021 rog 4eMOHCTPUPY-
IOT BbIfiBJIeHE HOBOPOXKAEHHbIX C AIC o1 0 o 2 vesno-
BEK B roj, NMpu 3TOM ONpeaeseTca 3HaymTebHOoe KO-
JINYEeCTBO MOBbILWEHHbIX pe3ynbTatoB 17-0OHI B cyxom
NATHE KPOBWU NPU MNEPBUYHON ANArHOCTUKE, B ANHAMU-
Ke AaHHbIA NoKasaTeslb CHMKaeTcs. Tak, B 2017 roay
BbiiBNEeHO 265 pesynstaTtoB noBbiweHHOro 17-OHM
(1,9% oT1 obcnenoBaHHbIX), Npu 3ToM AFC He ycTa-
HoBJieH, a B 2021 roay onpeaeneHo 10 (0,09 %) cooT-
BETCTBEHHO, Npu 3ToM AIC noaTBepxaeH y 1 pebeHka.
3a 9 net (2013-2021 rr.) Npy NPOBEAEHNN CKPUHUHTA
LMarHo3 BPOXKAEHHOM ANCOYHKLUN KOPbI HAAMOUYEYHM-
KOB yCTaHOBJIEH y 7 HOBOPOXAEHHbIX, YTO COCTaB/IAeT
1 Ha 18443 HOBOpPOXAEHHbLIX. 3@ nocnegHue 3 roga
(2019-2021) BbiABNEHO 3 pebeHKa C BPOKAEHHON ANC-
dyHKUMeRn Kopbl HaanoyeyHnkoB (BAKH), yactoTa 3a-
6oneBaHusi coctaBmna 1 Ha 11309. B 2021 r. CKPUHUHT
nposeseHy 11072 HOBOPOMKAEHHbIX, BbiBAEH 1 naun-
eHT ¢ BAKH.

BbiBOAbI

1. OxBaT HoBOpoOXAeHHbIX HC B YP 3a nocnegHue
5 net coctasun o1 98,3 n0 99,9 %.

2. Yactota Bl no paHHbIM HC cHu3mnacb ¢ 1 Ha
1959 HoBOpoOXAeHHbIX B 1995 roay oo 1 Ha 5536 —
B 2021 roay. 3a nocnegHune 5 net Bl BbiSBNEH C ya-
ctoTor 1 Ha 5077 HOBOPOKAEHHbIX.

3. YacToTa obHapy»eHua AIC B YP no aaHHbIM HC
3a nocnegHue 3 roga coctasuna 1 Ha 11309 HoBoO-
POXAEHHbIX.

4. MoBbICMJIOCb KAUYECTBO ANArHOCTUKKU Npu nabo-
paTopHbIX UCCNefoBaHUAX, O YEM CBUAETENbCTBYET
CHUXEHME KOJIMYECTBA JIOMHOMONOXKUTENbHbLIX pe-
3y/NbTaATOB.

https://doi.org/10.14341/PMPE-2022-2

CeMeHHBIH CIyYaH
HaOIIOYeYHHKOBOH
He0CTaTOYHOCTH, BBI3BAHHOM
MyTalueH B reHe DAX-1

AsoBueBa U.A., KonbacuHa E.B., KHyToBa B.C,
PopvHa H.B.

FBY3 HO «Huxkeropoackas obnactHas aeTckas
KNIMHWYecKas 6onbHULA», I. HMKHMIA HoBropoga, Poccus
BpO)H,L'J.EHHaFI rmnonnasna HaanovYye4yHNKoB — pea-
KU KNMHWUYECKUIA BapuaHT NepBMYHON HaAMOYeYHN-
KOBOW HEAOCTATOUHOCTW. I3BECTHO ABe GOPMbI 3TOrO
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3aboneBaHus, 0fHa U3 KOTOPbIX HacaesyeTcs no ay-
TOCOMHO-PELECCMBHOMY TUNy (B TOM YMCle CUHAPOM
IMAGe — co4yeTaHue runonnasvm HapnovyeyHUKOB
C BHYTPUYTPOOHOW 3a4€epKoii pocTa, MeTadunsapHoi
avcnnasmen U aHOMalibHbIM CTPOEHWEM TFeHUTanui,
OMIM 300290), a apyras umeeTt X-CUENNEHHbIA Xa-
pakTep HacnenoBaHus (aedpekt reHa DAX-1).
Manbuuk K., 2017 roga poxaeHus. 13 aHaMHe-
3a: pebeHoK oT 1 bepeMeHHOCTW, NpOTEKaBLUEN Ha
$oHe aHeMun Nerkon cTeneHW, OTEKOB B TPETbEM
TpuMecTpe (neyeHMs He MNPOBOAUNOCH), CPOYUHbIX,
CaMOCTOATeNIbHbIX POAOB. 3aKpuyan cpasy. Bec npu
poxaeHunun 3790r, pocT 57 cM. BcKapMauBaHue rpya-
Hoe. C YUeTBEpPTbIX CYTOK ¥U3HU NOSABIEHNE KENTYXN.
B KpoBU runepbunmpybuHemus (o0bwmii GunnpybumH
150 MKMonb/n, npsamoit 7 MKMonb/n). N3 poanoma
BblMucaH aomoi. C ABYXHeAeNbHOro Bo3pacTta nos-
BUJINCb eXXeHEeBHble MOBTOPHbIE CPbIrMBaHus, pebe-
HOK nepecTan HabupaTb Bec. B Bo3pacTe 1 Mecsiua
aMbynaTopHO nNpoBeAeHO o6ceoBaHUe, MO pesyb-
TataM KoToporo obwuin 6unnpybur 288.9 MKMob/n,
npsMoit 121 MKMonb/n. PebeHOK rocnmMtannsmpoBaH
B OTAeNeHWe naTtonoruum peTer paHHero Bo3pac-
Ta 'BY3 HO HOAKB. Mpu noctynneHnn macca tena
3580r (aedpuunt Beca 6 %). CpbirnBaet ao 2-4 pas/
CYTKW. KOMHble MNOKPOBbl WKTEpPWUYHble. Bonbluoi
poaHunyoKk 1,5x1,5cMm, He 3anapaet. lpwn nanbna-
umm neveHb +0,5 cM n3-noa Kpas pebepHoi ayru.
CeneseHka He nanbnupyetcsa. ®dusmonormyeckme
OoTNpaBfieHNs1 He HapyLeHbl. B aHann3sax Kposu ru-
nornukemusa 0.5-1.17-2.5 mmonb/n npu TTpoOBaHUK
10 % pacTBOpa roKo3bl. PE6EHOK KOHCYNbTUPOBaH
3HAOKPMHONOroM. Ha ¢oHe runornaMkemMum muccne-
JOBaHbl NMokasaTtenu: uHcyimd — 1,5 Me/mn (N no
2 npu runorankemmn), C-nentmna mMeHee 0,1 Hr/mn,
TTr — 4,21 MMe/n (N 0,34-4,94), Tdce — 1,15 Hr/
an (N 0,7-1,48), koptuson 0,6 mkr/an (N 3,7-19,4).,
NoP — 1-16,7 Hr/mn (N 15-189). CTI — 9,54 Hr/
MJI, nakTaT — 3,3 MMOJIb/N, KETOHYPUA OTpuLLaTENb-
Has. B aAnMHamMuke Ha QOHE yCUNEeHUsA CpbirMBaHuUA
BblsIBNIEHbI TrMnepkanvemus 6,0-6,05mMMonb/n, ru-
noHatpuemnss 120-115mMmonb/n. Pesynbtathl HHC,
CbIBOPOTOYHbIN 17-OH-nporectepoH UCXOAHO N B
KoHTpone B HopMme (1,19-4,8 (N 0-8) nmonb/n).
3anopo3peHa HaanoyeyHMKOBaAss HEAOCTATOYHOCTb.
MonyyeHbl pe3ynbTaTbl, NOATBEPXKAAOLWNE HAaANUME
y pebeHKa nepBMUHOI HaAMOYEUYHMKOBOW HeaoCTa-
ToyHocTu. AKTI > 2000 nr/mn (HopMma 5-60), peHuH
> 500 MKME/mMn. HauaTa 3aMecTuTesNbHas Tepanus
FMIOKO- U MUHEpPanoKopTMKomaamMn. B pamkax npo-
rpaMmbl Anb®a-3HAO BbINOJHEH MOJEKYNSPHO-Te-
HeTMYecKui aHanms metoaom [MUP, npsmoe cek-
BeHupoBaHue. leH: NROB1 (DAX1), PedepeHcHas
nocneposatenbHocTb NCBI: NM_000475.4. O6bnacTb
NCCNefOBaHNA: 3K30Hbl 1-2, npuiexkawmne K 3K-
30HaM ¢parMeHTbl MHTpPOHa (MMHUMYM 20 n.H.).
B pesynbTate: BbiABJEHA FeMU3UroTHas MyTauums
€.1230_1233delACTC p.L411VfsX6.

B mae 2020 roga B CeMbe poOXAaeTcs BTOpPOK
MaJjibuMK, y KOTOpPOro B Bo3pacTe 1 Mecsua HayuHa-
eT pa3BopaynBaTbCA aHaJorMyHas KAMHUKa CoJibTe-
PAKOLLEro KpM3a. YunTbiBas X-CLENeHHbI XapaKkTep
HacnegoBaHUs MyTauuu B reHe DAX-1, pebeHKy Ha-
yaTa 3aMecTuTenbHas Tepanus rNKo- 1 MUHepano-
KOPTMKONAAMU C NONOKUTENbHBIM 3QHEKTOM.
3aknyeHue

MyTauuu reHa DAX-1 aBNAIOTCA MPUUYMHON BPOXK-
[LeHHOM X-cuenfieHHoW runonnasnn Haano4YeuyHUKoB
M OTHOCATCA K peAKOW reHeTU4YecKou naTonoruu.
XapaKTepHO NposBAeHME Y MaJibuMKOB B HEOHaTaNb-
HOM nepuoje C CUMNTOMaMWM CONLTEPSIOLLErO Kpu3a
N TUNOrANKEMUN.

https://doi.org/10.14341/PMPE-2022-3

Pe3ysIpTaThl HEOHATAJIBHOI'O
CKpPHHHUHTIAa Ha BPOXXAEeHHBIN
TUIIOTHPEO3 H BPOXXIAEHHYIO
OHUCPYHKIIHIO KOPBI
HaAIIOYeYHHUKOB
B HuXeropopckoii 061actu
322002 -2021 roxas1

1AKcsaHoBa X.®., 'KonbacuHa E.B., 2HosononbueBa E.T.,
2KBacoBa M.A., 2ba3saeBa A.M.

' TBY3 HO «HOAKBE», . HuHuin HoBropoga, Poccus
20re0y BO «NNUMY» MuHsapasa Poccuu,
r. HnkHuii Hosropoga, Poccus

AKTyanbHOCTb HEOHATaJIbHOr0 CKPUHUHIa Ha pag,
BPOXAEHHbIX 3ab0neBaHWIA 3aklo4aeTcsa B paHHEM
BbIIBJIEHUW, 1O PA3BUTUSA BblpaXKEHHOW KNMHUYECKON
CYMMTOMaTUKN, U CBOEBPEMEHHOWN Tepanuun C Lenblo
NPOPUNAKTUKN MHBANNAN3ALUN U TAMKeNbIX Nocnea-
CTBUIA ANS KU3HWU U 300POBbS pebeHKa N CHUXKEHUS
JNIeTaNbHOCTU.
Llenb

lNpoBecTM peTPOCMNEeKTUBHbLIA aHannu3 pesynbTaToB
HEeOoHaTaJIbHOr0 CKPMHUHIA Ha BPOMAEHHbIW TMMNOTU-
peos (Bl 3a 2002-2021 IT. © Ha BPOMAEHHYIO AUC-
dyHKUMIO Kopbl HaanodyeyHukosB (BAKH) sa nepuog
2006-2021 rr. Ha TeppuTOpMM HuKeropoackoit ob-
nacTu.
MaTtepuanbl nu MeTOAbI

CKpPUHUMHI Ha Bl n deHMNKeToOHYpuUiO NpoBOAUN-
CS MeAMKO-reHeTU4yecKon KoHcynbTaumen FbY3 HO
HOAKBE ¢ 1993 ropa. MepBoHayanbHO BMecTe C 06-
c/lefloBaHMEM HOBOPOXAEHHbIX Hukeropoackon o6-
NacTy B KOHCy/lbTauuMuM npousBoamfiacb 0bpaboTka
obpasuLoB, npucbinaemMblx M3 Yysalickoi pecny6au-
Ku n Mopaosuu, KnposcKoii 1 MeH3eHCKol obnacTu.
MocTeneHHO KosMYecTBO nabopaTopuii, ocyLlecT-
B/ISIOLLMX aHanu3bl, YBEAWYMBANOCb, pacLINpPsICH
CKPUHUHI, U ¢ 2006 roga B MeauKO-reHeTM4YecKomn
KoHcynbTauum HOAKB NpoBOAMTCS CKPUHWHE Ha NATb
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MUHUCTEPCTBO HAYKW
W BbICLLENO GEPAZOBAHUS
POCCUMIACKON OEAEPALIMA

HO3010MMi AN HOBOPOMXAEHHbIX HuKeropoackowm o6-
nactu. B nepmog ¢ 2002 no 2021 rog Ha Bl obcnepo-
BaHO 672008 HoBOpOXKAEHHbIX, B nepuos ¢ 2006 no
2021 rr. Ha BIKH — 548528 HOBOPOMKAEHHbIX
B pamkax depepanbHON MporpamMmbl  CKPUHUHrA.
Copepxkanue TTI u 17 (OH)-nporecTtepoHa (17 OHM)
onpeaenseTcs B CyXux NATHaX KPOBM C MOMOLLbO Habo-
poB «Auto Delfia Neonatal TTI 1 17 OHM», ®uHasHANS,
MeToAO0M MMMYHOOIOOPECLLEHTHOrO0 aHaansa C Bpe-
MEHHbIM pa3peLleHrEeM IOMUHECLIEHL M. 3abop KpoBH
ANsi 06cnefoBaHMs NPOM3BOAMTCS Ha 4—5 AEHb KU3HU
Y AOHOLUEHHbIX U Ha 7-14 AeHb ¥U3HU Y HEAOHOLLEH-
HbIX HOBOPOXAEHHbIX. IHTeprnpeTauunto 3Ha4eHnn, no-
JIYYEHHbIX NMPU HeoHaTallbHOM CKPWHUHIE, MPOBOAAT
B COOTBETCTBUM C METOAUYECKMMU peEKOMeHAauums-
MU MuH3gpaBa PO n ¢pupMbI-npon3BoanTENa AMarHo-
CTMYeCKnx Habopos.

Pe3synbTaTbl U UX 06CyKaeHne

B 2002 ropy npouepypy HeOHaTaJlbHOrO CKpu-
HUHra npownun 78,5% HOBOPOXAEHHbLIX. B nocne-
AywoliMe roAbl MPOLEHT HOBOPOMAEHHbLIX, BOBIE-
YEHHbIX B CKPWHWHI, yBenanumsanca Ao 97-99 %,
3@ UCKNIOYEHNEM MEepUOA0B, KOrga OTMe4yanucb He-
AOCTATOYHbIE MOCTaBKU peakTMBOB (TONbKO 48,6 %
B 2004 roay v 37% B 2007 roay — HauMeHbLUNN
NPOLEHT OoXxBaTa, 3TU roAbl B AajibHENWLLEM aHanuse
[NaHHbIX He yuyuTbiBaauch). 3a 2021 roag obcnenosa-
HO 25776 HOBOPOX[AEHHbLIX, UTO cocTaBuao 99,8 %
OT uucCna POAMBLUNXCH MUBbIMWU B HMMKEropoacKomn
obnactn B roay. OTHOCUTENbHO HeboNbLIOE YUCNO
He npoweawnx CKPUHWUHI HOBOPOXAEHHbIX — 3TO
LeTn, ymeplwune B paHHEM HeOHaTa/lbHOM nepuoje,
[LO CPOKOB MpOBeAeHUs CKPWHUHra, AeTn, poauTe-
NI KOTOPbIX OTKasanucb OT MpoLenypbl Uan yexanu
B APYryto 061acTb, U KOHTaKTbI BblAM NOTEPsHbI. B Le-
oM, no HuKeropoackoi obnactu peructpupyetcs
BbICOKMIA NPOLLEHT 0bCcnenoBaHMS.

KonnuectBo peTeir, KOTOpbIM 6bln  MNoCTaBJieH
avarHos Bl (c yyeToM TPaH3UTOPHOrO TUMOTMPEO-
33 U nepMaHeHTHbIX ¢popM BI) coctaBuno 214 cny-
yaeB 3a 2002-2021 roabl. YacTtoTa BbiiBNeHUs Bl
B Hueropoackoii obnactn no pesynbraTaM HeoHa-
TaNibHOrO CKpMHUHra cocTtasmna 1 cnyvari Ha 3140 Ho-
BOPOXAEHHbIX (MakcuMyM 1:1945, MuHUMyM 1:5150).
CpeaHuii BO3pacT Npu NoCTaHOBKe amarHosa Bl co-
ctasun 2,17+0,38 Hepenu, 4To NO3BOAUAO Ha4yaTb
CBOEBPEMEHHYIO 3aMeCTUTENIbHYO Tepanuio NeBoTu-
POKCUHOM. CnyyaeB UHBaNUAM3aLUM B JaHHON rpyn-
ne NauMeHTOB He OTMEYEHO.

BAKH BbisBasnach ¢ yactoton 1:7514 HOBOpPOKAEH-
HbiXx (MakcumyMm 1:3500, MUHUMYM 1:17613). CpeaHuit
BO3pacT Mpu NMOCTaHOBKE AMarHosa CocTtaBui 2 He-
aenu. Npun ckpuHuMHre Ha BAKH noBbILWEeHHbI YpOBEHb
17-0OHI perncTpmnpoBascsa 4OCTaToOYHO YacTo Npu nep-
BOM ucciefoBaHUN. K JI0}KHONONOKUTENbHbBIM PE3Y/b-
TaTaM NpMBOAAT 3ab0p KPOBU paHbLLE YCTAaHOBNEHHbIX
CPOKOB, UTO 0COBEHHO aKTyaNbHO B YCNOBUAX paHHe
BbIMUCKU U3 POAUIBHbLIX OMOB, U LeNblA psj COCTOA-
HWUA 1 3abosieBaHN HOBOPOXKAEHHbIX. K HUM OTHOCAT

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u ALORAT R MERMHCIO - o e
IN=

HeLOHOLIEHHOCTb, 3aAePXKY BHYTpMyTpobHOro pas-
BUTUSA, MOPdO-OYHKLMOHANBHYIO HE3PenoCcTb, rmnep-
6unnpybrHemMnio 1 apyrme «CTpeccoBble COCTOSHUA»
BC/ieACTBME OONE3HN HOBOPOMKAEHHOrO, 4YTO BeAeT
K yBesinvyeHuto ypoBHs AKTT, 3amMeAneHunio NHBOIOLUMN
deTanbHO KOpbl N NOBLILIEHWIO CMHTE3a KOPOW HaA-
NMOYEUYHMKOB TOPMOHOB-NpeaLllecTBeHHNKoB 17-0HI.
Tak, no pesynbratam 2021 roga KonmyecTso 06pasLoB
C NoBbIWeHHbIM ypoBHeM 17-0HI coctasuno 145 cay-
yaes, AnarHo3 BJKH 6bin BbiCTaBAEH NPU AaNbHENLLEM
obcnepoBaHMM y 2 nauMeHTOB. B BMAYy CAOXKHOCTK
AnarHoctuku BAKH 1 Haninuma N0KHONONOKUTENbHbIX
N NOMHOOTPULATENbHbIX Pe3yNbTaToB akTUBHO BeaeT-
CA nccnefoBaHWe MONEKYNSAPHOW NpuUpoAbl AaHHOMO
3aboneBaHus. oeHTndumkaums Mytaumin reHa 21-ru-
APOKCMANasbl M nocnepyloulas OLeHKa HeobxoAnMbl
ANA NOCTaHOBKM AmMarHo3a M HasHauveHus Tepanuu,
yTO 0COBEHHO BaXKHO B Cjy4dae conbTepsioLLen Gopmsl
ANA npeaynpesaeHus pasBuUTUS Kpusa HaAMno4yeyHu-
KOBOW HE,0CTAaTOUHOCTU. MONEKyNSApHO-reHeTU4ecKkoe
nccneposaHne reHa CYP21 (obpasubl 0TNpaBAsInCh
B ®rbY «HMWL, sHaoKpuHONOrnm») 6bI10 NpoBeae-
Ho y 18 naumeHToB (67 %) B nepuog c 2014-2021 rr.
Knaccuueckne dopmbl 3aboneBanus nmenun 13 (72 %)
LeTel, Cpean HUX C conbTepsioLLel popmoi 3aboneBa-
HUss — 75 %, c npocTol BUpunbHo — 25%. Y Bcex uc-
chefyembix 6blM MAEHTMOULMPOBaAHbLI MyTaLuMK reHa
CYP21 1 BbisiBJIeHbl C/ieAyiolne CooTBeTCTBUS ¢e-
HOTMNY: NpU cofbTepsalowen popme — aeneuuns reHa
B FOMO3UIOTHOM COCTOSIHUW, NPU NPOCTON BUPUIbHOMN
dopme - i2splice/I172N B TpaHc-nonoxeHuun. C He-
Knaccuueckon dopmoi 3abonesaHus, 6o10 5 (28 %)
LeTei, reHeTUYecKnin aedekT — reTeposnroTHas My-
Taums V281L/delA2 B TpaHc-nonoxeHun. Camoin va-
CTO MyTaumenh y naumeHToB HuKeropoackon o6-
NnacTu gBasnacb MyTtauusa CnjanuCuHra Bo 2 UHTPOHe
(i2splice) — 33 % anneneii.
3aknoyeHue

MpoBeseHne HeoHaTaNbHOrO CKPUHUHIA ABAA-
eTCqd KJ/4YEeBbIM MOMEHTOM [ANf CBOEBPEMEHHON
AnarHocTukn n tepanun Bl n BAKH. OxBaT HeoHa-
TaNnbHbIM CKPUHMHIOM B HwuKeropoackon obnactu
Bo3poc un cocTtasun 99,8% B 2021 roay. 3a nepuop,
2002 — 2021 ropoB B obnacTtu BbisBAEeHO 214 pae-
Tein ¢ Bl no pesynbtataM HeoHaTaNbHOr0 CKPUHWH-
ra, 3abonesaemocTb coctaBuna 1 Ha 3140 HOBOPOXK-
AeHHbIX. BAKH 6blna anarHoctupoBaHa y 73 aeTen
3a nepuopn 2006 - 2021 rr., 4TO COOTBETCTBOBAJNO
yacToTe BbigBAeHUA 1:7514 HOBOpOXAEHHbIX. o co-
BPEMEHHbIM peKoMeHAauusM Ha BTOPOM 3Tarne He-
OHaTaJIbHOro CKPUHWHra 4actu nauneHtos ¢ BAKH
NPOBOANANCL MONEKYNAPHO-TEHETUUYECKNE NCCNeno-
BaHWs B KauecTBe NOATBEPHKAAIOWEN ANArHOCTUKN.
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CBOPHUK TE3UNCOB

HePCOHaHI/IBI/IPOBaHHLIﬁ nmogxon B ,E[eTCKOI:I SHAOOKPHUHOJIOTUH
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Pe3ynbTaThI
HEOHATaJIbHOTrO0 CKPHHHHTA
Ha BPOJXJEHHBIH 'HIIOTHPEO3
U alpeHOTeHHUTAaJIbHbIH
CHHZAPOM B CMOJIEHCKOM 061acTH

'®re0y BO CrMY MunspgpaBa Poccuun, . CMoneHCK, Poccus
20rbY3 KnuHunueckas 6onbHuua N21, NepuHaTanbHbIi LEHTP

B CMoneHcKon obnactu HeoHaTaNbHbIA CKPUHUHI
NPOBOAMTCA Ha 5 OCHOBHbIX FeHeTU4Yeckux 3abone-
BaHW. B opraHuMsaumm HeoHaTanbHOro CKPWHUHra
B CMONeHCKO 06n1acTu MOMHO BblAeAUTb 2 3Tana.
1-11 aTan, 1994-2006 rr., — obcnesoBaHne HOBO-
POM/AEHHbIX OCYLLECTBASNIOCL Ha 6ase MeauKo-re-
HETMYECKON KOHCynbTauumn BpsHCKoro obnacTHoro
ANarHOCTMYECKOro ueHTpa. 2-i atan, ¢ 2007 r. no Ha-
CTOsILLLEE BpPEeMfA- HeOHaTajlbHblA CKPUHMWHI MPOBO-
ANTCA Ha 6a3e MeAMKO-reHeTUYeCKOW KOHCynbTaumm
OAHOr0 M3 neyebHO-NPOdUNAKTUYECKNX Yyupemae-
HUIA CMoNieHCKol obnacTu (B HacTosllee BpeMs —
OrbY3 Kb N21, MepuHaTanbHbIN LEHTP).

AHanns pesysibraTtoB 1-ro atana HeoHaTasbHOIo
CKPWHWMHIa NOKasaa ero HeJoCTaToOUHY 3QPeKTUB-
HOCTb (HWU3KMIA % oxBaTa HOBOPOMAEHHBIX CKpU-
HWUHIFOM, NO3J4HME CPOKW TMOCTAaHOBKU AMarHosa)
U npukasom [JenapTameHTa CMoNeHCKol obnactu
no 3apaBooxpaHeHunto ¢ 2007 r. HeOHaTaNbHbIA CKPU-
HWHI CTajl NpoBOAUTLCA Ha H6a3e nabopatopuun me-
ANKO-TeHEeTUYECKOW KOHCynbTauum B CMONEHCKOU
obnacTtu. laHHOe pelleHne H6bINo NPUHATO C LEeNbio
yAyJylleHUs KayecTBa NpOBeLEHWS HeoHaTaflbHOro
CKPWHWHIa, onepaTUBHOI CBA3M C pailoHamn obna-
CTW, B3aUMHOI KOOpAMHALWM AEACTBUIA POAOBCMO-
MOraTefibHbIX YUPEXKAEHNI U MEANKO-TeHEeTUUYECKON
KOHCYyAbTaumnu.

B HacToswee Bpemsi nabopaTopHbIi 3Tan He-
OHaTajIbHOr0 CKPUHWHIA NPOBOAUTCHA C NPUMEHEHU-
€M MHOroQyHKUMOHANbHOMW aBTOMATM3UPOBAHHOM
MMMyHoJsiornyeckon nabopatopum «DELFIA», cocTo-
Awen n3 aHanusatopa VICTOR-2D ¢upmbl «Wallacy»
M KOMMNJEeKTa BCNomoraTenbHoro o6opyaoBaHus.
CnepyeT OTMETUTb, YTO AaHHOe obopynoBaHWe Ha-
XOAUTCS B 3KCnayaTaummn 15 neT n uMeeT BbICOKMIA Y%
N3HoweHHocTW. OnpeaeneHne ypoBHs TTI B obpas-
Lue LenbHOW KpPOBW HOBOPOXAEHHbIX MNPOBOAUTCA
C ucnonb3oBaHneM peakTneoB «JEJIONA Neonatal
hTSH», 17-0N — «17a-0H-nporecTtepoH-HEOCKPUH».
MoporoBbIM 3HaYEHNEM ANA BbISBAEHUS BPOXAEHHO-
ro rMnoTMpeosa cumTtaetcs yposeHb TTI = 9,0 MKEa/
M/, aApPeHOreHUTanbHOro CUMHApPOMa — [OHOLUEH-
Hble HOBOpOXAeHHble 17-0M = 30,0 HMONb/N, HeAo-
HOLLEHHble HOBOPOXAEHHbIE 1 BeCOM MeHee 2000 rp
17-0M = 60,0 HMONb/N.

Bcero 3a 2007-2021 rr. 06cnenoBaHoO Ha BPOXK-
AeHHbIR runoTtupeos (Blr) 130440 peTeld, aapeHo-
reHUTaNbHbIN cMHAPOM (AFC) — 122440 HOBOPOXK-
[NleHHbIX, COOTBETCTBEHHO OXBaT HOBOPOMAEHHbIX
CKPUHWUHIoM Ha Bl coctaBun 98,6%, a AIC —
89,7 %. 0Ob6bcnepoBaHue HOBOPOMAEHHbIX Ha AlC
B 2009 1 2011 rr. 66110 OCYLWLECTBAEHO HE B MOJIHOM
obbeMe B CBA3M C HECBOEBPEMEHHOCTbI MOCTaB-
KN peakTnBoB. HaunmHaa ¢ 2012 r. oxBaT HOBOPOXK-
LEeHHbIX CKpUHMHIOM Ha Bl u AT'C cocTaBun npaktu-
yeckun 100 %.

Hy»pannuce B npoBejeHuMuM peTecta nocne no-
BTOPHOrO UCCNefoBaHUA U3 MEepBUUYHOrO TecT-
6naHKa 247 HOBOPOXAEHHbIX Ha Bl n 122 — Ha AlC.
CooTBeTcTBeHHO peTecT npowin 220 nauMeHToB C No-
no3peHueM Ha Bl (89,1 %) n 117 — Ha ATC (95,9 %).
MpuueM y 8 nauMeHTOB C Noao3peHneM Ha Bl 6bino
NpPoOBEAEHO UWCClief0BaHWe COAepaHus ropMOHOB
B BEHO3HOW KpOBU 6e3 npoBeaeHus petecTa. Y 60/b-
LWMHCTBaA AeTen ypoBHM TTI u 17-0MN no pesynbTa-
TaM peTecTa He NpeBbIWAan HOPManbHbIX 3HAYEHUIA.

Bcero B 2007 — 2021 rr. no pe3synbrataM He-
OHaTanbHOro CKpPUHWHra BbiBNEeHO 34 nauueHTa
C BPOM/AEHHbIM FMNOTUPEO30M M YacToTa 3abosieBa-
HUS CpeAn HOBOPOMAEHHbIX CMoONeHCKon obnactu
cocTtaBuna 1:3836, TakKe BbIiBAEHO 14 naumeHTOB
c AIrC u vactoTta 3aboneBaHMa Cpean HOBOPOMKAEH-
Hbix CMoneHcKol obnacTtn coctasuaa 1:8745.

CooTBeTcTBeHHO anarHosbl Bl 1 AI'C yctaHaBau-
BajNuMCb MNoC/Ae OCMOTpa [AEeTCKOro 3HAOKpMHONOora
no MecTy MNpOXMUBaHUA MNauWMeHTOB B OMNTUMasbHble
CpoKM (19 1 17-14 aeHb NOCTHATaNbHOW *MU3HU) N CBO-
€BPEeMEeHHO Ha3Hauyanocb neveHue.

MonekrynapHas anarHoctmka ArC nposegeHay 6 na-
LMEHTOB. Y 4-x 13 Hux obHapyxeHa MyTaums E 3 del
B onpejensembix nonoxeHuax reHa CYP 21 un kau-
HWYECKN AMarHoCTMpOBaHa conbTepslowas dopma.
Y 2 naumeHToB Hanbonee YacTo BCTpevatoLmecs MyTa-
umm reHa CYP 21 He obHapyKeHbl, KINHUYECKUX NPO-
fBJeHWIn 3aboneBaHns y MNauMeHTOB Ha MOMEHT Aua-
FHOCTUKM He BbIBJIEHO, YTO MO3BOJWIO YCTaHOBUTb
AMarHo3 Heknaccuyeckon ¢popmbl AIC.

TakuM 06pa3oM, HeoHaTaNbHbIA CKPUHWUHE Ha BPOX-
[EeHHbI rMNOTUPEeo3 N aApeHoreHuTanbHbIi CUHAPOM
B CMO/IeHCKOIM 06nacTn XxapaKTepusyeTCs BbICOKMM
NPOLLeHTOM NepBMYHOro obcaeao0BaHNSA HOBOPOXKAEH-
HblX, OXBaTa Mo NoKa3aHWsaM peTecToM, YTo NPUBOAMUT
K CBOEBPEMEHHON NOCTaHOBKe AnarHo3a u Hayana 3a-
MecTuTeNnbHOW Tepanuu. B HacToswee Bpems Heob-
XOAMMO paclnpuUTb MONEKYNSIPHO-TeHETUYECKUEe unC-
cliegoBaHusa y nauneHToB ¢ AIC, ocobeHHO B ciyyasnx
OTCYTCTBUSI KIMHUYECKMX NPOSIBAEHUN 3abosieBaHus,
M pacCcMOTpeTb BOMPOC O 3aKymnke HOBOro obopyao-
BaHUs ans nabopaTopHOro sTana NpPoBeAEeHWS HeOHa-
TanbHOro CKpUHUHra.
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Pa3BHTHE ITOCTOSIHHOI'O
LIeHTPaJIbHOI'0
HecaxapHoro guabera
IocJjie TpaBMaTHYeCKOI'o
TIIOBpEeXXAeHHS IoJIOBHOI'O MO3ra
y nmopgpocTKa 16 jyer.

'AcTtadbeBa J1.U., "2CugHeBa H.I,, 'bagmaeBa U.H.,
'KanuHuH MN.J1., 2MapumnHues A.B.

'®OrAY «HWUW HX» Munsapasa Poccun, r. Mocksa, Poccus
2«HWW HAXuT», r. Mockea, Poccus

KAnHW4YecKunii cnyyain pasBmTUs NOCTOSSHHOM GOpMbl
LEeHTpasbHOro HecaxapHoro agnabeta (LUHA) y naumneH-
Ta Nocne TAXenon YyepenHo-Mo3roBoi Tpaembl (TYMT)
B pesysbrate [O0POXHO-TPAHCMOPTHONO MpoucLue-
cTBus. MNMoApocToK 16 neT noctynun B neyebHoe yu-
peXxAeHne B COCTOSHUKN KOMbI (MO LWKane KoMbl nasro
(GCS) 6 6annoB) C AMarHO3oM: coyeTaHHas TPaBMa;
ocTpast TYMT; ywmnb rosioBHOro Mo3ra TAXeNoh cTe-
neHu; cybapaxHomaanbHOe KpOBOU3NUAHUE; BAABNEH-
HbIi MHOFOOCKONbYATLI NEPENIOM CBOAA Yepena cnpa-
Ba; NPOTHAMEHHbIN NepesoM OCHOBaHWUA yepena; ywunb
BHYTPEHHWX OopraHoB. Ha 3-u CyTKu passunacb noaun-
ypusi, runepHaTpuemus (155 MMonb/n); AnarHocTnpo-
BaH LlHJ » HauaTa Tepanus fecMonpeccMHoM B Tabne-
TMPOBaHHO popMe vepes 30HA. Mpu BbIXOAE M3 KOMbI
(21-e cyTKM) nosiBNEHWE KaxAabl Ha GoHe npoaon-
XEeHNs Tepanuu. B CBA3M C COXpaHSAOLLENCA XaxKAol
“ nonvypuen nepesos Ha Tepanuio 4eCMONPeccMHOM
B BUAe crnpes, Ha 3TOM QOHE yMeHblUeHUe Bblgene-
HWA Moun Ao 3-3,5 n B cyTkU. CumnTomaTumka UHA Ha-
6aopanacb 1 yepes ABa roga nocne TYMT, npu 3TOM
OyHKUMA ageHorunodumsa ocTaBasacb COXpaHHOM.

MpeacTaBneHHbIA Cyyail 4eMOHCTPUPYET peaKkui
npuMep pasBUTUA NOCTOSSHHOIO HeCaxapHoro anabe-
Ta y nogpocTtka ¢ TYMT. KnnHndeckaa KaptuHa LUHA
NposiBAsSNaCh TONbKO MOAMYpUEN U rMnepHaTpuemMm-
e B COCTOAHUM KOMbI, @ MO Mepe MNOoBbILIEHNS YPOB-
HA CO3HaHWA NpUCoeAVHUNACH Xaxaa. BeposaTHbIMK
npuynHamm passutua UH[ aBuancb noBpexieHue
Helipormnodusa 1 ero TpakTa B pe3yabraTe NpoTs-
EHHOrO NepesoMa OCHOBaHWA yepena u/mam Heob-
paTMMOro BTOPUYHOIO MOBPEXAEHUA runotasaMyca
BCNeACTBME ANDOY3HOrO aKCOHaNbHOrO MOBpeXAae-
HWS roJ10BHOro Mo3ra nocne TUMT.

KoHTaKkTHOe nuuo

AcTtadbesa JltoaMuna ViropeBHa, BeAyLLMIA HAayYHbIl
COTPYAHUK PTAY «HauMoHanbHbIN MEANLMHCKUIA MC-
clefoBaTeNbCKUM LLEHTP HEeMPOXMPYPrum MMEHU aka-
AeMnka H.H. BypaeHko» MuH3sapasa Poccuun, Mocksa

TenedoH: +7 (903)6846907

E-mail: Last@nsi.ru

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

3 I I DenepanbHoe rocyaapcTeeHHOe BIOAXKETHOE yupexaeHne
«HALMOHAJbHbIA MELULMHCKUIA
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AHanHu3 HHOEeKCAa MacChl
TeJia H paCIIpOCTPAaHEHHOCTH
OJXHPEHHA Y IIKOJIPHHKOB
CyHcKoro parioHa KupoBcKoi
obnmactu

'bap6akKoBa JI1.M., 'CyetuHa WU.I,, 23opuHa C.A.,
3¥rynesa T.B.

'®re0y BO Knpoeckuit TMY MuHsapasa Poccuu,
r. Kupos, Poccusa

2KOrbY3 «KunpoBckas obnactHas getckas
KJAUHUYecKas 6onbHULa», I. Kupos, Poccus

3KOIrbY3 «CyHcKas LlPB», nr1. CyHa, Poccus

AKTyanbHOCTb

B HacTosillee BpeMs OXUpeHWe y pneTel U noa-
POCTKOB SIBNSETCH CEepbe3HON MeaMKO-COoLMaNbHON
npobsemMoi, 4To CBA3aHO C ero LMPOKUM pacrnpo-
cTpaHeHuneM. Mo paHHbIM BceMupHOW opraHusauunu
3apaBooxpaHeHmns (BO3), Ha ceroaHsALWHNA AeHb N36bI-
TOYHbI BEC UMEIOT bonee Munanapaa yenoBek, bonee
30 MAH. peTel n NnoApoCTKOB EBponerickoro permoHa
XapaKTepu3yTCcsa HaimuneM n3bbITOYHO Macchl Tesa
n 15 MAH. uMeloT oxupeHue. Mo nporHosam BO3,
NpuW COXpaHALWMXCA TeMNax pacnpocTpaHeHUs OXun-
peHuns K 2025 roay y 70 MAaH. aeTei B BO3pacTe
[0 5 net pasoBbeTCH OXUpPEHMe.

KnioueBble cnoBa: OxKupeHune, MHAEKC MaccChl Tena,
n3bblITOYHas Macca Tena.
Lenb

MpoaHanusnMpoBaTb MHAEKC MaccChl Tefa U pacnpo-
CTPaAHEHHOCTb IeTCKOr0 OXUPEHUSA CPeaU LUKOSIbHUKOB,
npoxuBatowmx B CyHCKOM palioHe KupoBckoli obna-
CTW, CPaBHUTb CO CPEAHUMM NMOKasaTensiMm no obnactu
n Poccuinickon depepaumnn.
MaTtepuanbl U MeTOAbI

C6op MHbopMaLmMM NPOBOAMACA NMYTEM M3MEPEHUS
AHTPOMNOMETPUYECKMX MOKa3aTesein (Macca Tena, pocT)
y aetein 2004, 2005, 2006 ronos poxaeHusa. Pacuet
nHaekca maccol tena (MMT, uHaekc Ketne) npoBoaunics
no popmyne Bec (Kr)/(poct (M))2. B xoae paboTbl 6bian
cobpaHbl 1 NpoaHan3npPOBaHbl aHTPOMOMETPUYECKME
nokasatenn 132 petei. iHTepnpeTaumns nonyvyeHHbIX
npu noacyetax AaHHbIX NPOBOAMAACH B COOTBETCTBUU
c HopMmaTuBamu BO3 y petenn 2011 roaa. Pesynbtathbl
aHanusa npeAacTaBfieHbl KayeCTBEHHbIMU JaHHbIMU
B BU/AE OTHOCUTENbHbIX BeanuymH (%). CTaTuctmnyeckas
06paboTKa AaHHbIX BbIMOJHEHA C MOMOLLbID MaKeTa
nporpamm Microsoft Office.
PesynbraTbl

Mo pesynbTaTaM pacuyeTa WMHAEKCa Macchl Tena
(UMT) y peteir, UMT 6b1n B Nnpeaenax Hopmbl y 104 pe-
Tenn (78,79 %), n3bbITOK Beca oTMevanca y 17 peten
(12,889%), oxupenue y 7 peten (5,30%), vy 4 pe-
Tenn (3,03 %) 6bina BbiIBAEHA HEAOCTATOYHOCTb NK-
TaHus.
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Tab6s. PesynbTaThbl pacyeTa UHAEKCA Macchbl
Tenay peten

lokasaTesb KonunyecTso MpoueHTHOE
YenoBeK, (n) | cooTHoweHwUe, (%)
MMT* B n X
peaena 104 78,79
HOPMblI
N36bITOuHan
36biTOuHa 17 12,88
mMacca Tena
OxunpeHue 7 5,30
HepocTtaToO4yHOCTL
nnTaHua 4 3,03
* MIHAEKC Macchl Tena
BbiBOAbI
B pesynbtate paboTbl 6blna BbISIBJIEHA BbICO-
Kafd  pacrnpoCTpPaHEHHOCTb AETCKOro OXuUpeHusd

B CYHCKOM palioHe KnpoBcKoi obnacTu. MonyyeHHble
JaHHble OKa3a/MCb Bbille MO CPaBHEHWIO C AaHHbI-
MU opULMANbHON CTAaTUCTUKM KMpOBCKOW obnacTu,
HO HECKOJIbKO HUXE JAaHHbIX 06LWein CcTaTUCTUKK
no Poccuinickoli depepaunn. PacnpocTpaHeHHOCTb
LETCKOro OXuMpeHus B KupoBcKow obnacTtu no AaHHbIM
CNY*6bl SHAOKPUHONOrNYECKO noMmoLwm Ha 2019 rog
coctasuna 2,5%. Mo faHHbLIM 3NUAEMNONOMNYECKUX
nccneposaHuii, B Poccuiickon depepaumm pacnpo-
CTPaHEeHHOCTb OXupeHua cocTaBuna 5,5% peten,
NPOMMBAKOLLLMX B CENbCKOM MecTHOCTU, U 8,5% cpe-
LV TOPOACKUX AETeN.
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Pe3yJIbTaThl HEOHATAJIBHOI'O
CKpPHHHHTIa HOBOPOJXJAEHHBIX
B Bostoropackoii obsactTu

KOHCynbTaTUBHO-AMArHOCTMYECKAa NOAUKANHUKA BY 3
Bonoroackoit obnactu «Bonoroackas obnactHas aeTcKas
KINHN4YyecKas 60an|/|ua», rNaBHbIi BHEWTATHbIN cneunanncTt
(Bonoroackas obnactb)

[JeTckoe HaceneHue Bonoroackow obnactm co-
ctasnset 250347 yenoBek.

Mo cKkpuHuHry Ha BAKH BbiaBneHo 15 uenosek,
N3 HMX y 14 3710 obycnoBneHo aedpuumTom 21- ruapo-
cunasbl, ay 1 pebeHka — 11B-ruapokcmnassl.

TakuM o6pasoM wuactota BJAKH cocTtaBnset
1:17000 geTcKoOro HaceneHus.

3a 2021r. 6b1/10 BbIMNOJIHEHO @HA/IM30B HA CKPUHUHT
BAKH 10405.

TpyLAHOCTb MHTEPNPETaLWM PE3YNLTATOB MPU CKPU-
HWHre Ha BJAKH 3akniouyaetca B A0OCTaTOYHO 4acTo
BCTPEYALLNXCA Cay4vasx C JIOXKHOMONOMKUTENbHbI-
MW pe3ynbTaTaMu, 0COOEHHO y HELOHOLUEHHbIX AeTEN.

BTopas npobnema — 3TO OTCYTCTBME MOBbILLEHUS
ypoBHSA 17-OHPrg Ha CKpUHMHIe 1 no3Xe, y OAHO-
ro pebeHka BbisBneH BAKH npocTas BupunbHas ¢op-
Ma, a y BToporo — BIKH, obycnoBneHHbIli HeaocTa-
TOYHOCTbIO 11B-rnapokcunassl.

CKPUWHMHI Ha BPOXAEHHbIN runotepmos (Bl Ha Ko-
Hew 2021 roaa cocTtaenseT 52 pebeHka Ao 18 neT, Ko-
TOpble COCTOSIT Ha yyeTe, TO ecTb obuiasa 3aboneBae-
MocCTb cocTaBnseT 1: 5000 geTckoro HaceneHus.

MepBunyHas 3aboneaemocTb 1:100 000-1:25000 peT-
CKOro HaceneHus.

Mpo6nembl opraHnsauum CKpUHUHra:

1. HepoctaTouHO KaueCcTBEHHbI 3ab0p KpoBW.

2. HecobnioaeHne CcpoKoB A0CTaBKM 06pasuos,
3TO KacaeTcs oTAa/IeHHbIX palioHOB.

3. HeponoHMMaHMe poanTenssMmn Ba*KHOCTK obcne-
LOBaHMA M Hayane fneyeHusl, Korga y pebeHka HeT
CUMNTOMOB 3ab0oneBaHus.
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HeoHOTaZIbBHBIH CKPHHHHT
¥ BAKH B KaJITMHUHIPaACKOH
obyacTu

[lleTckas obnacTHas 6onbHMUa, I. KanuHUHrpaga,
Poccusa

Moa MOCTOSIHHBIM HabtofeHWeM AEeTCKOro 3HAO-
KpuHonora B KanuMHMHIpaAcKol obnactu coctouT
45 peTeli C BPOXKAEHHBIM runoTeprosom (Bl

TakuMm 06pa3oM, obuias 3aboneBaeMocTb (pacnpo-
CTPaHEHHOCTb) cocTaBnsieT 1:4500 peTckoro Hacese-
HUs,, @ nepBuMYHas 3abonesaemoctb 1:250 000 pert-
CKOro HaceJsieHus.

UYncno nonoXUTENbHbIX pPEe3yNbTaTOB CKPUHWUH-
ra 6es nocneaytowero 6onesHu- 93, Takum obpasom,
JIOXHO MONOMUTENbHbIX PE3y/JbTaTOB OKa3blBaeTCs
92:1 NOATBEPKAEHHbIM.

CKpuHuHr Ha BAKH

O6uwan 3aboneBaemocts BAKH B KannHMHIrpaackoi
obnactu coctaenset 1:10 800 peTCKOro HaceneHus,
nepeuyHas 3abonesaemocTb 1:205 000 feTCKOro Ha-
ceneHuns. OxBaT CKPUHMHIOM B MOCNeAHMEe roabl CO-
ctanaset 100%.

Ynucno aHanuzos 3a 2020 ropa 6bin1 8988.

TakuM 06pa3oM BbisIBASIEMOCTb B 2021 roay no ckpu-
HUHry cocTtasuna 1:8988 BJAKH n 1:8988 BI.
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MUHUCTEPCTBO HAYKW
W BbICLLENO GEPAZOBAHUS
POCCUMIACKON OEAEPALIMA
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P0JIb HEOHATAJIBHOTI'O
CKPUHHHTA B JHAaTHOCTHKE
BPOXXAEHHOM AUCPYHKIIUU

KOPBI HAAIIOYEeYHHKOB
obycnoByieHHOI geHULHTOM
21-rHAPOKCHIIA3BI, Y MAJIBYHKOB

BonoTtoBa H.B., Paiiropoackas H.10.,
OpewkuHa E.M., CeBeHuunukas U.A.

®re0yY BO CapaToBckuii MY nM. B.N. PasymoBCKoro
MuH3apasa Poccuum, r. CapaTos, Poccus

Knaccuueckaa BpOMAeHHas runepnnasuvs Haano-
YEUYHUKOB, 0bycnoBneHHast AedUUMTOM 21-TMAPOK-
CuMNasbl — MNOTEHUMaNbHO JieTanbHoe 3aboseBaHue.
Mo paHHbIM AMEpUKaHCKOW akajemMum neanaTpuun
1996 r, aapeHanoBbIl KPU3 HOBOPOMKAEHHbIX 3aKaH-
UMBaNCHA CMepTebHbIM UCXOA0M B 9 % cnyuaes. K Ha-
yany 2000-x ronos, nocne BBeLeHUA HeoHaTalJibHO-
ro CKpUHUHra, AaHHasa Yactota cHu3unacb o 0-4 %
B pa3/iMuHbIX cTpaHax [SD Grosse, GV Vliet, 2007].
HeoHaTanbHbIl CKPUHWHI HanpaBieH Ha paHHee,
B TeUeHWe NepBO HeleNu KU3HU, BbiABEHNE U paH-
Hee nedyeHne aeduumTta 21-rMapoKcmMnasel C LENbHO
NpefoOTBPaALLEHNA  CO/MbTEPSAIOWEro Kpusa. Hamu
npeacTaBiAeH HEANArHOCTUPOBAHHbLIA cayyan aedu-
umMta 21-ruipoKcusiassl y HOBOPOKAEHHOINO MaJibun-
Ka C IeTanbHbIM UCX0A0M B 1 MecaL 1 3 Hepenu.

PebeHoK P. rocnutanusnpoBaH B LIP6 B Bo3pacTe
28 aHeln ¢ anobaMum Ha YacTble CPbIrMBaHMUA, HELO-
cTaTouyHyl0 nNpubaBKy Macchl Tena. /I3 aHaMHesa uns-
BECTHO, YTO MajlbuMK POAMACA OT nepBoi HepeMeH-
HOCTMK, B CPOK, C pocToM 56 cM u Maccon 3900 r,
7-9 6annoB no wkKane Anrap. Ha 4 CyTKM }KU3HU B pO-
ANNBHOM J0Me B3ATO NATHO KPOBU A1 HEOHATa bHO-
rO CKPWHWHra, OAHAKO CKPUHUWHI He 6bln NpoBejeH
N3-3a BPEMEHHOIo OTCYTCTBUSA peaKkTUBOB. BbinuncaH
13 POAMNIBHOIO AOMa B 0bOblUHbIE CPOKW, HA FPYAHOM
BCKapManBaHuu.

Ha 3 Hepene Xu3HuM pebeHka MaTb obpaTunach
K neguatpy C KanobamMum Ha 4acTble CpbirMBaHUA.
BBeseH [OKOPM afanTUPOBAHHOW MOJIOYHON CMe-
Cblo, HanpaeneH Ha nedeHue B UPB. Mpwn noctynne-
HUW pebeHOK BANbIA, KpUK CNabblii, pedieKchbl yrHeTe-
Hbl. PocT — 57 cM, Mmacca — 3 536 1 (=364 r oT Macchl
npu poxaeHun). Hopmocomus, runotpoous II cT.
KOXHble MOKPOBbI CMYT/ble, akpoumaHos. Typrop mar-
KMX TKaHEN CHUMKeH, NOAKOXHO-XMPOBOW CNON pas-
BUT cflabo. ToHbl cepaua PUTMWUYHbIE, MpUrayLle-
Hbl. B nerkmx nyapuabHoe ApixaHue. KNBOT MAMKUNA.
CpbirMBaHusa NOC/e KaxAoro KoOpMieHus, oTCyTCTBUE
npubaBKM Maccbl Tefa, B CBA3N C YeM BblNO BbiCKa-
3aHO MPeArnoJIO¥KEHME O Haauuuu nuaopocnas-
Ma WAM NunopocTeHo3a. HeBponorom ycraHoBae-
HO TUMOKCUYECKU-ULIEMUYEeCKoe nopaxeHue LHC,

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u ALORAT R MERMHCIO - o e
IN=

HaTafNbHas TpaBMa LIEeNHOro oTaena MO3BOHOYHWMKA.
B Bo3pacre 1,5 MecAueB Cc AMarHo3oM [MMNOKCUYECKN-
TpaBMaTtuueckoe nopaxenue LUHC. CuHAPOM NpuBbIY-
HOM pBOThLI. MnnopocTeHo03? MNocTHaTanbHas rMnoTpo-
¢ua II-III cT. nepeBeAeH B AETCKYIO XMPYPruUYecKyto
KAMHUKY C UENbI0 WCKIIOYEHUS MNUIOPOCTEHO3a.
MpoBeneHo obcnenoBaHme, BPOXKAEHHbIA NMIOpoOCTe-
HO3 UCKJIloUeH. PebeHoK nepeBeseH B 60bHULLY NaTo-
NIOrMY HOBOPOMKAEHHbIX C AMarHo30oM: lNepuHaTanbHoe
nopaxeHne LHC. MacTtpo-3sodaranbHblii pedtoKc.
Mmnotpopua II cT. MpW NOCTYNAEHUM COCTOSHUE
OLLeHEHO KaK CpejHei CTeneHn TAKeCTn 3a CUeT rm-
notpo¢uun II-III cT. PocT — 58 cM, Macca — 3570,
pedunumnt maccol 22,4 % B TeueHue 5 gHen npubasun
B mMacce 30 r, 0O4HaKO CpbIrMBaHWUA MPOALOHKANIUCS,
cocTtosHMe pebeHKa yxyawanocb. Ha ocHoBaHuu
KNAMHWUYECKON KapTUHbl BbICKa3aHO MpeAnosioKeHune
0 IaKTa3HOM Hefo0CTaTOUYHOCTH.

Ha 6-1 neHbnepeBefeH B peaHMMaLOHHOe oTaene-
HUe B CBA3M C PE3KUM yXYLLIEHNEM COCTOAHMUSA: C Ana-
rHO30M: NOJIOpPraHHas HeaoCTaTovHOCTh, OfH, aHy-
pusi, LEKOMNEHCUPOBaHHbIN MeTaboNnyecKunii aunaos
(pH — 7,2, Na — 131 mmonb/n, K — 7,6 mMMonb/n).
MnTaHue napeHTepanbHOE B CBA3U C Nape30oM KuLley-
HUKa. JleueHne — nHdy3MoHHasA Tepanus roKo30-Co-
NeBbIMM pacTBOpaMu; aHTubakTepuanbHas Tepanus;
MBJ1. HecMoTpa Ha npoBeAeHHble peaHMMauNOoH-
Hble MeponpuaTus, B BospacTe 1 Mec. 3 Hepenb pebe-
HOK yMep. Mpu naTonoroaHaTOMMYeCKOM nccnenoBa-
HUM — MHOMECTBEHHbIA 3HAOKPUHHbLIA afeHoMaTo3:
rmnepnnasus M MWKPOaLEHOMAaTo3 HaAnoYeyHu-
KOB, runepnnasva naparaHriMoHapHOW CUCTEMbI.
Cepo3HO-AeCKBOMATUBHbIN 3HTepoKoauT. OTEK 1 Be-
HO3HOE MOJIHOKPOBUWE BelecTBa roJIOBHOMO MoO3ra.
OTEK M KPOBOU3AUSAHUSA B NErKUX. Mmnotpopusa 3 CT.
MapeHxmMMaTo3Hasa aMcTpodus BHyTPEHHUX OPraHoB.
PesynbtaT cKpuHMHIra Ha AI'C npoBegeH nocJe cmep-
TM pebeHKa Mo 3anpocy KOMKCCUM, OpraHu3oBaH-
HOWM B cBA3M C pasbopom cayuyas cmepTu. PesynbtaT
CKpuHura: yposeHb 17-OH nporectepoHa cocTasui
487 HMOAb/N, YTO B COYETAHUM C KAMHUYECKOWN Kap-
TUHOW, AaHHbIMKM NaTOJIOr0aHaTOMUYECKOro uccne-
[OBaHVUA CBUAETEeNbCTBOBANO B MOJb3y JAMarHosa
BPOXKAEHHasa ANCOYHKLMA KOpbl HaAMOYEYHMKOB,
CONbTEPAIOWMIA BapuaHT.

Taknum obpa3om, NpeacTaBfiEHHbIA Cayyai cBuae-
TeNbCTByeT O 3HAYMMOCTU MPOBEAEHUS HEeOHaTalb-
HOI0 CKPWHWHIra, 06 OTCYTCTBUM 3HAHWIA Y NeanaTpos
KAVNHWNYECKUX MPOSBAEHUA BPOXKAEHHON ANCHYHKLNN
KOpbl HaAMOYeYHMKOB, O HeobxoAUMOCTM MpoBese-
HUS KOHCUJINYMOB C MpUBJIEYEHNEM SHAOKPUHONOIOB.
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KJIHHHYeCKHH cydyaH
CoyeTaHHA ayTOHMMYHHOI'0
THPEOHAMTA C MaHHUPeCTaL HeH
B Bo3pacTe A0 1 roga c caxapHbIM
nuaberoMm 1 THIIA

'ByabinvHa M.B., 2Makcumosa T.10.,
3EropoBa WU.H., 2KoHTaypoBa A.B.

'®re0yY BO «4ry um. W.H. YnbsiHoBa, . YeboKkcapsl, Poccusa

STAY ANO «NHCTUTYT yCOBEPLUEHCTBOBaHMA Bpavein»
MuH3apaBa YyBawwuu, r. YHebokcapsl, Poccusa

2BY «Pecnyb/nKaHCKas AeTCKas KAMHMUYecKas 6obHULa»
MuH3gpaBa YyBawwuu, r. YHebokcapsl, Poccusa

BeepeHune

N3BeCTHO, YTO ayTOMMMYHHble 3aboneBaHus LWm-
TOBUAHOWN »efiesbl 4aCcTo CO4YEeTalTCHA C CaxapHbIM
avabetoM 1 tuna (CA 1) B cuny reHeTUYECKUX Npu-
ynH. CoueTaHue BpPOXAEHHOro runotupeosa (BIN)
nCA 1 He AaBnseTca YacTbiM. IHTepec A@aHHOT 0 KJINHN-
UECKOro C/iyyast 3aKk/lo4aeTcs B TOM, UTO ay TOMMMYH-
Hbll TUpeonanT y pebeHKa MmaHudecTnpoBan Ao roga
APKUMU KANHUYECKUMU N NabopaToOpHbIMU AaHHbBIMY,
XapakTepHbiMu ans Br.
KnuHuyeckuit cnydamn

JeBouka M. 0T 2 6GepeMeHHOCTW, NpPOTEKaBLUEN
Ha doHe aHeMuu, ypeanaasmo3a, XpOHMYECKOro nu-
eNoHedpuTa. Poabl 2 caMonpounsBOoJibHble, B 39 He-
fenb, BOAbl 3eneHble. Mp-3020r, Ap-52cMm. OueHka
no wkane Anrap 8/9 6. HeoHaTaibHbIA CKPUHWHT
Ha BPOMAEHHbLIA TUMNOTUPEO3 nNpoBeAeH Ha 4-i
AeHb XuUsHu: TTI = 1,8 MKME/Mn. HacneacTBEHHOCTb
Nno 3HAOKPUHOMATMAM He oTarouwleHa. C poxaeHus
0TMEeYaeTCsH CUHAPOM MbILLIEYHOW AUCTOHUM, 3aepHK-
Ka NCUXOMOTOPHOrO pasBUTUSA, C 2 MECSHLLEB KU3-
HU HabntopalTca 3anopbl, B 7 MECSILEB BbiBJEHA
aHeMus nerkon cteneHn. B 10 mecaueB HaxoamuTcs
Ha CTauMOHApPHOM JNeYeHMU C AMAarHO30M: 3JKCCY-
0ATVBHbIA NepuKapanT, TYOyNOMHTEpPCTUUMANbHbIN
HedpwWT, renatuT, NEBOCTOPOHHAA MHEBMOHUA (pac-
LEHEHO KaK KaK oCTpas reHepann3oBaHHas WHQEK-
uuMs, BUpPYCHO-baKTepuanbHasd). B aHanuMsax oT-
Meuanucb: aHeMUs Nerkow cTeneHu, TPoMBOLMTO3,
nosbliweHne CO3 no 40 MM/uac, NOBbILWEHNE MOYEBU-
Hbl 40 10,5 MMOAb/N, KpeaTuHWHa Ao 101 MKMOAb/n,
CYMHAPOM uuToamsa (nosbiweHne ACT u ANT —
2-3 HopwMbl), noBbiweHne JIAC no 983,0 Ea/n. B BO3-
pacte 1 roga 1 Mecdua rocnutanusupyerca B BY
«PecnybnnKkaHCKasi [eTCKas KAMHMYEecKas 6OobHU-
ua» MwuH3agpaBa YyBawwum c Kanobamm Ha 3ano-
pbl, CYXOCTb W LWeNyLeHNe KOM¥WU, OTEYHOCTb BEK,
MbIlLEYHYI0 cflabocTb. OCoBEeHHOCTU 0B6BLEKTUBHOIO
cTaTyca: rosoc rpybbiil, nnay MOHOTOHHbIA, ®P —
mMacca tena 9,9 kr, poct 76 cm. SDS pocta = -0,06,
NUMT = 17,4, SDS umT = -0,17. CTrmMbl aAn3amMbpmo-
reHesa — roTuMyeckoe HE6GO, runepTenopusM rnas,

COCKOB, 3MWKaHT, HU3KO PacrnonoXeHHOoe nyno4yHoe
KonbLo. Koxa bneaHas, cyxas, WenywnTcs, MpaMmop-
HOCTb, LIMAHO3 HOCOrybHOro TpeyrosibHuKa 1 nepu-
opbuTanbHbIX 0bnacTein. Typrop MArkMX TKaHel CHU-
¥eH. Makpornoccus. bonbwon pogHuyok 1.0x1.0 cM.
MbiweyHasa runoToHua. WntoBuaHasa *enesa O cTe-
neHun. B BoxmMMmuecknx aHaansax KpoBM — CUHAPOM
uMTONMN3a A0 ABYX HOPM, MNOBbILIEHNE KPETUHKMHA3bI
no 567 Ea/n, xonectepuH: 8.51 MMonb/n, TpUrnnum-
puabl: 2.20 mMmonb/n, JINOHN: 1.00 mMmonb/n, JMHM:
5.63 mmonb/n, INBM: 1.76 MMonb/n. TupeonaHsle rop-
MOHbl: CB. T3: 1.99 (3,8-6) nMonb/n, cB. T4: 0.01
(7,9-14,4) nmonb/n, TupeoTponHblii ropmoH (TTI):
>100.00 (0,34-5,6) MKME/Mn. Mo paHHbIM Y3U
cepaua — BbINOT B Nepukapae, HapylweHue gmnacTto-
JINYECKON QYHKLMM 060MX KeNyAouKoB, LMTOBUA-
HOI *Kenesbl — HEeOAHOPOAHOCTb CTPYKTYpPbl, CHU-
EHUE 3XOreHHOCTW, TUpPeouaHbli 0bbeM 3,64 M.
CyueToM paHHero Bo3pacTa, 3HIP, BbiparKeHHbIX KJn-
HWUKO-NabopaTopHbIX NPOSABAEHNI, COCTOSIHUE pacLe-
HEHO KaK «no3aHasa GopMa» rmnoTupeosa, BbICTaBEH
ANarHo3 BpoOMKAEeHHbIA rMNoTMpPeo3, TAXKenoe Te-
yeHue. Ha ¢oHe Tepanum NEeBOTUPOKCMHOM HaTpuUA
LOCTUTHYT 3yTMpPEOD3, ABJIEHUA rnaponepukapaa Ky-
NUpoBaHbl, labopaTopHble NMOKasaTe/ M HOPManM3o-
Ba/MCb, peyeBoe pasBuTme C yayuweHmeMm. KOCTHbIN
BO3pacT Mo peHTreHorpamMme fieBon KNCTK B 3,5 roaa
cooTBeTcTBYyeT 2,5 rogaM. TUpeouaHble TFOpPMOHbI
Ha 3aMecTUTeNbHON Tepanun B HOpPMe.

B Bo3pacTe 3 fieT cTana oTMeyaTbCs Noanaknypus
(MoueuncnyckaHue o 20 pas B CyTKM HeboNbLIMMUK
NnopuMsiMK), BbISIBJIEHA MTIOKO3YpUst. B rnkeMmyeckom
npo¢une — rnnkemus ot 3,3 10 8,9 MMONb/N, B OCHOB-
HOM HOPMOIIMKEMUS. [NINKUPOBAHHbIN TeMOrno6uH
Alc: 6.00%. C-nentma: 189 nmonb/n (Hopma 260-
1730). CTaHAapTHbIA 1OKO30-TONEPaHTHBIA TecT:
rMnKeMus Hatowak: 5.3 MMonb/n, yepes 2 yaca nocne
eabl: 12,1 MMoAb/N. BbiABAEHbBI MNOMIOMKUTENbHbIE @HTU-
Tena kK GAD — 190,28 ME/mn (Hopma 0-5), K Tupo-
3nHpocdartase 69,11 ME/Mn (Hopma 0-10), K OCTPOB-
KOBbIM KieTKaM 64 ep (HopMa MeHee 4). BbicTaBneH
AMarHos caxapHoro gmvabeta 1 tuna. Yepes 5 mecs-
LeB nocJjie YCTaHOBKM AmMarHosa UHUUMMpoBaHa WH-
CynmMHoTepanusa (NM3npo 1 AeTeMUp) B CBA3M C Mpo-
rpeccMpoBaHMEM rMNepraMkeMum.

BBospacTte5net:poct 108cM,SDSp=-0,04,Bec 19kr,
MMT=16,3, SDSumMT=+0,54, CcKOpOoCTb pocTa=6,78cM
B roa. LLntoBnaHasn Kenesa 1 cteneHun. Y3 wutosuna-
HOW *Kefiesbl: TUPEeoUaHbI 06beM 5,6 M1, rMNOaxXoreH-
Ha, HeoAHOpoOAHa. BnepBble nccnepoBaH U BbiBAEH
BbICOKWI TUTP aHTUTEN K TUPEOUAHOW MNepoKcuaase:
>950.00 (0-9) Mea/mn, B CBSI3M C YUEM BbICTABJIEH AMa-
rHO3 @y TOMMMYHHbIN TUPEONANT.
06cyxpaeHue

B LaHHOM KAMHWYECKOM c/y4yae OTCYTCTBYeT MOA-
TBepxaeHne Bl HeOHaTanbHbIM CKPUHWHIOM. B nto-
ObIX HETUMUUYHBIX Caydyassix HeobxoAMMO MpPOBOAUTH
nosHoe obcnepoBaHne AN MOUCKA 3TMONIOMMUYECKO-
ro paktopa — onpeaeneHne aHTUTEN K TUPEOUAHON
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nepoKcuaase, TMPEOrobyMHY Kak MapKepoB ayTo-
MMMYHHbIX MPOLLECCOB NpY NepBUYHON ANArHOCTUKE,
reHeTMyeckoro obcnenoBaHms Npu HeEO6Xo0AMMOCTHU.

https://doi.org/10.14341/PMPE-2022-11

F'eTepO3UTrOTHBIN BapHaHT
reHa TPO y pebeHka
C amJia3HeH IIHUTOBHAHOH
JKeJie3bl H 3y THPEOHAHBIM
MHOT'0Y3JIOBBIM 3000M y MaTepH

'BaauHa T.A., '3axaposa C.M,, 'lLiupsesa T.10.,
2KoHioxoBa M.B., 'ConoaoBHukoBa E.H., 'BorgaHos B.I.,
Nertsipes M.B., 'Wpeaep E.B., 'BesnenkunHa 0.b.

'Orey «HMUL, sHpoKpuHONorun» MuHsapasa Poccun,
r. Mocksa, Poccus

2IreY3 «Mopo3oscKkas AKb A3M», . MockBa, Poccus

BesepeHne

MaTtoreHHble BapuaHTbl B reHe TPO ABAAOTCS Hau-
6osee 4acToN MPUUUHOWM BPOMAEHHOIO FMMNOTUPEO3a
(BIN), BbIZBAHHOIO AMCrOpPMOHOreHe3oM. 3aboneBaHue
CBfi3aHO C AeduumtoM ¢epMeHTa TUpeonepokcmaa-
3bl, YYaCTBYOLLErO B OpraHubumKaumm noaa ms TMpeo-
rnobynuHa (TI), BCNeACTBME YEro BO3HMKAET MOHbIN
WAy NapumanbHblin gedexkt opraHndurkaumm noaa. NMyTe
HacnefoBaHWs 3abosieBaHMs ayTOCOMHO-PELLeCCUB-
HbIi. Hanbonee yacTo onuckiBaloTCA Cyyan 3aboseBa-
HWS, BbI3BAHHbIE KOMMAYHAHbIMU FETEPO3UTrOTHLIMU Ba-
puaHTamu, pexe — OAHUM rOMO3UrOTHbIM BApUaHTOM.
MaTtepuansl n MeToAbI

MoneKkynsipHO-reHeTMYeCKoe ucciefoBaHue npo-
6aHay BbINOJIHEHO METOAOM MacCOBOrO Mapaniesb-
Horo cekBeHupoBaHus (MNC, NGS) Ha nnaTtpopme
Illumina (MeTo4 NapHO-KOHLEBOro uteHusa (150x2)
CO cpefHen rnybuHON 1N LWNPUHOI MNOKPLITUA B COOT-
BETCTBMMU CO CTaHAapTaMu MCCNenoBaHUs), MaTepu
npobaHaa NpoBeEeHO CEKBEHUpOBaHMe GparMeHTa
OHK (600 n.H.) Nnpu M3BECTHOW MyTauUW METOAOM
CaHrep. WccnepoBaHne HeoHaTasnbHoro TTI u pe-
TeCcTMpoBaHMe MNPOBOAUAUCH MeToAOM dnyopume-
TPUYECKOro aHanmMsa, OueHKa TUPEOWAHOro npo-
¢unsa (TTI, cBT4), ypoBHs Tl BbiMONHEHA METOAOM

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn
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IN=
XEMUIOMUHUCLLEHTHORO UMMYHHOaHanmsa. MNpu ynb-
TPas3BYKOBOW BM3yaanmsaunum LWNTOBULHOWN Kene3bl
(LX) ncnonbsoBaH AMHERHbIR aatumk 11L-D Ha an-
napate Y3W Voluson E8. CumHturpadpusa WX c Tc-
99m npoBefeHa Ha o6opyanoBaHumM cuctembl ODIKT/
KT Discovery NM/CT 670.
PesynbTraThbl

MprBOANM ONUCAHME CEMbU C OAMHAKOBbLIM FreTepo-
3UrOTHLIM BapuMaHTOM reHa TPO 1 pasnnyHbIMU Knu-
HUUYECKMMU NposiBNEeHNAMU. [leBOUKa, 5 neTt c Bpox-
AEHHbIM TUNOTMpPeo3oM. HeoHaTanbHblin TTE 6biN
256,5 MEa/n, TTr (petect) — 403,2 MEa/n, TTl
B BEHO3HOW KpoBu — 751,9 MEA/n. C 9-10 AHS KU3HU
HayaTa 3aMecTuUTeNibHas Tepanus JIEBOTUPOKCUHOM
HaTpua. B BospacTte 5 nert, nocne ABYX HeAenbHON
OTMEHbl 3aMeCTUTENbLHOW Tepanuu NpoBeAeHa Mu-
6puaHasa aHaToOMO-(QYHKLMOHaNbHAs BM3yanausaums
(Y3U n cunHTUrpadmsa) — TmpeounaHas TKaHb He Bbl-
fiBNeHa.

MonekynspHO-reHeTu4ecKoe nccnefoBaHune B reHe
TPO (NM 000547.5) B 12 3K30HE BbIsIBJIEeHA 3aMeHa
O4HOM0 HYKNeoTuaa B retepo3nUroTHOM COCTOAHWU
€.2017G>A, nNpuBOAALLAA K 3aMeHe ryTaMWUHOBOW
aMUHOKUCNOTbI Ha Au3MH p.E673K (rs201193196).
BapvaHT oueHb pefKo BCTPeEYaeTCs B MEXAYHapoOA-
HblX 6a3ax AaHHbIX affefibHbIX BApUaHTOB Yesi0BeKa
(24 n3 250 378). Mo knaccudpuraumm ACMG pacueHeH
KaK BapuMaHT C HEACHOW KJIMHUYECKOW 3HAUMMOCThLIO.
CekBeHunpoBaHue 12-ro sk3oHa JHK maTepu BbISBUIIO
aHanorn4yHblli BapmMaHT B reTepo3vroTHOM COCTOAHNU
€.2017G>A p.E673K (rs201193196).

Y MaTepu BbISIBJEH MHOr0y3/J10BOW 3yTUPEOUAHbI
306, 06beM LUK 54,8 cM3, 3HaUMTENbHOE MOBbILEHNE
3axBaTa POMN anddy3HO-HEOAHOPOAHOrO XapaKTepa
0o 10% (npu Hopme ao 0,1) M MOBbILWEHWE YPOBHS
CbIBOPOTOYHOrO TUpeornobynuHa pno 122,3 Hr/mn
(3,5-77). NonyuyeHHble AaHHblE CBUAETENbCTBOBANM
B NONb3y napuuanbHoro aedexkta opraHuduKauum
nopa. B Tabnunue npueeaeHbl pesynstathl 06cneoBa-
HUS LE€BOYKM 1 MaMbl.

BbiBoAbI

Takum obpasoM, B ofHOli ceMbe y npobaHpa
W MaTepu BbIABNEH OAWH reTepo3UroTHbIA BapuaHT
B reHe TPO C HefACHOW KAMHWYECKOI 3HAYMMOCTbLIO
c.2017G>A p.E673K.

Tabs. Pe3ynbrathl 1abopaToOpHO-MHCTPYMEHTAIbHOro o6cnefoBaHns

NauneHTbl TTr, MEn/n 6e3 TT, Hr/Mn 6e3 Y3 WK CumHTUrpadus BapuaHT reHa
neyeHuns neyeHuns LUK
[eBouKa, 5 net 94 1 0,47 annasus annasus €.2017G>A p.E673K
MaTtb, 35 nert 0,45 122,3 MHOr0-y310BOW 3axBat PPN €.2017G>A p.E673K
306 3HAUUTEJNIbHO
NnoBbILLEH
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CBOPHUK TE3UNCOB

HePCOHaHI/IBI/IPOBaHHLIﬁ nmogxon B ,E[eTCKOI:I SHAOOKPHUHOJIOTUH
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CKPHUHHHT HOBOPOIKAEHHBIX
Ha BPOJXAEeHHbIe SJHAOKPHHHBIE
3abos1eBaHHUSA B pecnybuke
Kapenusa

Orb0Y BO «leTpo3aBoOACKUIA rOCYAapPCTBEHHbIN YHUBEPCUTET®,
r. MeTposaBoACK, Poccus

Obuwaa 3aboneBaemocTb BAKH
1:15.500 peTcKoOro HaceneHums.

O6uwas 3abonesaemocTb Bl 1:7000 AeTcKOro Ha-
ceneHusl, nepBuyHas 3abonesaemMoctb 1:80 000 apeT-
CKOro HaceneHusl.

JNlabopaTopHble nccaeaoBaHUs KPOBU BCEX HOBO-
POMAEHHbIX pecnybanMKkn nNpoBOAMTCS B MEAUKO-Te-
HETMUYECKOIN KOHCyAbTauumn pecnybamkaHcKkon 60sb-
HuUuUbl UMeHn B.A.bapaHoBa.

EXeroaHo 4ymMcno aHanaM30B COCTaBJISET OKOJIO
5000 (B 2020 1 2021 roay 5025 — 5052).

Mpu cKpuHUHre Ha BAKH He 6bin0 MOBbIWEHMUS
17-0H-Prg y aByXx AeTen, y KOTOPbIX B MOCAEAYIOLLEM,
B 6 1 7 neT 6bina BbiABAEHA NpoOCTas BUpUAbHas dop-
Ma 3aboneBaeMoCTu.

cocTaBndeT

https://doi.org/10.14341/PMPE-2022-13

KJIHHHUYeCKHH cydyan
X0JiecTas3a y JOHOLIEHHOI'0
HOBOPOJXXJeHHOro pebeHKa

C TMIIOIJIHKEeMHEeH KakK IepBoro
CHMIITOMAa BPOJXAEHHOTI'0
TUIIONUTYHTapH3Ma

[NeTckas obnactHas 6onbHuUa, . KanuHuHrpaa, Poccus

CoueTaHne rUNOrAMKEMUU U CUHAPOMA XxofecTa-
3a MOXEeT 6biTb 0A4HWUM U3 PaHHUM MPU3HAKOM 3SHAO-
KPUHHbBIX HAPYLUEHWUIA, BTOMYMCAE FTMNONUTYTap1sma.
BpOKAEHHBIV TMMNONUTYUTAPU3M — MHOMECTBEHHbIN
AeduumMT ropMoHoB runodmsa (CoMaToTpoONHOro, TU-
PeoTPONHOro, KOPTUKOTPOMHOIO U FOHALOTPOMNUHOB).
YacToTa BCTpe4yaeMOCTU BPOXKAEHHOW GOPMbI TMMNo-
nuTymnTapumsma Konebnercs ot 1:3000 po 1:8000 Ho-
BOPOMAEHHbIX, B HEOHATaNbHOM NMepuoje AaHHOe 3a-
6oneBaHue AMArHOCTUPYETCA TONIbKO B 23% cy4aes.
YacToTa HeoHaTanbHOW MaHubecTauum TrUNonuTy-
nTapusMa CUHAPOMOM XoJiecTasa U TUNOMINKEMU-
e TOYHO He onpeaeneHa. Bnepsble Blizzard n Alberts
B 1956r. onucanu naumeHTta Cc runoNUTYMTapu3MoM,
OLHWUM 13 NEPBbIX NPOSIBJAEHUI KOTOPOro 6blan xone-
cTas u runornnkeMms. NaToreHeTUYEeCKNn MexaHnU3M
XonecTasa npu rUNONUTyMTapuaMe 06YCNOBJEH,

npexae Bcero, 4edUUNTOM KOPTM30Aa, KOTOPbI CHU-
¥aeT 3KCNPecCcuto KaHanbLEeB TPAHCMOPTHBIX MPOTEN-
HOB, OTBETCTBEHHbIX 3@ CEKPELIMIO KENUU B HKENUHbIX
KaHafbLax.

KnuHuyecKkoe HabnogeHve

Manbuuk J1., poxaeH 06.08.2021r. PebeHoK oT 2 be-
peMeHHOCTU (1-ast 6epeMeHHOCTb — poabl — pebeHOK
340pOB), HacTosiwas 6epeMeHHOCTb C Yrpo3oii npe-
pbiBaHusA, B 16 H.r — HeccumnToMHas bakTepuypus,
BIMP nuueBoro ckeneta Ha 16 H.r. Poabl 2 Ha 41 H.T.,
caMocTosATesibHble, BeC npu poxaeHun — 3070 rp,
AnvHa Tena — 53cm.

C nepBbIX CYTOK XMU3HW Haxoaunacs B OMH PML
c BMP (pacwennHa BepxHei rybbl, TBEPAOro U MArko-
ro Heb6a). Ha 4-e CyTKM ¥U3HM — yXyalleHUe COCTo-
SIHUS1 — aKpOLMAHO3, KIOHMKO-TOHMYECKNE CYA0POrN,
bpaavkapaus, runornnkemms 1o 0.3 MMoib/n, CUHAPOM
xonectasa (runepbunnpybuHemmnss — 232 MKMOJb/N
3a cuyeT HenpsiMoro 6unupybuHa), CP6 — 26,9, npo-
KaNbUMUTOHMHOBLIN TecT — 6,64, CMHAPOM LMTOAN3a
yMepeHHbIn (ACT — 92, AT — 38).

BoinucaH 13 OMNH PIL B Bo3pacTe 14 gHewn, npu Bbl-
nucKke y pebeHKa COXpaHsaiCcs CUHAPOM XoJsiecTasa
(runepbunnpybuHemMmna 190 MKMOAb/N), HU3KO-HOP-
MasbHbli ypOBEHb MNKEMMUM — 3,6 MMosb/n. Janee
B AMHaMWUKe HapacTan CUHAPOM XosecTasa (KenTyl-
HOCTb KOMHbIX MOKPOBOB U CKAEP), NOSABUANCH 0OUJIb-
Hble U YacTble CPbIrMBaHUSA, aAUHAMUYHOCTb.

B Bo3pacTe 1 Mecsua 10 aHel, B CBA3N C PE3KUM
OTKA30M OT ejbl, HapacTaloWwmMM CUHAPOMOM Xofe-
CcTasa, KpaTKOBPEMEHHbLIMM 3MU304aMK 3aMUpPaHUS,
pebeHOK rocnuTaaMsnpoBaH B peaHUMaLNOHHOe OT-
penexnve NOB KanuHuHrpaackoi obnactu B TsaKe-
JIOM COCTOSIHMMW. TAXEeCTb COCTOSHUS MPWU NocTynie-
HUM Gblna 0bycoBAEeHA, TAMENON TUMOMIUKEMUENR
(0.5 mMmonb/n), cuHapoMoM xonectasa (runepbunn-
pybnHeMns 250 MKMOAb/A, 3@ CUET NPSAMOro 6unmpy-
6uHa (190 MKMOJSb/N), 3NEKTPONUTHBIMU HapyLUeHU-
MU (rMnoHatTpveMmnss — 126 MMOJIb/N), IKCUKO30M,
umtonmsom (ACT — 103, ANT — 170), cMHAPOMOM
BocnanutenbHoro oteeta (CP6 — 29, npoKanbunuTo-
HWH 6onee 10), AbIXaTENbHOW HEAOCTATOYHOCTLIO (3a-
perncTpupoBaHa acnupaumoHHas NHeBMOHUS). Bbina
HauyaTa MHTEHCMBHas Tepanus: MHAY3MOHHas Tepa-
nus (pacTtBopbl MOKO3bl 10%, KOPPEKLUUSA 31eKTpo-
NUTHoro b6anaHca), ¢oToTepanus, aHTMbaKkTepuanb-
Hasa Tepanus.

B AMHaMMKe COCTOSHME YXYALIAN0oCh, CPbIrMBaHUA
COXpaHAUChb, Hapocaa KapTUHa AblXaTeNbHOW HeAo-
CTaTOYHOCTU, Ha 2-e CYTKM HaxXOXAEeHMs B CTaLMO-
Hape pebeHOK nepeBeaeH Ha MBJI, K NeyeHUto noa-
KJloueH gekcameTtasoH no 1.0 Mr x 2 pasa B CYTKu
B/B. [J0o Hayana ropMoHoTepanun NnpoBeaeH Npodub
KopTusona. Ha 3-e CyTKM rocnutanMsauuun BBUAY
noBTopHoii runornnkemmn (0,5 mmon/n B BAK), Ha-
JIMUNST HU3KOTO YPOBHSI KOPTM30J1a B paHHWE YTpPeH-
Hue uacbl (14,8 HMOAb/N), 3NEKTPOSIUTHBLIX Hapy-
lWeHW (HWU3KKIA ypoBeHb HaTpus — 128 MMonb/n,
OAHOKPATHO BbICOKMIA YPOBEHb Kanus — 6,7 MMonb/n),
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Ha KOHCy/JbTauuio 6bln NMpurnaweH 3HAOKPWHOJOT,
W YCTaHOBNEH nNpeABapuUTeNbHbIA AMarHo3 Haano-
YEUYHNKOBOWN HEA0CTAaTOYHOCTU (FIIOKOKOPTUKOUAHOA
N, ¢ 60NbLIOK BEPOATHOCTbIO, MUHEPANOKOPTUKONA-
HOI1), He YTOYHEHHOro reHesa. MpoBeaeHa KOpPpPeEK-
LMA FIOKOKOPTUKOWAHOW Tepanun: BBUAY OTCYTCTBUSA
napeHTepasibHOro ruapoKkopTM3oHa — OCTaBJieH
JeKkcamMeTa3oH B/M B A03e 1 MI/Kr/cyT Mo CXeMe:
yTpO — 1MrI, 4eHb — 1 Mr, Beuep — 2 MTr, K eYeHuo
NOAKJIKOUEHbl MUHEPaNOKOPTUKOUAb — KopTuHedd
0.1 Mmrno 1 Tabn 2 pasa B CYyTKM; AaHbl pEKOMeHAaL M
no panbHenwemy obcnefoBaHMIo.

HaunHasa ¢ TpeTbUX CYTOK 3aMeCcTUTeNbHOW Tepa-
NN TNIOKOKOpPTMKOMAaMun (napeHTepanbHO) U MuU-
HepanoKopTUKOMAAMU BHYTPb, COCTOSIHUE 3Ha4yn-
TENbHO YNY4YlUMNOChb, PebeHOK 6bll 3KCTYbUpoBaH
(nepeBepeH Ha KUCNOPOAHYIO NanaTky) 1 NnepeBeseH
Ha rMAPOKOPTU3OH per oS B Ao03e 25 Mr/M?/cyTku =
6,25 mr/cyT: kopTed 10 Mr no cxeme: yTpom Ya Tab
(2,5mr), neHb /g Tab (1,25 mr), Beuep Ya Tab (2.5 mr).
[lo3a KopTuHedda cHMKeHa A0 Y4 Tab yTpom (B CBS3U
CO YyPOBHS$ Kaina MeHee 2.8 MMoAb/n, TpebytoLen no-
CTOSIHHOW foTauMn B MHGY3MOHHOI Tepanuun).

Ana panbHeliwero ob6bcnenoBaHMA M yTOYHEHMSA
AvarHosa pebeHOK nepeBeaeH B neanaTpuyeckoe oT-
neneHuve N°1 (3HAOKPUHOJIOrMUECKNE KOKN). OLEHEH
dumsnonorndyeckuii ctatyc: NB-2 mec, Bec — 3636 rp
(-3,5 SDS), poct — 54 cM (-3.0 SDS), ckopocCTb n-
HeliHoro pocTa coctaBuna 1 cMm/2 Mec, S noBepx-
HocTu Tena= 0.24 M2. TNosoBble opraHbl pasBuUTHI
MO MYXCKOMY TUMy, MWKPONEHUs, ABYCTOPOHHUNA
KPUMNTOPXU3M, aTpe3nus KaBepHO3HbIX TeJ, MOLUOHKA
chopMmpoBaHa NpaBuibHO, TMNEPAUrMEHTaLLUN HET.

JINHEeNHbIN NOpPOK pa3BUTMA: pacllennHa BepXx-
Hel rybbl n Heba. Ha ¢oHe 3aMecTUTENIbHOW ropMo-
HanbHOW Tepanuu (FIOKOKOPTUKOUALI M MUHEpaso-
KOPTMKOMAbI), COCTOSIHNE pebeHKa C MONOXKUTENbHOWN
AVHaMUKoOI, cTan npubaBnsTb B Bece no 10-15 rp/cyT,
npw 3TOM, He CpbIrMBas, CUHAPOM XoJiecTasa bbi Ky-
NMpoBaH, 04HAKO CMHAPOM LIUTOAN3A COXPAHANCS, Ka-
1N B HOpPMe, HaTpuin OCTaBaCA Ha HUMKHEN rpaHuLe
HopMbl — 130 MMoAb/A. M0 AaHHbLIM TUPEOMAHOrO CTa-
Tyca, a UMEHHO, HU3KOro YpoBHsA T4cB — 10,2 nMonb/n,
MpW OTHOCUTENIbHO HU3KOM ypoBHe TIT — 1.1 MME/mn,
K Tepanuu 6bln1 NoAKAOUYEH L-TUPOKCUH B Ao3e 25 MKr/
CYTKMN.

Mo pesynbTaTtaM AOMNOJAHUTENLHOMO FOPMOHANLHOMO
obcnepoBaHus, B COBOKYMHOCTU C AaHHbIMW aHaMHe-
3@, @ UMEHHO, TAMKENOW rMNOrIKEMNEN MPU POXKAEHUN
M CUHAPOMOM XoNecTasa, NporpeccupyioLLero B AnHa-
MWKe, a TaKKe, B COBOKYMNHOCTU C MOJIy4YEHHbLIMU pe-
3yNbTaTaMu HU3KMX YPOBHEN rMnodusapHbIX FOPMOHOB
(TTr — 1,1 MME/mn, AKTI meHee 5 Hr/mn, NOP-1 —
14,6 Hr/mn), HaMUMEM HaAAMOYEYHUKOBOW HeaocCTa-
TOYHOCTM, BblpaxKEHHOW 3a4epXKOW pocTa, Haanuu-
€M MHOMEeCTBEHHbIX MOPOKOB pPasBUTUSA JINLLEBOIO
yepena, MUKPOMNEHUU U ABYCTOPOHHEr0 KpUMNTOPXMU3-
Ma, C 601bLLON BEPOATHOCTBIO ObI1 MPeAnoIoKeH Ana-
rHO3 BPOXAEHHOro runonutyntapusma (CTr-gepuumr,
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BTOPWYHbI/A TMMNOKOPTULM3M, BTOPUYHbLIA FMNOTUpeE-
03, BTOPWYHbI/ FMNOFOHAAOTPOMHbIA FMNOFOHAAN3M).
BBuay HanmMums CTOMKOWM runoHaTpuemMmn 6es runep-
KaJMeEMMM, HOPMANbHOINO YPOBHS PEHWHA Mia3Mbl
(10,5 MKEA/MN), HaNMUNE MUHEPANOKOPTUKOUAHOM He-
AOCTAaTOYHOCTM BbII0 COMHUTENBHO.

K neueHuto 6bin1 NOAKNIOUYEH PEKOMOMHAHTHBbIN rop-
MOH pocTa B A03e 0.03 Mr/Kr/cyT, KOTOpbIN 6bIN BKAIO-
yeH B Tepanuio 4yepes 2 HeAeNM MOC/e BbINMUCKM
n3 ctaunoHapa (B BospacTe 2,5 Mec).

B Bo3pacTe 5 Mec, pebeHOK MOBTOPHO OCMOTPEH 3H-
NOKPMHONIOroM Ha aMbynaTopHoMm npueme B 0B KO.
Ha ¢oHe 3amecTuTeNbHON Tepanuu (TMAPOKOPTU3OH
21,5 Mr/m2/cyT= 6,25 Mr/cyT B 3 npuema, L-TUpOKCKH
25 MKr/cyT, comatotponuH 0.03 Mr/kr/cyT), cocTos-
HUe pebeHKa CO 3HAUUTE/IbHOW MOJNOMUTENBHOW AN-
HaMWKOW: TMMOrMKEMUN HE MOBTOPSANCH, CUHAPOM
Xosiectasa KynupoBaH (B NepBblii Mecsil, Tepanuu),
CMHAPOM LMTONN3a KYNMPOBaH (4/3 3 Mecaua), MMHel-
HblA pOCT ycKopeH (aensta pocTta +1,0 SDS/2,5mec),
B Bece npubasnsetr (6e3 M36bITOUHON npubaBKN),
AKTUBHbI/, HEBPOJOIMYECKUIA CTaTyC COOTBETCTBYET
BO3pacTy (rosioBy AEPXUT, NbiITaeTca CaauTbCs, No-
3aeT), npopesbiBaHue 3yboB ¢ 4,5 MecsLeB.
3aknroyeHue

Y HOBOPOXAEHHbIX U AETEl NepBbIX MECSILIEB KU3-
HW CUMHAPOM XoJiecTasa ABASETCS paHHWM NPU3HaKOM
3abosieBaHNin renaTobuanapHoOi CUCTEMBI, HO TPebyeT
anddepeHUManbHOM ANAarHOCTURM C OBLLIMPHOW rpyn-
noii MeTaboaMUYeCKUX W 3SHAOKPUHHBIX HapyLUEHWA.
XapaKTepHoW 0COB6EHHOCTbIO rMNoNUTyuTapmuamMa siB-
NSIeTCs coYeTaHMWe XxoecTasa C rmnoriMkemMmen. Taknum
nauMeHTaM B HeOHaTa/lbHOM Mepuoae HeobxoaMMO
NpoOBOAUTb FOPMOHanbHOe obcnefoBaHue (KopTuson,
AKTI, TTI, T4ce, W®P-1) c uenbio CBOEBPEMEHHOW
AVNArHOCTMKM M paHHero Hadyana 3aMecTUTeNbHOI Te-
panuu.
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AR peHOreHHUTaIbHBIH
CHHApPOM B OMCKOii ob61acTH.
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AppeHoreHuTanbHbli cuHapoM (AC; BpoKAeHHas
AMChYHKLUMUS Kopbl HaanovyeyHnkos — BAKH) — rpyn-
na 3abosieBaHWiA C ayTOCOMHO-PELLECCUBHBIM TUMOM
HacnefOBaHWS, B OCHOBE KOTOPbIX NeXUT AedekT
oAHOro M3 ¢epMeHTOB cTepouporeHesa. K KavHu-
yeckMMm nposeiaeHnsaM AIC OTHOCATCA CUMMOTOMbI
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HaANOYEYHNKOBON HEeAOCTaTOMHOCTM, HapyleHus
dopMMPOBaHMA Mona UAM NpeXAeBPEMEHHOE M0JIo-
Boe pasBuTue. CBOEBpPEMEHHas AMarHoCTUKa U Co-
OTBETCTBYlOLLAA 3aMecTuTesbHas Tepanus Mo3BO-
nAT obecneunTb NauMEHTY U ero CeMbe XopoLllee
KaueCTBO XMW3HW M coumanbHylo agantauumio. Camon
yacTtoii ¢opmoin BAKH, Ha KoTopylo npuxoantcs 6o-
nee 90% 60nbHbIX, ABASETCA AePUUUT 21-TMAPOK-
cunasbl. PacnpocTpaHeHHOCTb aeduumnta 21-ru-
LpOKCMNasbl B MuUpe, paccuMTaHHas Mo JAaHHbIM
HeoHaTaJIbHOr0 CKPUHWHra, cocTtasnseT 1 chaydan
Ha 14 000 XMBbIX HOBOPOXAEHHbIX. HEeOHaTanbHbIN
CKPWUHMHI Ha aApeHOreHuTanbHbli cuHapoM (ArC;
BPO¥MAEHHAs AUCOYHKLUMSA KOpbl HaAMOYeUHWKOB,
BAKH) B paMKkax peanvsauuu HauMOHaNbHOro Mpo-
eKTa «3popoBbe» nposoautcsa ¢ 01 noHa 2006 roaa,
B TOM uncne n B OMckoi obnactu.

Mo AaHHbIM 06/aCcTHOrO ynpaBaeHWUs 34pPaBOOX-
paHeHuss OMcKoi obnacTtu, B 2006 roay nosHoTa 0X-
BaTa HeOHaTa/lbHbIM CKPUHUHIOM cocTaBuna 59,2 %.
HaunHaa ¢ 2010r. nosHOTa OxBaTa HeOHaTalibHbIM
CKPMHUHIOM cocTaBasna 91,9- 99,9%. B TeueHwue
nocneaHnx 2 net amarHoctuka ArC nposoamTcsa me-
TOAOM GNYyOpecLEeHTHOr0 JaHTaHUAHOrO MMMYHOAHa-
NM3a € MCNonbL30BaHWEM COBPEMEHHOr0 NONyaBTO-
MaTuyeckoro GAIOPOMETPMUYECKOro aHanmsaTopa
AutoDELFIA.

[Jo Hauvana ckpuHuHra Ha AIC B bY300 OJKB
¢ 1993 no 2005 roabl AaHHLIA AMarHo3 yctaHaBau-
Ba/iCA Ha OCHOBaHWM KAMHUUYECKOWN KapTuHbl (BUpU-
NM3aumnsa HapyKHbIX MNONOBLIX OpraHoB, COJbTEpSsi-
towmii kpu3). Mopg HabnloaeHNEM 3a AaHHbBIA NepUoL,
Haxoamnocb 24 pebeHKa, U3 HUX MalbYyMKK COCTaBU-
nm 37,5% (9 uvenoBek), AeBoukn 62,5% (15 peten).
CtpyKkTypa no ¢opme 3aboseBaHus npeacTaBieHa
cfeaywuwmM obpasoM: BupuabHas ¢opma y 45,8%
(11 maumMeHTOB, N3 KOTOPbIX 7 }EHCKOro nona), CoJib-
Tepsiouwas ¢opma B 54,2% (13 petein). B nepuoae
HOBOPOXAEHHOCTW AMarHo3 yctaHoBneH y 15 peten,
yacToTa BCTPEYaEeMOCTM A0 Hauyajla CKPWHUHra co-
cTtaBuna ot 1: 22919 no 1:5300 (0-4 pebeHKa B roa).
CpeaHuii BO3pacT NOCTaHOBKWU AMarHosa CoJbTeps-
towent opmbl coctaBun 12 aHent (o1 1 no 24 pHewn).
Bo3pacT nNoCTaHOBKM AMarHosa BUPWAbHOW GOpMbl
cocTtaBun y aesouek 3,1 roga (ot 18 aHei go 9 ner),
y ManbumkoB — 1,8 roga (ot 3,5 MecsiueB Ao 4 ner).

MNpu aHannse gaHHbIX 3a Nnepuof ¢ 2006 no 2021 rr.
yactoTa BCTpeyaemocTun peduumta 21-rnapokcu-
Nnasbl N0 CKPUHWHTY B MNONYASUMU HOBOPOMAEH-
Hbix B OMCKOIi obnacTu onpeaeneHa Kak 1:7637 (ot
1:4425 o 1:17253). Mo AaHHbIM HEOHATaIbHOIO CKPU-
HUHra B P® pacnpocTpaHeHHOCTb 3abosieBaHns B OT-
LenbHbIX pernoHax coctasnseT ot 1:5000 go 1:12000,
B LLe/IOM no cTpaHe — 1:9638 XMBbIX HOBOPOXKAEH-
HbIX. PacnpocTpaHeHHOCTb aeduumta 21-rupokcn-
Nlasbl NO CKPUHWHIY B HalleM pernoHe cocTtaBaseTr
9,9 (no CPO 3a atoT nepuog 7,5) Ha 100 000 geTcKo-
ro HaceneHus. ExxerogHo npu o6cnefoBaHUM BbISBAS-
eTca ot 1 o 6 petei, yaule 2-3 pebeHka.

B OmcKow obnactu ¢ 2009 r Beaetcs pernctp 60b-
HbIX ¢ XHH, Ha Hauano 2022 roaa Ha yyeTe y SHAOKPU-
Hosnoros B OMCKoi 06nacTv coctouT 50 peTei: Tpu pe-
6eHKa ¢ XHH, 47 peTteli ¢ anarHo3oM BAKH. CpeaHuii
Bo3pacT aeTeit ¢ BAKH, Haxoaswuxca nop Habnio-
NEHVEM Ha cerogHawHuin aeHb 9,45 net (ot 1mec.
£0 17 net 11 mec.). MpeobnasaioT NALMEHTbI MY¥KCKO-
ro nosa — 65,9% (31 uenoBek), AEBOYEK B PETUCTPE
-34,1% (16 uenoBek). B cTpyKkType 3aboneBaHus npe-
obnapaloT aeTu ¢ conbrepsiollen popmonnt — 78,7 %
(37 neteit), BupunbHas ¢opma BcTpevaetcs B 21,3%
(y 10 naumeHTOB). ObpawaeT Ha cebs BHUMaHWe,
yTo B 97,0% Yy MaNbuMKOB ANMArHOCTMPOBAHa CoNbTe-
pstowasn ¢opma (30 yenosek), BUpuabHas ¢opma Bbl-
ABfeHa y 1 naumeHTa (3,0%). Cpean nunL XeHCKOro
nofia, MO HalMM AaHHbIM, Npeobnaaana BUpPWUIbHas
dopma 3abonesaHns — 56,0% (9 cnyuaes), LeBOUEK
C conbTepsouein popmoii 6bi110 44,0% (7 4YenoBek).
XoTenocb 6bl OTMETUTD, YTO MOJA HaWUM HabNAEHN-
eM HaxoAnTcsa Tpu ceMenHbix cnyyas BAKH, npu atom
B O4HOWN CeMbe ABa MaJibunKa, BO BTOPOW ABe AEeBOY-
KW, @ B TPeTbeil CeMbe MajbuumK U AeBouka. Kpome
3TOro0, B ABYX CEMbsAX NauueHToB ¢ BAKH ecTb cnbehl
C caxapHbiM anabeTom 1 Tuna.

Bce petw, c noaTrBepraeHHon BAKH, HaxoasTtcs
Ha 3aMeCTUTENbHOW Tepanuu rAIOKOKOPTUKOMAAMU
(rmapokopTtnsoH (Kopted®) n MmMHepanokopTUKouaa-
Mu (pnyasporkoptnsoH (KoptuHedd®) B 3aBUCMMOCTH
oT ¢opMbl 3aboneBaHns. OCHOBHble 3ajaun Tepanuu
3aMecTuTb AedUUMT CTEPOMAO0B, CEKPeLUs KOTOPbIX
CHUXXEeHa B pe3ysbTate QEepPMEHTATUBHOro AedekTa,
CHU3UTb YPOBEHb CTEPOUAOB, CEKPELIMS KOTOPbLIX MO-
BblLLEHa B pe3synbTaTe pepMeHTaTUBHOro AedekTa, no-
NaBUTb M36bITOUYHYIO cekpeunio AKTI npy MUHUMaJIbHO
3 deKTUBHbIX f03ax MMIOKOKOPTMKOMAOB. Lenn Tepa-
N — ONTUMU3MPOBATb POCT BOMbHLIX, 0becneunTb
HOpMaJibHOE MOJI0BOE CO3peBaHme U QepTUNbHOCTD.

BAKH y neBoueK B 601bLUIMHCTBE CAYy4YaeB COMNPOBO-
XKAAeTCa BUpUNM3aUMEN HapYKHbIX reHuTanui III-V
cTeneHn no wkane Pradera, uto, 6e3ycnoBHo, Tpe-
byeT XMpYpPruyecKoli KOppeKLMmn C Lenblo braronpu-
ATHOW MX COuUMaNnbHOM agantauun. B HaweM peruno-
He KBanMdMUMPOBaHHas NMOMOLLb TaKUM MaLUMeHTKaM
OKa3blBaeTcs Ha 6ase MHOronpoouUALHOro CcTaumo-
Hapa 3 ypoBHA — BY300 «06nacTHaa AeTcKas Kan-
HuuecKas 6onbHMUa» (BY300 OAKB), roe ycnewHo
COBMECTHO paboTaeT MyAbTUAMCUUMNINHAPHAs Ko-
MaHAa [LeTCKUX CneuuanucToB: XMpPypru, aHecTesn-
0/10rM-peaHnMaTonoru, 3HAOKPUHONOIN, aHAPOJIOr
M aKylwepbl-TMHEKONOIN. YuuTbiBas A[0CTaTOYHbIN
ONbIT MEXANCLUMNAMHApHOK peabunutaummn (20 pe-
Tei), MNOJIOKUTENbHbIE OTAANEHHbIE pe3ynbTaThl,
ABYyX3TanHas ¢eMuMHM3auMa OCTaeTcs NpeanoyYTu-
TeNbHOW TaKTUKOM XMPYPrMUYECKOro NeveHns AeBOoYEK
¢ BAKH. I atan — nyjacTuyecKkas pesekuuns KamTtopa
C COXpaHeHMeM roJIoOBKU KNUTOpa, NUTaKLWKX ee Cocy-
[0B M y3/leUKM npoBoanTcs B Bo3pacTte 1 roga. C ue-
Nblo GnaronpusaTHOM ajanTauuMyM Takux NauWeHTOK
B *KEHCKOM roJie 0C06eHHO BaXKHO HauyaTb KOPPEKLUIO
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MUHUCTEPCTBO HAYKW
W BbICLLENO GEPAZOBAHUS
POCCUMIACKON OEAEPALIMA

HapyXHbIX reHnTannii B Bospacte Ao 2 nert. Il atan —
naacTuKa yporeHMTasbHOro CUHyca, nabuonnacTuka
BbINOJIHAETCS B 12-14 neT, uTo NO3BOASET 6aaronpu-
ATHO AJ1A NauMEeHTKN OCYyL,eCcTBUTb nociaeonepaum-
OHHbI/ yxo4 W peabunutauuio. ExerogHo B LleHTpe
naTofiorMmM Ta3oBbliX OPraHoOB N PErpOAYKTUBHOM XU-
pypruun, ¢yHKuMoHupyowem Ha 6ase BY300 OOKB
€ 2008 roaa, BbinonHaeTCs OT 2 A0 5 Takmx nnactmnue-
CKMX onepauuii.

OpHako, no BepeHuto nauueHtoB ¢ BAKH ocTaet-
CA M psiL HepeleHHbIX nNpobnem. XoueTcsd OTMETUTD,
YTO MO HalMM HabnaeHnaM Manbunkn ¢ BAKH 6onee
KOMMNEHCUPOBaHbI, YeM AeBOUKN: 87 % NaLMEHTOB MY K-
CKOrononafocTuralTLe/ieBoropocTta. HegoctuxeHue
LeneBbIX 3HaYeHU CBA3aHO C MNOrpeLHoCTAMU B NpU-
eMe MnpenapaToB 3aMecTUTeNIbHOl Tepanuu (NPonycK
npenaparta Wuan CaMoCTOATENIbHOE HEKOHTPOJIMpyeMoe
noBbileHne A03npoBKM TKC), CNOMHOCTLIO KOppek-
LKW 3aMeCcTUTENbHON Tepanuu B NybepTaTHbIA NEPUOL,
y AeBouyek. Mpu aHanuse KAMHUYECKUX u nabopaTop-
HbIX MOKasaTenen gesoyek ¢ BAKH, HecMOTps Ha npo-
BOAMMYIO Tepanuio, MMeoTCH NPU3HaKkM MacKyn1MHn3a-
UMK, 3ajep¥Ka pocTa, HapylleHne MeHCTpyanbHOro
LKA, HU3KKIA rpybblin ronoc. Ha Tepputopun OMCKOW
obnactu, 3HAOKpMHONOrMYyeckoe otaeneHme BY300
OOKB — eauMHCTBEHHOE NpPOPUIAbHOE OTAENeHue,
KyAa rocnuTaansupyroTca nauueHTbl C OCTPO JeKoM-
neHcauven BAKH. YactoTta AAAMCOHMYECKOrO Kpu-
3a cocTtasnseT 4,2% (1-2 cnyyas) B roa. NpuunHamu
OCTPOW AeKOMNeHcaluunn SBASIOTCA NepeHeceHHbIe Ta-
}enble MHPEeKLUMOHHbIe 3a601eBaHusl, HEOT/IOXKHbIE XU-
pypruyeckme BMewaTenbCTea, HesanjaHWpoBaHHas
3KCTpaKuus 3yba.
3aksiroyeHve

[0 ncnonb3oBaHUA CKPUHUHIA B CTPyKType BAKH
npeobnagannM nuua KEHCKOro nona. BupwunabHas
n conbTepsiowas Gopma BbISBASANCD C OAMHAKOBOWN
yacToTol. [lMarHocTMKa 3aboneBaHUsi y Majb4yMKOB
npu pasBUTUM CONILTEPSIOLLLENO KpK3a. [locne BHeape-
HWS HEOHATaNbHOrO CKpUHMHra Ha AIC oTMmedaeTcs
npeobnasaHve NauWeHTOB MYKCKOFO nosa, npuyeMm
C 3aMeTHbIM npeobnagaHveM conbrepsiowen ¢op-
Mbl. 10 BHeApPEeHNA HEOHaTaNbHOI0 CKPUHUHIA YacTb
NauMeHTOB — MaJibMMKOB C COnbTepsoLen GopMon,
BEPOSITHO He bblN BOBpEMS ANAarHOCTUPOBaHbI U MO-
rméanu.

BbiBOAbI

1. MeToA HEOHaTaNbHOI0 CKPUHUHIa cnocobcTeyeT
ONTUMaNbHOMY pELLEHNIO BONPOCA O CBOEBPEMEHHOM
AnarHocTtuke BAKH.

2. CBoeBpeMeHHaa ajeKkBaTHasa Tepanua BO3MOXK-
Ha 6narogaps COBMeCcTHOM paboTe HEOHATOJIOrOB Po-
AVNbHBIX AOMOB, MepuHaTanbHOro LEHTpa, Bpaden
[LLeTCKOro 3HAOKPUHONIOMMYECKOro LeHTpa 1 cneum-
annUCToB MeANKO-reHeTUYECKON KOHCYNbTaLuUKM C one-
paTMBHbLIM MPOBEAEHNEM YTOUHAIOLLEN ANATHOCTUKU
AlC.

3. BaxKHasa ponb B faNbHeWLeM BeJeHUN nauneH-
T0B ¢ BAKH npuvHagneXmnTt MynbTMANCUUNANHAPHOMN

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u ALORAT R MERMHCIO - o e
IN=
KOMaHAe cneunannucToB — XUPypros, SHAOKPUHONIO-
roB, ypoNOroB 1 M’MHEKONOroB, NPOBOAALLUX KOPPEK-
LMIO OTKJIOHEHWI B NOJIOBOM pasBuTum, obecneunsas
NaumeHTy BbICOKOE KauyecCTBO KMW3HW, PepTUAbHOCTb
n fenas ero NoJHOLLEHHbIM YJieHOM obuiecTBa.

4. BepeHve peructpa naumeHTtos ¢ BAKH, npose-
[eHVne MONERYNSAPHO-reHeTUYECKOro TecTUpoBaHUA
N KOHCYNbTUPOBaHMA naumeHToB ¢ BAKH n nx cemein,
MHGOpMUpPOBaHME O HEOb6XOAMMOCTM HemnpepbiBHOW
3aMecTUTeNbHON Tepanuu, 0byyeHne NauneHToB, npe-
E€MCTBEHHOCTb B BEJEHUN AaHHbIX MaLMeHTOB Npu ne-
pexofe BO B3POC/yl0 CETb — BaXHble COCTaBAsAOLLME
YCrMeLwHOoW KoMneHcaumu.

https://doi.org/10.14341/PMPE-2022-15

HeoHaTaJIbHBIH CKPHHHHT
B OMCKOIi1 06J1acTH. OmBIT 15 J1eT
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HeoHaTaNbHbIA CKPUHUHT — MaccoBoe obcneno-
BaHMe HOBOPOX/JEHHbIX AeTel Ha HacCleACTBEHHble
3aboseBaHNs, KOTOpPOE MNPOBOAWUTCS B POAWUNBHbIX
foMax 1 nossonseT obecneynTb CBOEBPEMEHHOE Bbl-
SIBJIEHNE W Hayano JieyeHnsa 60NbHbIX AETEN C Lenblo
npeaoTBpaLLEHUS UX MHBANUAN3ALMUN.

B OMcke n OMcKoi obnactm ¢ 1988 r. NnpoBOAMT-
CA CKPUHWHI HOBOPOMAEHHbIX HAa QEHUNKETOHYPUIO
(PRY), ¢ 1993 I. Ha BpPOXAEHHbIA runotmupeos (Br),
a ¢ 01 nioHa 2006 roga B paMKax peanusauum Ha-
LMOHaNbHOIr0 MpoOeKkTa «340p0Bbe» B MNpoOrpamMmy
BKJ/ItOUEHBI elle 3 3aboneBaHusi: Mykosucumaos (MB),
ranakTo3eMusl U afpeHoreHuTanbHblA cuHapom (ArC;
BPOMAEHHAs AUCOYHKUMS KOpbl HaAMOYEeUHWKOB,
BAKH).

Mo paHHbIM 06nacTHOro ynpaBaeHWUs 34paBOOX-
paHeHua OMcKoli obnactu, B 2006 roay poamnoch
21419 petei, NONHOTaA OxBaTa HeOHaTaNbHbIM CKpU-
HUHIoM cocTtaBuna 59,2%, Takol nNpoueHT OxBa-
Ta 6bln1 0ByCcnoBfieH HayajloM CKPUHWHIa C MWIOHA
2006 ropa. Oanee B 2008-2009 ob6cnepoBaHuio
no CKpuHuWHry noasepravcb 54,0% wn 60,3% ™Mna-
LEHLEB, UTO BbI10 CBA3AHO C OTCYTCTBMEM PEAKTUBOB.
Bce ocTanbHble roabl NONHOTa OXBaTa HEOHATaJIbHbIM
CKpPUHUHIom cocTtasnsana 91,9-99,9 %.

B TeueHue nocneaHux 2 net AnarHocTuka BT,
AFC n MB B nabopaTopun MeAUKO-FeHETUYECKOWN
KoHcynbTaumnm BY300 OKB npoBoautCcAa MeTOAOM
bnyopecueHTHOro naHTaHWAHOro WMMYHOaHanu-
3a C WCMNO/Nb30BaHWEM COBPEMEHHOro0 MNOJyaBTO-
MaTuyeckoro GAOPOMETPUUECKOrO aHanmMsaTopa
AutoDELFIA. WccnepoBaHne Ha ®PKY u ranaktosy
nposoanTCa payopecLeHTHbIM MeToA0M € 2008 roaa
Ha annaparte Victor.
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Mpun aHanuse pesynbTaToB HEOHaTaNbHOMO CKpU-
HUHra Ha BPOXAEHHbIV rmnoTupeos ¢ 2006 no 2020 rr.
BbIiB/IeHa CpejHAs ANS POCCUMINCKOW monynsaumm ya-
cToTa BcTpeyaeMocTn — 1:2905 (ot 1:1648 no 1:6318).
ExkerogHo 3a nepuog HabnoAEHNSA NO CKPUHUHTY Bbl-
SABASNOCH OT 3 A0 8 AeTel C BPOMKAEHHbLIM runotmpe-
030M (B cpeaHeM 5-7 uenoBeK). B HacTosiLee Bpems
B KaTaMHe3e Mbl He BUAUM THAMKENOro AeKOMMeHCUPO-
BaHHOIO TEYEHUS BPOXAEHHOIrO rmnoTupeosa.

Camoii vacton ¢opmoit BIKH, Ha KOTOpylo Mpuxo-
anTcst 6onee 90 % 6onbHbIX, ABASETCH AepUumnT 21-rm-
ApoKcunasel. YacTtota peduumuTta 21-ruapoKkcunassbl
MO CKPUHWHTY B NONYASALUN HOBOPOMKAEHHbLIX B OMCKOMN
obnacTtu 3a 3TOT Nepuoa onpeaeneHa Kak 1:7637 (ot
1:4425 po 1:17253), pacnpocTpaHeHHOCTb COCTaBAsET
9,9 (no C®O0 3a atoT nepuoa 7,5) Ha 100 000 aeTcKoro
HaceneHusi. ExxerogHo npu ob6cnenoBaHMKW BbISIBASIET-
ca oT 1 00 6 aetei, valle 2-3 pebeHKa.

HeoHaTaNbHbI CKPUHUHI HA MyKOBUCLMAO3 3a 15-
NeTHWIN nepunog HabnoAeHUs MOKa3an 4yacToTy BCTpe-
yaemocTn — 1:9208 (o1 1:5310 g0 1:26306). Mpun 3TOM
eXeroaHo BbiiBNAeTcs ot 1 A0 7 aeTeli B nepnose Ho-
BOPOAEHHOCTM.

deHUNKeToHYypuUa Mo pesynbTaTaM HeoHaTalsibHO-
ro CKpUHWHra BcTpedvaeTca B OMCKol obnacTtu ¢ ya-
cTtoToit 1:5044 (o1 1:3616 no 1:10702), BhiABAAETCS
OT 2 A0 8 feTei B roa.

lanakTosemMus 3a nepuon HabnwaeHWs BCTpeda-
nacb ¢ vacTtotoi 1:14852 (o1 1:6318 po 1:29644),
B 2014 1 B 2020 rr. 60/1bHbIX C AaHHbIM 3abosieBaHuU-
€M He BbISBJIANOCh.

MeToj HeoHaTanbHOro CKPUHWHIa NO3BONSET Auna-
FHOCTUPOBATb BPOXAEHHbIE IHAOKPUHOMATUM Ha nep-
BOM MecsiLle }M3HU pebeHKa. Mo pe3ynbTataM HeoHa-
TaJbHOrO0 CKpvHMHra B OMCKOW obnacTu 3a nepuoj
€ 2006 no 2020 rr. nonyfAaUMOHHasa YacToTa BPOXKAEH-
HOro runoTupeosa coctasnseT 1:2905 HOBOpPOXKAEH-
HbIX, yacToTa geduunTta 21-rmapokcunassl — 1:7637.

KpoMe Toro, HeoHaTanbHbIi CKPUHWUHI NO3BONSET
BbISIBASATb U APYyrue HacieACTBEHHble, YacTo opdaH-
Hble 3aboneBaHna B paHHEM HEOHaTalbHOM Nepuoje
nNpv OTCYTCTBUM KAUHUYECKMX CMMNTOMOB, BOBPEMS
Ha3HauyaTb ajeKBaTHYI0 3aMeCTUTENbHYI Tepanuio,
YTO AaeT WaHC pebeHKy MOJHOLLEHHO pacTu 1 pa3Bu-
BaTbCHA HapaBHE CO CBEPCTHUKaMU.

https://doi.org/10.14341/PMPE-2022-16

AHaJIH3 noKkasaresieH
HEOHATaJIPHOIO CKPHHHHTrAa
Ha BPOJXAEeHHBIHN 'HIIOTHPEO3
B JO’)XHOM denepasIbHOM OKpyTre
3a 2017-2021rr.

U.B., boHpapeHKo T.B., BacunbeBa K.H., KouapsH JI1.XK.,
MapuyeHko E.I., MawkKosa J1.M.

FBOY BMO PocTrMY MuHsapasa Poccuu,
r. PoctoB-Ha-/loHy, Poccusa

'bY3 AKKB, r. KpacHonap, Poccusa
F'BY3 PK «OAKB nM. H.H. CuHuweBoi», r. AcTpaxaHb, Poccus
'bY3 «BOAKBE», r. Bonrorpaa, Poccus
BY PK «PAMLU, M. Magxuneson B.[.», r. 3aucta, Poccusa
'BY3PA «LPB MaiikoncKkoro panoHa», n. TynbCkuin, Poccusa

Llenb nccneposaHus

AHanu3 AMHaMUKU noKasaTeneil HeoHaTasibHOro
CKPVHWHIa Ha BPOXAEHHbI runoTnpeos (Bl) B KOKHOM
denepanbHoM okpyre (KOPO) 3a 2017-2021 rr.
MaTtepuan n metopabl

lNpoaHannsnpoBaHbl [AaHHble OTYETOB TEpPpPUTO-
puanbHbIX OpPraHoB YynpaBieHus 34paBOOXpPaHeHu-
eM cybbeKkToB HODO 0 pesynbTaTax HeOHaTaJlbHOro
CKpPVHUWHIa 3a nocnegHue 5 feT, B TOM YMCe O KOAU-
yecTBe poAMBLUMXCS AeTeit, obcnefoBaHHbIX HOBO-
POMAEHHBIX N BHOBb BbISIBJIEHHbIX C/iyuyaes Bl
PesynbTraThbl

lNpoBeneH cpaBHUTENbHbLIA aHaan3 MokasaTtenen
HeoHaTa/libHOro CKpuHura Ha Bl B pernoHax HO®O
3anocneaHve naTb feT. Bcero sa nsatb net B OO 6bis10
obcnepoBaHo 771 975 HOBOPOXAEHHLIX. M0 pe3yb-
TaTaM HEOHaTaJlbHOrO CKPWHWHra OblNo BbiABNEHO
219 peten c BI. OxBaT HeoHaTa/bHbIM CKPUHUHIOM
Ha Bl Ha npoTAMXeHUU NATU NeT HaXO4MICH Ha BbICO-
KOM ypoBHe 1 cocTtasnsan 98,5-99 % no scemy HOPO.

CpenHss yacToTa BbisiBieHUs Bl 8 OPO no pesynb-
TaTaM HeOHaTaNlbHOro CKpUHKMHra B 2021 r. cocTaBu-
na 1 cnyvyan Ha 4027 HOBOPOXAEHHbLIX (MaKCUMyM
1:1292 — B pecnybsunke Aabiresi, MUHUMYM 1:11190 —
B PocToBCKOW obnacTtu (cM. Tabauuy), B pecnybnumke
KanMblknusi — He BbISIBAEHO CllyyaeB 3abosieBaHus).

3a ucTekwune NAaTb N0 pesynbraTtaM CKPUHUHIA Bbl-
saBneHne Bl y HoBopoaeHHbIX B OPO yMeHbLINNOCH
(cpeaHss yacToTa BbisBAeHMA B no pesynstaTtaM He-
OHaTaJIbHOro CKpuHuHra B 2017 r. coctaensna 1 cay-
yali Ha 3546 HOBOPOMKAEHHbIX).

Hanbonbwasa uactoTa BbisBAseMocTn Bl 6bina
oTMedeHa B 2019 r. n cocTaBuna B cpeaHeMm 1 chy-
yain Ha 2624 HOBOPOXAEHHbLIX, HaWUMeHbllas —
B 2020 roay, Koraa uyactoTta Bl coctaBuna 1:4779.
B cpeaHeM 3a NATb NeT AaHHbIN NOKa3aTeb COCTaBUN
1 cnyyaih Ha 3525 HOBOPOMAEHHbLIX, YTO COOTBET-
CTBYET MnokKasaTensM cpefHeln 4acToTbl BCTPeYaeMo-
CTW A@HHOWM natoaoruu B Poccuu.
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MUHUCTEPCTBO HAYKW
W BbICLLENO GEPAZOBAHUS
POCCUMIACKON OEAEPALIMA

G)e,qepanbhoe rocyaapcTseHHoe 6|O,EL)KeTHOe yypexaeHue
«HALMOHAJbHbIA MELULMHCKUIA
UCCNEAOBATENbCKUM LEHTP SHAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

ALl
E11S]

Tabs. NMoKasaTenn HeoHaTasIbHOro CKpMHUHra Ha BAKH B pernoHax O®0 B 2021 r.

PervnoH Yucno KonnuecTtBo KonnuecTtBo OxsaT YacTtoTa
KUBOPOXK- obcnenoBaHHbIX BbISIBNIEHHbIX HeOoHaTa/IbHbIM BCTPEYaeMocTu
OEHHbIX neten cayJyaes CKPUHWUHIOM
BPOXAEHHOIO
rmnotupeosa
PocToBCcKasa obnactb 34082 33571 3 98,5% 1:11190
KpacHozapckuii kpan 57113 56477 17 98,9% 1:3322
Pecny6auka KpbiM 18749 18514 5 98,7 % 1:3702
Pecny6nvka KanMbikus 2520 2515 He BbisiBNEHO 99,8%
Bonrorpaackas obnactb 19723 19684 3 99,8 % 1:6561
AcTpaxaHckas obnacTb 10686 10331 5 96,6 % 1:2066
Pecny6nuka Anbires 3903 3875 3 99,3% 1:1292

3aksiroyeHve

MpoBeAeHHbIN aHann3 CBUAETENbCTBYET O HEOHXO-
AVMOCTM fla/ibHelLLero CoBepLIeHCTBOBaHUSA NpoLLec-
COB OpraHv3auuy HeoHaTaNbHOrO CKPUHMHra Ha Bl
B cybbeKkTax HOHo-deaepanbHOro oKkpyra, uto byaet
cnocobcTBOBaTb paHHEMY BLISIBJEHUIO U CBOEBpe-
MEHHOMY Hauyajy Tepanuu HOBOPOMAEHHbBIX C BPOX-
[LEHHbBIM F’MNOTUPEO30M.

https://doi.org/10.14341/PMPE-2022-17

AHaJiu3 rokasaTeJyeH
HEOHATAaJIPHOTO0 CKPHHHHTrAa
Ha BPOXXTAEHHYIO0 AUCPYHKIIHIO
KOPBI HAAIIOYeYHHKOB
B JO)XHOM dezepasIbHOM OKpyTe
3a 2017-2021rr.

W.B., BoHpapeHKo T.B., BacunbeBa K.H., KouapsH J1.X.,
MapueHKo E.M., Mawkosa J1.MM.

FBOY BMO PocTtIMY MuHsapasa Poccuum,
r. PoctoB-Ha-[loHy, Poccus

'bY3 AKKB, r. KpacHoaap, Poccus
I'BY3 PK «OAKB nM. H.H. CuHuweBoi», r. AcTpaxaHb, Poccus
'bY3 «BOAKB», r. Bonrorpaga, Poccus
BY PK «PAML, uMm. Mapxuneson B.[.», . InnucTa, Poccus
'BY3PA «LPB Marikonckoro panoHa», n. Tynbckuin, Poccusa

Llenb uccneposaHus

AHann3 AWHaMKKK MoKasaTenen HeoHaTanbHOro
CKPUHWHIA Ha BPOXAEHHYO ANCPYHKLUMIO KOpbI Haa-
noyeyHmkoB (BAKH) B HOxkHOM PepepasiibHOM OKpyre
(HO®O0) 3a nATh NeT.

CNnCOK UCNOJIb30BaHHOM NInTepaTypbl

1. OepoB W.W., BbesnenkuHa O0.B., BaguHa T.A.,
BainbapmnHa E.H., YymakoBa O.B., KapaBaeBa JI.B.
BesnenkuH A.C., NetepkoBa B.A. CKPUHUHI Ha BPOX-
AEHHbI rnnoTupeo3 B Poccuitickoii depepauunn. //
Mpobnembl sHAOKpUHONOrMKN. — 2018. — T. 64. —
Ne 1. — C. 14-20.

2. BaguHa T.A. BpOXKAEHHbIN rMNOTUPeOs: anuae-
MWOJIOTUS, CTPYKTYpa W couuanbHasa agantauus. //
aBToped. KaHAa. anccepTaumm — M., 2011 — 26 c.

3. KnnMHuyeckue pekomMeHgauny narHocTuKa v ne-
yeHne BPOXAEHHOro rmnoTupeosa, Mockea 2020 .

MaTtepuan n metopabl

MpoBefeH aHanM3 [AaHHbIX OTYETOB TEPPUTOPU-
aJibHbIX OpraHoB YrpasJieHUa 34paBOOXpaHeHu-
eM cybbekToB HOPO 0 pesynbTatax HeoHaTasibHOro
CKpUHMHra Ha BAKH 3a 2017-2021 rr,, B TOM yuc-
Jle 0 KoJInYecTBe poaMBLUMXCS AeTei, 06cnenoBaH-
HbIX HOBOPOM/AEHHbIX N BHOBb BbISIBJIEHHbIX C/ly4YaeB
BAKH.

PesynbTraThbl

B nepuoa ¢ 2017 no 2022 roasl B FODO 66110 06-
cnepoBaHo 771 975 HOBOPOMKAEHHbIX, OXBAT HEOHA-
TaNbHbIM CKPUHWMHIOM B cpeaHeM cocTasnan 98,5-
99%. o pesynbTataM HeEOHaTaNbHON0 CKPWUHWUHra
BbiiBNeHO 94 pebeHka ¢ BAKH. CpeaHssa yacTtoTa
BoiaBneHna BAKH B HO®O 3a 2021 roa cocTtaBuia
1 cnyyaih Ha 5087 HOBOPOXAEHHbIX, UTO — yaLlle
no cpaBHeHuto ¢ 2017 r. (1:8510) u npeBbIWaeT ya-
cToTy BbisiBneHnsa BAKH B Poccuinckon nonynsaunu.
MokasaTenn HeoHaTajlibHOro CKpuHuHra Ha BJKH
no pernoHam KOO0 B 2021 r. npeacTaBneHa B Tab-
Nnue Ha cneayloLwen CTpaHnuLK.

CpenHsis yacTtoTa BbisBneHus BAKH B OO 3a no-
cnegHuve NATb neT coctaBuaa 1 cayyan Ha 8212 HOBO-
poraeHHbIXx. Cpean cybbektoB HOPO 3a nocnepHue
nsaTb NeT Hanbonbliaa yactotTa BAKH 6bina oTMeue-
Ha Ha TeppuTOpMM POCTOBCKOW 0bnacTu 1 cocTaBuna
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CBOPHUK TE3UNCOB

HePCOHaHI/IBI/IpOBaHHBIﬁ nmogxon B ,E[eTCKOI‘/JI SHAOOKPHUHOJIOTUH

Ta6.. MNokasaTenu HeoHaTaNIbHOrO CKpUHWHra Ha BIKH B pervoHax H0®0 B 2021r.

PernoHn Yucno KonnuecTso KosnnuecTtso OxBaT Yacrtota

KUBOPOXK- 06cnefoBaHHbIX BbISIBJIEHHbIX HeoHaTaNbHbIM BCTpPeYaemMocTu
LLEHHbIX neten cnyvaeB CKPVHWHIOM

PocToBckast obnacTb 34556 34038 12 98,5% 1:2837

KpacHoaapckuit Kpaii 57113 56477 9 98,9 % 1:6275

Pecny6auka Kpbim 18749 18514 2 98,75% 1:9257

Pecny6avika Kanmbikus 2518 2515 2 99,8 % 1:1257

Bosrorpaackas obnactb 19723 19684 2 99,8 % 1:9842

AcTpaxaHckas obnactb 10686 10331 5 96,6 % 1:2066

Pecny6bnuka Asbires 3093 3875 1 99,3% 1:3875

1 cnyyan Ha 6742 HOBOPOMAEHHbIX, HAMMEHbLIas —
B Pecnybnvke Apbires (1:20409) — BbisiBEH OAWH
NauueHT.
3aknoyeHue

AHann3 nokasatenen HeoHaTaNbHOr0 CKPWHWHra
B pernoHax HO®O BbiiBUA BblparKeHHble KosebaHus
YacToTbl BPOXAEHHON AUCOYHKLMM KOpbl HaAMo-

https://doi.org/10.14341/PMPE-2022-18

I'JTUKOreHoOBas 60J1e3Hb
IX TuIIa

'BY BO «CypryTcKkuii locyAapCTBEHHbI YHUBEPCUTET,
r. CypryT, Poccusa

’BY BO «HedTetoraHckas Okpy»Hasa KnuHuyeckas bonbHuua
nmeHun B.W. Aukue», r. HedgtetoraHck, Poccus

MukoreHoBas 6onesHb — obLiee HasBaHue rpyn-
MNbl HACNEACTBEHHbIX HAPYLUIEHWA Yr1eBOAHOro obme-
Ha, KOTOpble CBA3@HHbl C FEHETUYECKU AEeTEPMUHU-
poBaHHbIMKM pAedeKTaMn (GEepMEeHTOB, Y4aCTBYHOLLMX
B CMHTE3e W pacnaje rivMKoreHa, BCJeACTBME Yero,
NoCNefHUn HakanAMBaeTCs B M3ObITOYHOM Konumuye-
CTBE B Pa3J/INYHbIX OpraHax W TKaHaX, Npenmytlle-
CTBEHHO B MblWLAX W neyeHu. MukoreHos IX tuna
ABNSETCA O4HMM U3 pefKknx 3aboneBaHunin obmMeHa Be-
LwecTs. YacTtoTa BCTpeuyaeMoCTU AaAHHOM naTonoruu
coctasnset 1:100 000 cnyuyaes.
KnuHuyeckuin cnyyamn

PebeHoKk [., ManbuuKk, 2012 ropa poXKAeHUS.
PebeHoK oT 3 bepeMeHHOCTM Ha GOHe LMTOMEeranoBu-
pyCHOI UHbEeKLMK, BUpyCca NPOCTOro reprneca, TOKCO-
nnasmosa, xaamuamosa, nosgHero recrtosa. o wkane
Anrap 8/8 6annoB. Macca npu poxaeHun: 3400 rp.,
AnvHa Tena — 54 cM. Ha 4-e CyTKM }U3HW BSAN0E CO-
CaHue, CHUMKEHME CYXOXKWJIbHbIX peieKCcoB, rMnorm-
kKemnss — 0,8 MMonb/N, NnepeBenéH B peaHUMaLMOH-
HbI1 610K, FAe pasBMANCH CyL0pPOrK, anHo3, HaXxoAmMACs
Ha WBJ1 B TeuyeHne 5 cyTOK. [pyaAHOe BCKapMmauBa-
Hue — f0 6 MecsueB, c NnoTpebHOCTbIO pebéHKa B ya-
CTOM MpUKNaAbIBAHUN K FPYAW, B TOM CUNe B HOYHOE
Bpems. [lo 5 neT poc u passuBancs 6e3 ocobeHHOCTEN.

YEYHMKOB B pa3HblX CyObeKTax, UTo akTyanusumpyer
Heobx0AMMOCTb COBEpPLUEHCTBOBAHUSA MPEEMCTBEH-
HOCTM paboTbl MEAMKO-TEHETUYECKOW N LETCKON 3H-
LOKPUHONOrMYECcKom cny»Kb B pernoHax HO®O c ue-
JIbl0 CBOEBPEMEHHOIO BbISIBJIEHUA HOBOPOMKAEHHbIX
C 3TOW NaTonoruen.

HacneacTBEHHOCTb: y AeAYLWKKW, MO JUHUK MaTepu
3NM304bl HEYTOUHEHHbIX FreHepanM30BaHHbIX CyA0POr.
B oKkTabpe 2016 r. B Bo3pacTe 5 net pebeHOK
NOCTYNWA B MeAnaTpuyecKoe OTAeNieHne no Me-
CTY *UTENbCTBA C NPUCTYNaMN KNOHUKO-TOHUYECKNX
CyAOpor, onpejeneH YpOBEeHb [/IlOKO3bl KpPOBUM —
2,3 MMosb/n. Co c/ioB MaTepu BrepBble NPUCTYN Ha-
pyweHuss cosHaHus 3adukcupoBaH 03.03.2016 r.
B BWAE NOTepu CO3HaHWUA Ha YPOBHE OrNyLEHHOCTH
B TeuyeHne 10-20 MUHYT, 3aBefeHue rNia3 KBeEpXY,
Cc nocneaywouwein cnabocTblo, 3-X KpaTHOW PBOTON,
KynnupoBascs CaMoCTosiTeNbHO. BTopoli u TpeTtui
NPUCTYNbl MPOTEKaNM CO CXOAHON CUMMTOMAaTUKOW,
HO C NPUCOEAMHEHUNEM KJIOHMYECKUX CYAOpOr, KOTO-
pble 6bIIN KynupoBaHbl BBeAEHWEM cubasoHa 6pu-
ragov CKOpPOW MeAUUMHCKON nomouwun. Caxap Kpo-
BU — 2,3 MMOAb/n (3apuKcupoBaH nocsie NpucTyna
yepes 1 yac), KeToHypus. B TeueHne 2016 1. MasibumK
npowen obcnefoBaHUE B yCNOBUSIX HEBPOIOTNYECKO-
ro otaeneHust OKpy»XHOW AETCKOW KIMHUYECKON 60Jb-
Huubl. C mona 2016 r. nonyyan npoOTUBOCYAOPOHK-
Hyl0 Tepanuto, Habaaancs HEBPOIOFOM MO MOBOAY
3NMNenTUYeCKnx NpnucTynos. Bo Bpemsa rocnutanmsa-
LMY B OKTA6pe 2016 I. AN YTOUHEHUS AMarHo3a npo-
BeAeHa npoba c rosiogaHmeM: Ha 17 yacy nNpu CHuxe-
HUW TAMKEMUN A0 2,4 MMOJb/A, NOBLILLEHNE YPOBHEN
MHCYNnHa, C-nentuaa He 3adumkcupoBaHo. [poba
C TIIOKaroHOM He NpoBefeHa, B BMAY Heobxoammo-
CTW cpoyHoro BBeaeHuss 20% rAoKo3sbl (FNMKemMus
1,9 MMoJ/ib/n Nocie 3abopa aHan30B Ha 5 MUHYTe).
[LNs UCKOUEHMS HapyLLEeHUs YINeBOAHOO 0BMeHa,
Kak MPUYMHbI CYAOPOXHOIO CUHApPOMA pebeHoK Ha-
npaeneH B ®reyY «HMWL, aHaoKpuHoONOrumn» (sHBapsb,
MapT 2017 r.). MpoBeaeHbl NPo6bI C FIIOKArOHOM M NPO-
6a c 3aBTpaKkoM. [inarHos: MMukoreHos IXa Tuna: BbisiB-
JIEHO paHee He ONMMCaHHOe U3MEHEHWE HYKNEOTUAHOM
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nocnepoBaTtenbHoctn, PHKA2: NM 000292 exon23:c.
C2578T (p.R860W) B reMO3UrOTHOM COCTOSIHUMN.

B TeueHme 2017 . 3NM304bl PE3KOro CHUXKe-
HUS FIMKEMUU OTMeYanucb B Mae 1 aBrycTte. B ¢es-
pane 2018 r. B ®rAY «HMWL, 3p0poBba aeTein», npo-
BeleHO TMNOBTOPHOE TreHeTUYecKkoe ucciepoBaHne
KpoBW pebEHKa 1 MaTepu. Y maTepu naumeHTa 6bina
BbisiBJieHa MyTauua c.226G>a B reHe PHKA2 B rete-
PO3UrOTHOM COCTOSIHMU. PebeHKy BbiCTaBiEH OKOH-
yaTenbHbIN AnarHos: MukoreHos IXa tuna.

B HacTosLLee BpeMs cOCTOsiHME pebeHKa No coMma-
TUYECKOMY CTaTycCy yaoBneTBoputensHoe. Poct 128 cm
(SDS pocTa -1,06), Mmacca Tena 28 kr (SDS MT +0,86),
A1 90/50 MM pT.CT., PS 113, Sp02 97 %. TenocnoxeHune
HOpMOCTeHnyeckoe. Obpawaetr Ha cebs BHMMa-
HWe yMepeHHas MbllleyHasa runoToHus. Mo opra-
HaMm 6e3 ocobeHHoCTeN.

PebeHOK namepseT ypoBeHb M1OKO3bl KPOBU C MO-
MOLLbIO FIIOKOMETPaA B TeueHue aHsa. OTMevaloTcs rm-
nornvkemmn 1-2 pasa B Hegeno (ao 1,5 mmonb/n),
NpenMyLLEeCTBEHHO B BeuepHee BpPeMs, KYnupyloTcs
NpUemMoM yrnesozoB.

Bupeo 33M-MOHUTOPUHI: pervoHanbHasa anuaen-
TMGOpPMHas aKTUBHOCTb B BMUAE OCTPbIX NOTeHUMa-
NI0B, KOMMJIEKCOB OCTpas BOJHa-MejJieHHas BOJIHA
B NMPaBOM 3aTblJIOYHOM oTaesie. MPT ronoBHoro mMos-
ra — MP KapTuHa CMMMETPUYHOro o4aroBoro nopa-
}eHusa 6enoro BeLLecTBa 3aTblIOYHbIX AOJIEN, AAHHbIX
3a 06bEMHOE 06bpa3oBaHMe roIOBHONO MO3ra HeT.

MauneHT nonyyaeT nevyeHWe: CbIPON KYKypys-
HblA KpaxMan Kaxable 3—-4 yaca C HOYHbIM NPUEMOM
B 2 4aca, BaJibnpoesyto Kncaoty 400 Mr 2 pasa B ieHb.

MNpeAcTaBneHHbIA KAWHUYECKMIA Cnyyail [LeMOH-
CTPUPYET BaXHOCTb CBOEBPEMEHHOW AWNarHOCTUKU
3aboseBaHuUs, C yUeTOM OTAE/IbHbIX €r0 CUMMTOMOB,
6onbwon Kpyr amddepeHUnanbHO-ANarHOCTUYECKO-
ro MOUCKA: FMNEPUHCYIMHU3M, TMMNOKOPTULM3M, Ha-
pylweHus obMeHa yr1eBOAOB M aMWHOKUCNOT, pas-
NnyHble ¢GopMbl OONE3HEW HaKOMJEeHWs. KOTOPbI
onpejensieT He TONbKO TaKTUKY BeAEHWUs nauneHTa,
HO W NPOrHO3 A1 €ro XNU3HWN.

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

3 I I DenepanbHoe rocyaapcTeeHHOe BIOAXKETHOE yupexaeHne
«HALMOHAJbHbIA MELULMHCKUIA

https://doi.org/10.14341/PMPE-2022-19

9¢dPeKTHBHOCTH
HeOHaTaJIbPHOI'O CKPpHHHHTIAa
Ha BPOJXXJAEeHHBIH 'HIIOTHPEO3
B KpacHogapcKkoM Kpae

FonuxuHa T.A., FpuropbsH B.B., Wymnusas E.O.,
MaTtynesuy C.A.

FbY3 «HUWN-KKB N21», r. KpacHoaap, Poccus

B KpacHopapckoM Kpae MaccoBoe obcnenoBaHue
HOBOPOXAEHHbIX Ha BPOXAEHHbIA runotupeos (Bl)
npoeoanTcsa ¢ 1994 r. Ha 6ase yx»e CyLlecTBOBaB-
lWero CKpuHuHra Ha ®KY. bnarofaps CNOXMBLINM-
CA B3aUMOOTHOLWIEHMAM C POAOBCMNOMOraTesbHbIMU
yUpeXaeHUaMN Kpas, BHEAPEHUE CKpWHWHra Ha Bl
npowno 6e3 ocobbix 3aTpyAHeHWIA. B nepBblii rog
CKpUHMHra Ha Bl 6bi0 ob6cnenoBaHo 76% HOBO-
POMAEHHbIX, HA PKY 97%. bonee HU3KMIA NpPOLEHT
obcnefoBaHHbIX AeTel Ha BPOMAEHHbIA TMNOTMPED3
CBsi3aH C TeM, UTO NOHafobuACcA onpeaeneHHbIR ne-
pVOA4 BPEMEHU ANSA nepexoia pOAOBCNOMOraTesbHbIX
yypexAeHUn Ha HoBble BnaHkM ansa 3abopa KpoBw.
Ho y»e B 1995 roay Ha oba 3aboneBaHus 6bi10 06-
cnepoBaHo 98% petein, a ¢ 1997r. ypoBeHb oxBaTa
CKPUHUHIOM npeBbicua 99 %.

C uenbd onNTMMU3ALMW HEOHaTaNbHOro CKpU-
HUHra Hamm paspaboTaH NPOrpaMMHbIA KOMMJIEKC
«HeocKpuH», cocToAWwmMiA U3 ABYX OTAENbHbLIX MPO-
rpamm. T[porpamma «Peructpauma HOBOPOMKAEH-
HbIX B POAWJIBHOM AOMe» npefHa3HayeHa Afis BBO-
na vHbopMauuM 0 poAMBLUMXCH, Mepefayn AaHHbIX
0 HUXx B MIK Ha 3NeKTpOHHOM HocuTene, GopMMpo-
BaHUA TeppUTOPManbHOro pPernctpa HOBOPOMAEH-
HbIX, €)eAHEeBHOM OLEeHKM KauyecTBa NpPOBefeHUs
CKpWHWHra. [laHHaa nporpamma 6bina MHTErpupoBa-
Ha BO BCe pPOAOBCMOMOraTe/ibHble YUYpemxaeHNs Kpas
B KoHUe 2006r. MNporpamMma « CKPUHUHI HOBOP O AEH-
HbIX», yCTaHOBJieHHas B MK, no3BosiAeT 06beANHNTD
M MpoaHaan3nMpoBaTb BCIO MHPOPMALMIO O HOBOPOXK-
JLEeHHbIX, MOCTynatoLyto U3 TEpPUTOPUIA Kpas, OTKOP-
peKTUpOBaTb NOPOroBble YPOBHU UCCEAYEMbIX MeTa-
6011TOB ANs 06CNeAyeMON Nonynaumm.

BHeapeHne nporpaMMHOro KoMnaekca «KHeoCKpuH»
Mo3BOAMNO A06UTbCA CcTabunbHoro 3abopa KpoBU
Ha TecT-6/J1aHKM BO BCEX POAWMbHbIX AOMax Ha 4-i
[leHb XU3HW, NOCTYNNeHUs 6NaHKOB C KpoBbio B MIK
B CPeAHEM Ha 7-i [AeHb U3HU, COOBOLLEHNSA pe3ysib-
TaToB 06C/Nef0BaHNS HOBOPOXAEHHbIX B JIMY Kpas
No 3NEeKTPOHHOM noyTe B CpeAHeM Ha 9-i AeHb
HU3HU.

CtaTucTMyecknii aHann3 AaHHbIX MNO3BONSAET aB-
TOMaTM3MpOBaTh BbiiBNeHWE NOAAEDULUTHON 3IH-
LEMWYHOCTU paoOHOB MO 4YaCTOTe pacnpoCTpaHeH-
HOCTM ypoBHeh TTI > 5 MKME\MJ Npu CKpUHUHIE
CpeAn HOBOPOXAEHHbIX. B LenoM no sTomy Kpute-
puto KpacHoZapCKui Kpaih OTHOCUTCA K YMepeH-
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HOM 30He KoapeduumTa: yacToTa HeoHaTaNbHOro
TTr > 5MKME/Mn cocTtaBasieT 21%. B 27 paioHax
Kpasi onpejeneHa nerkas cteneHb nopaeduuuTta,
B 18 pailoHax — cpejpHeTdAxenasa, B 3 — TAxenas.
HecMoTpsi Ha MeHbLUEe YNC/IO TePPUTOPUIN C TAMKe-
IO 1 yMepeHHOI cTeneHblo noaaedunumta, 6onee
NoNoBUHbLI AeTel ¢ Bl poaunncb B 3TUX TEPPUTO-
puax. TeppuTtopMu C PasHON CTEMEHbLIO TAXKECTU
NOAAEDUUNTHBIX COCTOSHUI OTIMYAKOTCA MO YacTo-
Te BPOMAEHHOrO W TPaH3UTOPHOrO rMNoTMpeosa.
TaK, B palloHax C TAXENO0W cTeneHblo nogaedunumta
Nno CpaBHEHWIO C paioHaMu, B KOTOpPbIX onpejene-
Ha nerkas cteneHb nopneduumTa, YyacToTa BPOXK-
LEHHOro runoTupeosa 6Gosbwe noyty B 2 pasa
(1:2346 n 1:4500 cOOTBETCTBEHHO), @ TPAH3UTOPHO-
ro runotupeosa — B 10 pa3s (1:31 n 1:314 cooTBeT-
CTBEHHO).

3a nepuoa ¢ 1994 roga no 2021 rog obcnenoBaHo
1582320 HOBOPOKAEHHDIX, BbIIBNEHO 447 60NbHbIX.
Bce netu, BbIiBNEHHbIE B pe3yabTaTe HeoHaTalbHOMo
CKPWUHUWHIra Havyanu neyeHune B cpoke A0 30 AHEN KU3-
HW. YacTtoTa Bl B KpacHoAapCKOM Kpae QJoKTyMpo-
BajsianoroaamM ot 1:6636 8 2006 . o 1:2607 B 2018r.,
cocTtasuB B cpegHeM 1:3540. HeoHaTanbHas runep-
TnpeotponuHemusa (HIT) BbisBneHa y 16189 HoBO-
poxkaeHHbIx (1,0 %), noBTOopHOe obcnenoBaHune (pe-
TecT) npoBegeHo 12805 petam (79,1 %).

Hanbonbluee KONMUYECTBO OTKJIOHEHWUI YPOBHS TTI
(95,8%) oTtmeuanocb o 50 MKME/mMn co cpepHuM
3HaueHueMm 14,4+4,6 MKME/Mn. YpoBeHb TTl B ana-
nasoHe ot 50 no 100 MKME/Mn (cpeaHee 3HauyeHue
68,6+15,5 MKME/Mn) oTMmeuanca B 2,3% cny4aes.
Y 1,9% peteli ypoBeHb TTI npesbiwan 100 MKME/Mn
(cpenHee 3HaueHue 201,4+92,2 MKME/Mn).

Cpeaw peTeit c noBbileHneM ypoBHA TTI He 6onee
50 MKME/mn, Bl BbisiBneH B 0,6 % cnyyaeB. B rpynne
LeTel, Yy KOTOPbIX MPU CKPUHUHIE BbIIBJEHO NOBbILLIE-
Hue TTI B npeaenax 50-100 MKME/mn, Bl anarHo-
ctupoBaH y 13,8%. B rpynne peten ¢ yposHeM TTI
Bbie 100 MKME/Mn Bl BoisiBNeH B 77,9 % cnyyaes.
3aknroyeHue

3a 27 net HeoHaTaJIbHOro CKpuUHUHra B KpacHo-
LAapCKOM Kpae y 447 HOBOPOMXAEHHbIX CBOeBpe-
MEHHO AMarHOCTUPOBAH BPOXAEHHbLIA TMNOTUPEODS,
NleueHMe HayaTo B MeEPBbIA MeCcsL, MW3HWU, YTO MNO-
3BOJINNO NPeaoTBPaTUTh UHBAINAMN3ALMIO BbISBNEH-
HbIX 60NbHBIX.

https://doi.org/10.14341/PMPE-2022-20

KiIuHH4YecKHe cIIy4YaH
OIIMOKH AHArHOCHKH
II0J1a Y HOBOPOJKAeHHBIX
C BPOXXAeHHOMN NHUCOYHKIHHU
KOpPBI HAATIOYeYHHKOB

TpuropbsH B.B., 'TonnxnHa T.A., 'MaTtynesu4 C.A.,
2lllawenb B.A., *YepHsK W.10.

TBY3 «HNWN-KKB N21», r. KpacHoaap, Poccus
2rbOY BMNO Ky6rMY Munsapasa Poccuu, r. KpacHoaap, Poccus
3rbY3 AKKB, r. KpacHoaap, Poccus

BpoxaeHHasa AMCOYHKUMSA KOpbl HaAMOYe4yHMKOB
(BOKH) — rpynna 3aboneBaHuini ¢ ayTOCOMHO-peLec-
CMBHbLIM TUMOM HacnegoBaHUs, pasBUTUE KOTOPbIX
CBA3aHO C HapyLlleHNeM CEeKpeLnMn KOPTUKOCTEPOUOB
BCJIEACTBME BPOXKAEHHOI0 AedeKkTa pepMeHTOB, OTBET-
CTBEHHbIX 33 BMOCUHTES 3TUX FOPMOHOB. M03AHAS Ana-
FHOCTWKA, HECBOEBPEMEHHAs N HEKOPPEKTHas Tepanus
NPUBOASAT K TAME/bIM NOCNEACTBUAM: rnbenn pebeHKa
OT CONILTEPSIOLLNX KPU3O0B, HAapYLLEHUIO POCTa 1 Noo-
BOro cospeBaHusi, 6becnnoanio. Y AeBOYEK HapyLUaeT-
CA CTPOEHME HapYXHbIX NONOBbIX OPraHoB, YTO MOMeET
NpVBECTU K OLIMOKe permcTpauumn nona.

HeoHaTanbHbI CKPUHUHI Ha BJAKH, npoBoauMbIi
B KpacHopapckoM kpae ¢ 2006 roga, no3BOJISET BO-
BpeMs AMarHOCTUpOBaTb Cay4vyan BPOMKAEHHON AUC-
GYHKUMM KOpbl HAAMOYEYHWKOB, NPeAOTBPaTUTb M-
6enb pebeHKa OT CONLTEPSIOLLErO KpU3a 1 n3bexatb
Cepbe3HbIX ANAarHOCTUUYECKMX OWNOOK B BbiIbOpe no-
NOBOM NPUHAANEXKHOCTU NPU BblpaXeHHOW BUPUIMU-
3aUMN HApPYXHbIX FEHUTaNUN.

MNpeacTtaBnsieM 3 KAMHUYeECKUx cayyasa BAKH y Ho-
BOPOXAEHHbIX, BbIABJAEHHbIX NPY NPOBeAeHUN HEOHA-
TaNbHOrO CKPWHWHIra C HenpaBWAbLHOW WHTepnpeTa-
uMen nona B pOAUILHOM LOME.

KnuHuyeckum cnyyan 1

MpobaHp oT 5-11 6epeMeHHOCTM, 2-X CPOYHbIX PO-
noB. Maccatena 3500 r, asiHa 53 cM, OLLEHKa MO LUKa-
ne Anrap 7-8 6annoB. B aHaMHese: cTapLumnii CbiH Ha-
6nopgaeTcs aHAOKpPUHoNorom MIK no noeoay BAKH,
conbTepsatower ¢opmbl. OT NpoBeaeHWs NpeHaTalb-
HOW ANArHOCTMKU CEMbSI OTKa3anacs.

Mpy poXAEHUN B poanoMe Bbil YCTaHOBNEH MYK-
CKOW nacnopTHbIN non. Ha 6-e cyTkn pebeHoK Bbinu-
CaH A0MOM C AnarHo30Mm: IByCTOPOHHUIA KpUNTOPXMU3M.
Mnocnagmsa, MoWwWoHoOUYHasa ¢opma. Ha 8-e CyTKM *Kuns-
HM pebeHOK KOHCYNbTUPOBaH B MeAWKO-reHeTuye-
CKol KoHcynbTaumm (MIFK) B cBA3M C Noao3peHnem
Ha BJKH no pesynstataM HeoOHaTaJlbHOro CKpuU-
HUHra (ypoBeHb 17-OHP 1540 HMonb/n Npu HopMme
no 21 HMonb/n).

Ha MOMeHT KoHcynbTaumm B MK poaunTtenun anob
CO CTOPOHbI pebeHKa He npeabsBasaun. Mpu ocMoTpe
OTMeuveHa rMnoTpodus, BbiparKeHHasd MKTEPUYHOCTb
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MUHUCTEPCTBO HAYKW
W BbICLLENO GEPAZOBAHUS
POCCUMIACKON OEAEPALIMA

KOXW U CKNep, CHUXEHUE TYypropa KoXu, NMrMeHTaums
HapyHbIX FTEHUTANNN N COCKOB, HENPaBUJIbHOE CTPO-
€HNEe HapyXHbIX FeHUTaNui: runepTpodus KanTopa,
6o/bliMe NonoBble rybbl cpalleHbl MO TUMY MOLUOH-
KW, YPOreHUTanbHbIA CUHYC OTKPbIBAACA Y OCHOBaHUA
KAMTOpa. SKCNpecc AMarHoCTUKa: NoJI0OBON XPOMaTUH
8% (KeHcKuit). Mocne ocMoTpa pebeHOK 6bin 3KC-
TPEHHO FOCAUTANM3UPOBaAH B OTAENEeHMEe MAAALlero
BO3pacTa AETCKON KpaeBOW KAWHUYECKOW 60abHULbI
(OKKB). B AKKB no pesynstaTaM 06cnefoBaHus Bbl-
sIBJIeHa rmnepraaneMmns u rMnoHaTpunemMmns, BblICOKMIM
ypoBeHb 17-0OHP. Mpwn Y3-uccnenoBaHun obHapyKu-
N MaTKY U AUYHUKKU, rMnepniasmio Haano4YeyHUKOB.
B KMMIK umToreHeTnyeckoe nccnegoBaHume: Kapuo-
TMn 46XX. AuarHoctupoBaHa BAKH, conbtepstowas
dopma. B IKKE Ha 19-i aeHb *MU3HU COCTOANCA KOH-
CUANYM, [AHO 3aKfluveHue AN pelleHus Bonpoca
0 CMeHe noJa.

B HayyHOM 3HAOKPUHONOIMYECKOM LeHTpe (r. Moc-
KBa) MPOBEAEHO MOJIEKYNSPHO-reHeTMUYECKoe nccne-
noBaHWe, 0bHapyKeHa yacTo BCTpeyaeMas MyTauus
B reHe CYP-21: E3del.

KnuHuyeckum cnyyam 2

MpobaHa oT 1- 6epeMeHHOCTH, 1-X CPOYHBbIX PO-
noB. MaccaTena 3400 r, annHa 52 cM, OLLEHKa MO LUKa-
ne Anrap 7-8 6annos. inarHos B pogaome: BMP Mo3-
ra: areHesms MosonucTtoro tena. fmnocnaauna. Y3U
B po4lOMe — B MOLLOHKe crnpasa W caeBa BU3yaan-
3upytoTcs anukn d 12x5 MM (c npuaatkamum). B npo-
EKLMN MOYEBOro Ny3bips MaTka U AUYHUKM HE BU3Y-
anusupytoTcd. BoinncaH Ha 5-e cyTku. B poapome
onpejeneH My»CKO nos pebeHka.

MNpu NnpoBefeHNN HEOHATaNbHOI0 CKPUHUHIA Yy HO-
BOpOXAeHHOro [l. onpeneneH BbICOKMA YPOBEHb
170HP B cyxux naTHax KpoBu: 95 HMonb/n (Hopma
0-21HMoAnb/n). CeMbsi CPOUYHO MpUraalleHa Ha npu-
€M K 3HAOKpuHoJiory MIK B CBA3W C NOAO3PEHMEM
Ha BAKH y pebeHKa. Mpunbbinn B MK Ha 8-11 AeHb *Kun3-
HU pebeHKa.

Mpu ocMoTpe B MIK: runoTpodusi, BolpakeHHas NK-
TEPUUYHOCTb KOMU U CKNEP, CHUMKEHME Typropa KOXMu,
NoJIoBble OpraHbl M0 N30CEKCYyasllbHOMY TUMY: MUFMEH-
Tauusi HapyXHbIX TeHUTaNuin, runepTpodus KaMTopa
N 6oNbWNX MOMOBLIX Ty6, SIMUKM He OnpeaensioTcs.
JKCMpecc AumarHocTuKa: nonoBo XxpoMaTtuH 11%
(*keHckuin). OmarHos: BAKH. BMP: areHesns mMo30/u-
cToro Tesia. PebeHOK CpoOUHO C nNpuema rocnuTanansm-
poeaH B AKKB. inarHos B IKKG: BAKH, conbTepsatoLLas
dopMa, aekoMneHcaums (y LEBOYKMN).

Y31 B JKKB — B MasioM Tasy onpepensercs CTPyK-
Typa ™MaTtku. Tonorpadus, ¢dopMa He W3MEHEHHbI,
pasMepbl B npegenax BO3pacTHbIX MapaMeTposB.
ANYHUKM — CTPYKTYPbl MOJHOCTbIO HE BU3Yyanusnpy-
eTcs (3KpaHUPOBaHbI FA30M KULLEYHMKA).

B MIK npoBefeHO LUUTOreHeTUYeCKoe uccnenosa-
Hue KpoBu: Kapuotnn 46, XX (}KeHCKni).

OHK-gmnarHoctuka B 3HAOKPUHONOIMMYECKOM Ha-
YYHOM LieHTpe: obHapyeHa roMo3mroTHas MyTauums
I2spl CYP 21 (reH 21 ruapokcmnassl).

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u ALORAT R MERMHCIO - o e
IN=

B OAKKB cocTosncsd KOHCUAMYM, PEKOMEeHLOBaHO
BHECTW M3MEHEHUS B CNpaBKy O pOXAeHUn pebeHKa
B COOTBETCTBUWU C YCTAHOBEHHbIM MOAOM.
KnuHunuyeckum cnyyanm 3

Cembsa M. Habnwopaetcs B MK ¢ 2008 roaa B cBA-
31 ¢ BOKH, conbtepsiowan ¢opma y cbiHa. Bo BpeMs
2-14 bepeMeHHOCTM MaTb OTKasajiaCcb OT MPOBeAEeHNUS
npeHaTaNbHON AWArHOCTWKMK, XOTA 3Hana O BbICO-
KOM pucke (25%) MoOBTOpPHOro poxAaeHus pebeHKa
c BAKH. PebeHoK poanncsa B CpoK, B poaaomMe onpe-
Lennnun My»KCKor non. B feHb poaoB MaMa No3BOHUANA
3HAOKpMHoNory MMk n coobwmna, yto poanacsa Manb-
UMK C runocnagnen 1 KpUNTOPXM3MOM.

YunTbiBas ceMeiHblli aHaMHe3 (Haanune pebeHka
c BAKH), 3anopo3peHa BAKH y aeBoukn. Ha 5-e cyT-
KW }KN3HU pebeHOK KOHCyNbTUpoBaH B MIK. deHoTun:
MpaBWIbHOIO TENOCNOKEHUS. BblpaxeHHas NKTepuu-
HOCTb KOXW K cKknep. MonoBble opraHbl N0 NU30CEK-
CyafibHOMY Tuny: runeptpodus KAuTopa, y OCHOBa-
HUA — OTBEpPCTUE MO4YencnycKaTesbHOro KaHana,
6o0/bliMe MoNoBble TyDObl CpaLLleHbl B BUAE MOLLOHKMU.
MurMeHTauns Hapy*HbIX FTEHUTANNA N COCKOB.

JKcnpecc ANarHOCTUKa: NOA0BON XpoOMaTUH 24 %
(*KeHCKuIA)

17 OHP KpoBwu Ha 5-i1 aeHb Xn3HN — 483 HMONb/N
(Hopma 0-21HMonb/N).

LimToreHeTnyeckoe nccneposaHme Kposu: Kapuo-
"N 46, XX (*KeHCKUIA).

Ha 12-i aeHb *U3HN YCTaHOBNEH OKOHYaTEe/bHbIN
avarHos: BOKH, conbTepsiowas popma. leHeTUUeCKnia
MO *KEHCKUI.
3aknroyeHue

[leTaM, poAMBLUMMCS C HEMNPABWIbHLIM CTPOEHNEM
Hapy*HbIX FEHUTaNW, Henb3a ycTaHaBAUBaTb NON
MW BbINUCbIBAaTb U3 poAaoOMa A0 MOJyYeHUs pesylib-
TaTOB HEOHaTaJIbHOro CKpuHWHra. CBoeBpeMeHHas
AnarHoctuka BAKH nossosnsetr npaBuiibHO AuMarHo-
CTUPOBATb NOA AEBOYEK NPU Pa3INYHON CTEMEHU BU-
PUNN3ALINUN HAPYKHbIX FEHUTaNUN.

https://doi.org/10.14341/PMPE-2022-21

OueHKa 3¢ PeKTHBHOCTH
CKpPHHHHTA
Ha MYKOIIOJIHCAaXapH 0356l
1 anbPpa-MaHHO3UIO03 Y feTeH

F'ymeHtoK 0.U., YepHeHKoB H0.B.,
Fapxunkepumos I.3., Anb-3pep K.M.

®re0y BO Capatosckuii MY M. B.W. PasyMoBCKoro
MwuH3sgpaBsa Poccun, r. CapaTos, Poccus
B HacToswee BpeMs obcyaaetcs Lenecoob-
pPa3HOCTb MPOBEAEHMS MaAcCOBOr0 CKPUHWHIa fAe-
Tel Ha HacneaCcTBeHHble 6osie3HN obMeHa BellecTs
(HBO). C 2022 roaa B Poccuun HeoHaTasbHbIA CKpU-
HUHT ByaeT BKAOUATL MccnenoBaHue Ha 36 3abose-
BaHWN, BKAovaowmx HBEO. Mykononucaxapuzosbl
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(MNC) n anbdpa-MaHHO3MAO3 OTHOCATCS K Fpynne op-
daHHbIX 3a6oneBaHnin HB0, BO3HMKAIOLWNX B pe3yb-
TaTe AeduuUMTa IM30COMHbIX BONE3HEN HAKOMAEHMUA
N CBA3AHHbIX C HApyLWeHNeM 0bMeHa KUCAbIX MINKO-
3aMUHOIMKaAHOB M MeTabonMsMa osmMrocaxapuaoB
COOTBETCTBEHHO. YacToTa pasHbix Tunos MIC co-
ctasnset 1:50 000 — 1:250 000, anbdpa-mMaHHO3U-
posa — 1:500 000 — 1:1 000 000.

Lenb

OueHuTb 3¢EKTMBHOCTL U LEeNecoobpasHOCTb
npoBeaeHnss CkpuHuHra MMNC n anbdpa-mMaHHO3NA03
y LeTen.

MauneHTbl 1 MeTOoAbI

lNpoBeneHO wuccnefoBaHUe YPOBHSA JIN30COMHbIX
bepmMeHTOB, HEAOCTAaTOYHOCTb KOTOPbIX MNPUBOAUT
K pa3sutuio MMNC ILILIILIVVInVIITMNoB 1 anbda-MaH-
HO31403a, MEeTOA0M TaHLEMHOW MacC-CNEKTPOMETpUn
B CyXUX NATHAX KPOBM B ABYX rpynnax AeTeun Bo3pac-
Te oT 18 MecsaueB Ao 18 net B nabopatopumn Hacnea-
CTBEHHbIX 6osie3Hen obMeHa BelecTB PrEHY «MIHL,
nM. akaa. H.M. BoukoBax.

PesynbTraThbl

KpuTtepusimun BratoueHus B rpynny I (n=125) 6biaun
cliefylOlMe: CHUMEHUE WHTENNeKTa, runeptpodus
NMMOOrNOTOYHOrO Kojbla, HaauumMe nynovyHou wu/
WA NaxoBO-MOLIOHOYHOM rpbixn. B rpynny II (n=17)
BOLLIN NALMUEHTbI C NEPEUYNCAEHHON CUMMTOMATUKON,
a TaKe c rpybbiMM YyepTamm ivua, HA3KOPOCAOCThIO,
N3MEHEHUSIMU CYCTaBOB, TYrOyXOCTb0 U/MAKn naTono-
rmen opraHa speHus n cepaua.

B obeux rpynnax y BCex NauveHTOB YPOBEHb JU-
30COMHbIX (QEPMEHTOB B CYyXWMX MNSATHAX KPOBW Obin
B npenenax pedepeHCHbIX 3HayeHui, T.e. MMC 1 anb-
da-maHHO31A03 He BbisiBAeHbl. B rpynne II npu ganb-
HeNLeM MONEKYNAPHO-reHEeTUYECKOM UCCief0BaHuUN
YCT@HOBJ/IEHbl MOHOrEeHHblE CUHAPOMbI, peHoTunnYe-
CKM cxoxue ¢ MMNC n anbda-MaHHO3MA030M. Y 2-X Na-
LMEHTOB AMArHOCTUpOBaH cnHapoM KodduHa-Cupuca,

y ogHoro naumeHTa — KBG-CMHAPOM U CUHAPOM
BuaemaHHa-LTanHepa.
BbiBOAbI

B paHHOM uccneposaHuu 142 nauuweHTtoB MIC u
anbha-MaHHO3MA03 He BbiiBNEHbI. OLeHKY 3ddeKTmB-
HOCTW 1 LenecoobpasHoCTU CKpUHMHIA Ha MIMC u anb-
da-MaHHO31/103 BO3MOMHO MPOBOAUTb Ha 6OMbLUEM
KOJIMYEeCTBE NaLMEHTOB B rpynnax ¢ HanbonblWmnM Ha-
60poM GEHOTUMMUECKUX U KAUHUYECKMX MPU3HAKOB,
XapaKTepHbIX AN AAHHON NaTonornu.

https://doi.org/10.14341/PMPE-2022-22

BajXHOCTh POOHTEJIBCKOI'O
KOHTPOJIA IPHBEPIXEeHHOCTH
K TepalluH BPOJXJAeHHOIo
THIIOTHpPeOo3a Yy IO POCTKOB
(kMMHMYEeCKHUH CIIy4Yal)

®rAQY BO Mepsbii MTMY um. . M. CeyeHoBa
MwuH3gpaBa Poccuu, r. MockBa, Poccus

BeeneHwve
BpokAaéHHbIN runotupeos (BI) — HapylleHune ce-
KpeumM ropMOHOB LUMTOBUAHOWM Kenesbl — OAHO

n3 Hambonee 4yacTo BCTPEUAKOLLMXCSH BPOKAEHHbBIX
3abosieBaHNIA Kenes BHYTPEHHEe Cekpeuun, NpuBo-
AAllee K TAMeNonW MHeanuamsaumm npu oTCyTCTBUU
CBOEBPEMEHHOWN ANArHOCTUKMN N NeYeHus.

Lenb paboTbl

MNpoAeMOHCTPMPOBaATb KAMHUYECKUI chyyal pe-
6eHKa ¢ BI, BbiIBJIEHHOM MPU HEOHATa/JlbHOM CKpU-
HuHre (HC), n 06paTuTb BHUMaHME Ha Ba*KHOCTb po-
AVTENbCKOr0 KOHTPONS NPUBEPHEHHOCTU K Tepanuu
Yy NOAPOCTKOB.

OnucaHue KIMHMYeCcKoro cay4as

MauuneHTKa K., 5 net, poannacb ot nepeoi pusno-
NOTUYECKN NpoTeKaBlUuen 6epeMeHHOCTN Y MONOAbIX
3[0pOBbIX poauTenen. ECTeECTBEHHbIE poAbl B CPOK.
Mpn poxaeHnn poct 54 cm, Bec 3 700 r. Kposb
13 NATKW 419 HEOHATabHOIro CKPMHWHIA Hbina B3STa
Ha 4-1i peHb. Mocne poaaoMa AeBOYKa bblsia nepese-
[leHa B OTAeNleHe HeEOHAaToIorMmn No NoOBOAY NepuHa-
TaJbHOrO NOpa*KeHUs LEeHTpasbHON HEPBHOW CuCTe-
Mbl CMELUaHHOro reHesa, CMHApPOMAa [ABUraTesbHbIX
HapyLWweHUn, $3BEHHO-HEKPOTUYECKOro 3HTEPOKO-
nvTta. B nepuon HaxoKAeHWs AeBOYKW B CTauMoHa-
pe 6bi1 nony4yeH pesynstat HC — noBbiWeHNE YpoB-
Hs TupeoTponHoro ropmoHa (TTl) ao 164,6 MEa/n.
Ha 21-i geHb *N3HW NpoBeaeH peTecT, NOATBEPANB-
Wwuin anarHos BI: TTI — 249,19 MEa/n. Ha ocHoBa-
HUM 3TOro Oblna HauaTa 3aMecTUTesbHas Tepanus
NeBOTUPOKCUHOM C NOCTEMNEHHbIM YBEIMUEHNEM A,03bI
0o 37,5 MKr. Ha doHe npmnema 37,5 MKr IeBOTUPOKCH-
Ha OTMEeYeHbl CUMATOMbI TUPEOTOKCUKO3a BCNeACTBUE
nepesosnpoBKKM,  MOATBEPXAEHHble  jlabopaTtop-
HO, B CBA3M C YeM B 2,5 Mec f03a bblna yMeHbLUIEHa;
B [laJibHENLEeM Ha MEePBOM FoAY *M3HW NaLneHTKa no-
Nyyana 31,25 MKr nog KOHTposeM nokasatenen TTI
n cBoboaHO dpakumm TUpoKcuHa (CBT4) Kamable
2-3 Mec.

Mocne ropa npoBoaunacb HeOAHOKpaTHas Kop-
peKkuns [03 3aMecTUTesNbHOW Tepanuu B COOTBET-
cTBMKU C ypoBHeM TTI n cBT4. MNpu npoBeseHnn Y3
wmToBuAHas xenesa (W) B TMNUYHOM MecTe Xe-
Ne3a He bblnia 06bHapyxeHa. B c¢Ba3u ¢ 3TuM B 5 net
2 MecC. MpoBeAeHO CTaumoHapHoe obcnepoBaHue
nauveHTkn B YJKB CeueHOBCKOro yHuBepcuTeTa.
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Ha ¢oHe 6-HefenbHON OTMEHbI TepanMyM 0TMeYanmchb
Bblp@*KEHHbIE KJIWHUYECKNE MPOSABAEHUS runoTupe-
o03a (cnabocTb, BANOCTb, 3aTOPMOMEHHOCTb): TTI
178 MKME/mMn (N 0,7-4,17), ceT4 7,3 nmonb/n (N 10,8-
16,40). MNpu npoBeaeHUn cunHTUrpadmm c 99Tc obHa-
pyeHa runonnasvpoBaHHas LXK, skTonupoBaHHas
B cybnmHreanbHyo obnactb. KanHnyeckue nposisne-
HUS TMNOTMPEeO3a UCYEe3n BCKOpe nocae BO30H6HOB-
neHus Tepanuu. Mo pocTy 1 pasBUTUIO LEBOYKA HU-
Korga He oTcTaBana OT CBEPCTHMKOB.

Jo 12 neT oTMeyanacb Xxopowas KoMMeHcauus
Mo OCHOBHOMY 3abosneBaHuio. MauneHTKa exepHeB-
HO npuHMMana TabneTkn NeBOTUPOKCMHA B MHAMW-
BMAyanbHO nopobpaHHbIX A03aX. YpOBeHb TuMpeo-
WAHBIX TOPMOHOB MCCNEAOBa/CsA He peXe ABYX pas
B roA, Mo pesynbTaTaM aHajM3a NpPOBOAMJIACH KOp-
pekuuns A03bl NEBOTUPOKCUHA. Tak Ha doHe npuema
88 MKI neBOTMPOKCUHa B Mae 2021 . (12 neT 3 Mec):
TTr 3,14 MEn/n, T4 cB. 14,36 nMonb/n.

B nekabpe 2021 r. (12 net 10 Mec) B paMKax nna-
HOBOro 06cnefoBaHMsA BMepBble BbiiBlEHA AEKOM-
neHcaums BI, noateBep:kaeHHass nabopatopHo: TTM
12,0 MEa/n, T4 cB. 11,51 nmonb/n. Mpu paccnpoce
BbISICHWJIOCb, YTO MaLMEHTKa B TeyeHMe 2-X Hepesb
npenapart NoYTW He NpPUHMMasa B CBA3U C OTCYTCTBU-
€M KOHTPOJIA CO CTOpPOHbI MaTepu. C A4eBOYKO NpoBe-
feHa becepfa, 06bSACHEHbI BO3MOMHbIE NMOC/AEACTBUS
fekomneHcauumun BIN. Yepes 1,5 mecsdua nocne soccTa-
HOBJIEHUSI MpMeMa IeBOTUPOKCMHA AOCTUIHYTa KOM-
neHcauus BI: TTr 0,7 MEa/n, ce8T4 15,5 nMonb/n.
BbiBOp,

B NpoLEeMOHCTPMPOBAHHOM KJIMHMYECKOM Ciyyae
BPOXAEHHbIV TMNOTMPEO3 He NPUBEN K MHBaAnAn3a-
uMun. Pe6eHOK HMYEM He OTAMYaeTCs OT CBEPCTHUKOB,
pasBMBaeTCs COOTBETCTBEHHO BO3pPacTy WU yuyuTCA
B 06bIYHOW WKoNe. [JoCTUrHyTO 3T0 6bIN0 6raroaaps
BbISIBJIEHVIO BPOMAEHHOIO rMNOTUPeo3a Npu HeoHa-
TaJlbHOM CKPUHWHIE, HAa3HaYeHUNI0 afleKBaTHON 3ame-
CTUTENIbHOWN Tepanun, NPaBUIbHOMY ANCNAHCEPHOMY
Hablo4eHMI0 3@ MAaUMEHTKONM 1N BbICOKO NPUBEPKEH-
HOCTM K JIEYUEHMIO CO CTOPOHbI pOAMTENEN.

MepBas AeKkoOMMeHCauWs y MauWeHTKUM OTMeuyeHa
B NOAPOCTKOBOM BO3pacTe, KOrAa HayaT caMoCTos-
TE/NIbHbIA MpPMEM JIEBOTUPOKCMHA, UYTO MOAYEpPKUBA-
€T BaX}HOCTb POAMTE/NIbCKOr0 KOHTPOAS afeKBaTHO-
CTV Tepanuu.

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

3 I I DenepanbHoe rocyaapcTeeHHOe BIOAXKETHOE yupexaeHne
«HALMOHAJbHbIA MELULMHCKUIA
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AyTOMMMYHHBIN
MOJIUTJIaHAYJISIPHBINH CHHAPOM
2 ¥ 3 THIIa — KJIHHHYeCKHe
«MaCKH». CIy4aH H3 IPaKTHKH

AémunHa E.C., KapmaHoB M.E., NMonskosa H.B.,
Komb6apoBa A.C; NMeTpsiKkuHa E.E.

PAKB ®FAOY BO PHUMY umM. H.W. Muporosa
MwuH3apasa Poccuu, r. MockBa, Poccus

B KAMHMYECKOW MpakTuKe neguaTpa M AETCKOro
3HAOKPUHONOra MOryT BCTpeYaTbCs NauMeHTbl C ay-
TOMMMYHHbIMU MOPaXEHUAMN pPasfiNYHbIX OPraHos,
a TaK*Ke OLHON NN HECKONbKNX SHAOKPUHHbBIX Kenes.
MaTonorMyeckmMii CMMATOMOKOMIJIEKC pa3BMBaETCA
nosaTarnHo, BOBJIEKast OpraHbl 04HOBPEMEHHO WX MN0O0-
yepeaHo, MOXKET MPOSABAATLCA KaK rMnodyHKUMEN, Tak
n runepdyHKUMER SHAOKPUHHBIX Kene3. [laHHasa cu-
Tyauust MOXeT NpUBOANTbL K CNOXHOCTAM MOCTaHOBKN
AvarHosa, anddepeHuUMancHOW AMArHOCTUKA U Mpu-
HATWSA peLLeHns 0 HasHaueHun Tepannn. AyTOMMMYHbIN
noanrnaHaynspHoli cuHapom (ANC) — nepBuuHOE
nopaxeHne ayTOMMMYHHbIM MpOLLecCOM AByX u/
nnu 6onee xenes, NPUBOAALLNX K UX HELOCTAaTOYHOCTH
N couyeTaloWwmiics ¢ opraHocneunduyeckuMm HesHAo-
KPUHHbIMK 3a601eBaHNAMM @y TOUMMYHHOIO reHesa.

MNepBoe onuMcaHWe KAWHUYECKUX MNPOSBNEHUN MNo-
JINSHAOKPVMHHOIO 3ab0ieBaHNs B COYETAHUN C KaHAM-
[I030M cLenaHo aHrnuMncknumm Bpadamm B 1929 ropy
(coueTaHue rMnNoKanbLUMEMUUYECKUX CYLOPOr C KaHAW-
[l030M y 4-X NeTHero Masjbuuka). B 1946 roay 6bi10
npeactaBieHO onucaHwe cay4vyasd HaAno4YeyHUKOBOW
HeAoCTaTOYHOCTM Yy pebeHKa B coueTaHuM C runona-
patnpeosoM. 1 B 1956 roay YainTtakep BnepBble OMNu-
CaNn TaK HasblBAaEMYIO «KJIaCCUYECKylo Tpuagy» no-
NVUrNaHAYNApPHOro cuvHApoMa 1 Tuna: XPOHUYECKWUiA
KaHAMAo03, runonapaTupeons, Haano4YeyHMKoBas Heno-
CTaToO4YHOCTb. [lepBas KnaccuduKkaums, OCHOBaHHas
Ha KJIMHWMYECKUX MPOSABAEHUAX U BKKOYalowas 2 tmna
ATC, 6bina yTBEpXAeHa Ha KOHrpecce, NOCBSLLEHHOM
ayTOMMMYHHbIM 3aboneBaHusM, Hondenbgom B 1980 T.
(Hblo-Mopk). AMC 2 Tuna xapakTepusyetcsa Haauuu-
€M HaANo4YeyHMKOBOW HeAOCTaTOUYHOCTM B COYEeTaHUn
C ayTOMMMYHHbIM 3a60/IeBaHNEM LLUTOBUAHOM Kee3bl
n/unn caxapHolM gnabetom 1 TUNa, a TakxKe C Haamun-
€M Apyrux opraHocrneumduuyeckmx ayTOUMMYHHbIX 3a-
6oneBaHwuii: (roMepynoHedpUT, MMACTEHWS, LIeINaKuS,
NepHULLMO3HAsA aHeEMUS, BUTUIUFO, aYyTOUMMYHHbBIN re-
naTUT 1 Ap). 3TO pasaefieHne Ha TUMbl B 3aBUCUMOCTH
OT KNMHUYECKNX KOMIMOHEHTOB M3MEHMUJIOCb NOCJe OT-
KpbiTns B 1997 roay reHa ayTOMMMYHHOIO peryasTtopa,
AIRE, MyTauuMm B KOTOPOM, KaK bblJ10 yCTaHOBJIEHO, NPU-
BOAAT K pa3BuTtuio uMeHHo AMNC 1 Tuna. boina HanaeHa
npuunHa — aedekT benka «ayTOMMMYHHOrO peryns-
TOpa», B pe3y/sikTate KOTOPOro NPOUCXOAAT XapaKTep-
Hble 419 3TOro CMHAPOMa HapyLleHus. No3aHee faHHas
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CBOPHUK TE3UNCOB

HePCOHaHI/IBI/IPOBaHHLIﬁ nmogxon B ,E[eTCKOI:I SHAOOKPHUHOJIOTUH

KnaccuoumKkauma AMC 6bina gononHeHa Hanndmem AMC
3 TMna, Kotopbln B oTanume ot AMNC 1 n AMNC 2 He nmeeTt
NPosiBIEHNI HaAMOYEYHNKOBON HEAOCTAaTOUYHOCTU.

MpeactaBnsieM OMUCaHUE KIAWMHUYECKUX ClyyaeB
AlC 2 1 3 Tnna, C XxapaKTepPHbIMU KAMHUYECKUMU NPO-
ABNEHUSAMUN N KNIMHMKO-1ab0pPaTOpPHbIMY XapaKTepu-
CTUKaMu.

MayueHmka J., 17 net Habnoganack C CMHAPOMOM
«nosgHero nybeprtata», BUTUAUTO (MOACHUYHbLIA OT-
[Len NO3BOHOYHWKA, AroAuubl, KACTW, NOAKOJNEHHbIE
sIMKM). TocnnTannMsMpoBaHa c *anobaMu Ha MaoXyto
npubaBky Maccbol Tena (SDS WMT -2,1), cnabocTs,
6bICTPYIO yTOMAsSieMOCTb. HacneAcTBEHHOCTb He-
n3BecTHa, pebeHoK ypouepeH. MNpu obcnepoBaHun
B OTAENEHUN BbIIBNEH ayTOUMMYHHbIA TUPeouauT
(ANT) — (BbICOKMIA TUTP aHTUTen K TMO, xapak-
TepHasa Y3M-kapTuHa ayTOMMMYHHOIO MOpa*KeHus
LWNTOBUAHOW »enesbl) B ¢ase rMnoTupeosa, Ha-
3Ha4yeHa 3aMecTuUTeNbHas ropMoHanbHas Tepanus ne-
BOTMPOKCUHOM. MOBTOpPHOE obpalleHne B CTauMoHap
yepes 3 Mecsua C *KanobaMmu Ha NpoOrpeccupyoLLyto
cnabocTb, TOLWHOTY, apTepuanbHyl TUNOTEH3NIO.
Mpw obcnenoBaHUK BbiSBAEHA NEPBUYHAN HAAMOYEY-
HWKOBas HeaocTaTouHocTb (HH), HasHaueHa 3amMecTu-
TeNbHaf ropmoHanbHaa Tepanuda. 3anogo3peH AlC,
MyTauuii B reHe AIRE He 06HapyKeHo, UTo Mo coyeTa-
HUIO KNNHWYECKMX nposieieHnin (HH, AUT, BUTUANTO)
NO3BOJINNO0 OTHECTU AaHHbIN cnydvait K ATC 2 Tuna.

Y pouvepu naumeHTKu J1. BbISBNEH CaxapHbIA gna-
6eT 1 Tuna (CA1). B 1,3 roaa ¢ KNaCCUUYECKUMU KK-
HUYECKMMU U MeTabonnyeckMMmu npusHakamm CA1.
BbisiBNeH BbICOKMIA TUTP ayToaHTuTen (GAD), HasHa-
yeHa UHCYNNHOTepanus. 3a 8 net HabnwaeHUs ayTo-
WMMYHHbIX MOBPEXAEHUA APYTUX Kenes n OpraHos
Yy LEBOYKN HE OTMEYEHO.

Mayuenm C., 12 net. B BO3pacTe 7 neT nocje ne-
pPeHEeCEeHHONW aHrMHbl PasBUACA MEepPBUYHBIA rNoMepy-
noHebpuT, ¢ HEDPOTUUECKMM CUHLPOMOM, UyBCTBU-
TeNbHbI K Tepanuu cTepouiamu. lNepBbii peumans
yepes 2 roaa Ha ¢oHe OPBW, Ha3HauyeH NpeAHN300H.
Ha saTom doHe 3admKcmMpoBaHa rnoKo3ypus, runeprian-
KEMUsI, BbICTAB/IEH AMArHO3 caxapHoro avabeta (CA),
HasHayeHa WHcynnHoTepanus. NMpu AOCTUNEHUMN CTa-
6uUnbHOM HOpMOrMKeMuun, C[l pacuUeHeH Kak CTepo-
WAHBIA, NHCYNNHOTEpPanusa OTMeHeHa. Yepes 6-7 Me-
CALLEB NOCAe OTMEHbl MHCYINMHOTepanumM OTMe4vanucb
nepuoanvyeckne nOAbLEMbI MOKasaTeneh rAMKeMUU
Bbile 11,1 MMonb/n. PebeHOK rocnutannsnpoBaH, bbin
anarHoctmposaH C[1 c yyeTOM BbICOKOro TUTpa ay-
ToaHTUTEN (AT-GAD, AT K ¢docdoTmposnHdocaTase),
BO306HOBNEHA MHCYNAMHOTepanus. Mpu naaHoBOK no-
BTOPHOM rocnutannsaunmn yepes 2 roga soisisneH AUT
no TUNNYHOW Y3-KapTuUHE LMTOBUAHON ¥enesbl U Bbl-
COKOMY TUTpy AT-TIMO, 4TO NO3BOJNAO MO COYETAHUIO
KAMHUYECKMX nposisneHuin: CA1, AUT, rnomepynoHed-
PUT OTHECTM AaHHbIN cnydan K AMNC 3 Tuna.

BbiBOA

MpeacTaBneHHble KAMHWYECKME Ccaydyau [AeMOH-

CTPUPYIOT pas/inyHbIiA BO3PaACT, NOCNeA0BaTEeNbHOCTb

NOSABNEHUS KaXAoro naToJiormyeckoro CUMNTOMO-
KoMMiekca B pamkax AlC. MaHudecTauusa cneayto-
Lero KomnoHeHTa AMC MOXeT BO3HUKHYTb B J11060M
BO3pPacTe Ha MPOTSXKEHUM BCEN XKU3HU, 4YTO TpebyeT
crneunann3MpoBaHHOro HabnoaeHUs 3a NPOPUNbHBI-
MW MauneHTaMn C LUenblo CBOEBPEMEHHON BepudpuKa-
UMM NOSIBAEHUS AOMOAHUTENbHBLIX MNaTONOMMYeCKMX
CUHAPOMOB Ha paHHeN CTaanun N KOPPEKLNN NeyeHuns.
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10-71eTHHH OIBIT
HEOHaTaJIPHOI'O0 CKPHHHHTIAa
Ha BPOXJAEHHYIO AHCPYHKIIHIO
KOPHI HAAIIOYEeUHHKOB
B TBepCKoii ob61acTH

'dre0yY BO Teepckoit MY MuHsapaBa Poccuu, . TBepb, Poccus
2IbY3 «KAB N22», . Teepb, Poccus

BporaeHHas AMCOYHKUMS KOpbl  HaAMOYEeYHU-
kKoB (BAKH) 3aHMMaeT 0AHO W3 NNAUPYIOLWLNX MECT
Nno pacnpoCTPaHEHHOCTU Cpeaun HacneaCTBEHHbIX
3aboneBaHunii. Hanbonee yactas popma — aeduunT
21-rnapokcmnassl BcTpeyaeTcs B cpeaHem 1/10 000-
15 000, gocTturas B OTAEJIbHbIX 3THUYECKUX rpynnax
1/128. Takaa uactota BAKH Hapsaay c Bapuabesb-
HOCTbIO €6 KNMHUKN — OT OCTPOro HaAno4Ye4yHnKoro
Kpu3a B MepuHaTajJbHOM nepuoae Ao repmadpoam-
TM3Ma C OWWBOYHBIM YCTaHOBNAEHWEM MACMOPTHOrO
nojia — TpebyeT OT COBPEMEHHOM MeAMLINHbI yCOBEp-
LUEHCTBOBAHMA METOAOB ANArHOCTUKN 3aboneBaHus.
Llenb nccneposaHus

OueHnTb 3GPEKTUBHOCTb HEOHATaJibHOr0 CKpU-
HWHra Ha BJKH Ha pernoHanbHOM ypoBHe.
MaTtepuan n metopabl

lNpoaHannsnpoBaHbl pe3yfbTaTbl HeEoHaTaJibHOro
CKpuvHuHra Ha BAKH 3a 10 net ¢ 2008 ropa v aaH-
Hble pervoHanbHOro permcrtpa naumeHToB ¢ BAKH,
BKJIlOUaKOLWMEe aHTpOMNoOMeTpuo, YypoBeHb 17-OH-
NporecTepoHa, Kaaus U HaTpus B KPOBU, KoMopbUa-
Hbl€ COCTOAHUSA, A03bl KOPTUKOCTEPOULOB U Pe3yJib-
TaTbl MONEKYNAPHO-FEHETUYECKOr0 NCCNef0BaHNS.
PesynbraTbl

Mo pe3ynsbTatam HEOHATaIbHOrO CKPUHUHIra Ha BAKH
BbisiBAeHO 10 MauneHTOB C KNaccnyeckon ¢opmor Heao-
CTATOYHOCTU pepMeHTa 21-rmapoKcmnassbl, UTo onpeae-
JINNI0 YacToTy AaHHoro BapmaHTa BAKH y HoBopoXKaeH-
Hbix 1/14387. B cBOO ouepedpb, pacnpocTPaHEHHOCTb
B HacTosLlee BpeMa cocTtasuna 4,3 Ha 100 000 pet-
CKOro Hacenenus. MNpu pacnpeaenexHnn geten ¢ BOKH
No MoJly COOTHOLUEHME MasibuMKU/OEBOYKN COCTaBU-
no 1,5/1. CpeaHee 3HaueHue 17-OH-nporectepoHa
MPY CKPUHUHIE 3aBUCEN0 OT KNMHUYeCcKon popmbl BAKH:
ans Bcex cnydaeB (n=10) — 322,6+157,0 HMoAb/n;
ans npocteix ¢opMm (n=4) — 177,0£36,0 HMoONb/n;
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AN OCNIOXHEHHbIX (conbTepsiowasn) ¢opm (n=6) —
419,6+153,5 HMonb/n (p<0,05). AHannM3 aHTponoMme-
TPUYECKNX [aHHbIX MOKasaj, uTo CpeAHUn BeC Ho-
BOpOXAeHHbIX ¢ BAKH coctaBun 3668,8+361,6 r;
npu npocton ¢opme — 3955,0£105,0 r; npu O0CNOXK-
HeHHol — 3428,01234,4 r (p<0,05). AnvHa Tena Tak-
e MMeNa pasanuve y AeTel C 0CJIOKHEHHO dopmoli
no cpaBHEeHMIO ¢ npocToi ¢opmoii BAKH (52,811.8 cmMm;
55,5t£0,5 cM; 51,811,4 cM, cooTBeTCcTBEHHO (p<0,05)).
BOAHO-3NEKTPOAUTHBIA BanaHc mMMmen crneumpuyeckmne
HapylleHus xapaktepHble ansa BAKH: ypoBeHb Kanus
B cpeaHeM cocTtaBwus 7,0510,84 Mmonb/n; npu npo-
cton ¢opme — 5,27+0,58 MMosb/A; NPU OCNOMKHEH-
Hom — 7,830,111 mmonb/n (p<0,05); ypoBeHb Ha-
Tpua (126,29+8,90 mmonb/n; 136,67+1,78 MMonb\J;
118,50+3,75 M™MMonb/n, cooTBeTCTBEHHO (p<0,05)).
Taxenble KOMOPOUAHbIE COCTOSIHMA BbIANM Y 3-X Nauum-
E€HTOB C OCNOMHEeHHoW ¢opmor BAKH: 2 — cencwuc,
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UCCNEAOBATENbCKUM LEHTP SHAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u ALORAT R MERMHCIO - o e
IN=
1 — MHOMeCTBEHHble MOPOKM pa3BuTUA. Bce nauneH-
Tbl KOMMEHCMPOBaHbl Ha 3aMeCcTUTENIbHOM FOpPMOHaNb-
HOlM Tepanuu: npoctas ¢opMa — [JIIOKOKOPTMKOUABI
(rMapoKOpPTM30H); OCNOXHEHHass dopMa — KOMOMHa-
LMS TIOKO- U MMHEPANIOKOPTUKOUAOB (TMAPOKOPTU3OH,
dnyopokopTnsoH). [poBefeHHOe  MOJEKyNspHO-re-
HeTu4eckoe wuccnefoBaHve 6 nauMeHTaM MoKasano,
yToy 5 66111 BbISIBAIEHBI HAMbONEE YACTbIE MyTaLMM reHa
CYP21,y 1 — penkas TodeyHaa MyTauus.
BuiBopg,

PesynbTaThl HEOHaTaJibHOro CKpuWHWHra Ha BAKH
NOATBEPAMIIM €r0 BbICOKY 3Q(EKTUBHOCTb B paHHEN
AVarHocTuKe 3aboneBaHus, YTO NMO3BOJIAT CBOEBpe-
MEHHO HauaTb cneunduUeckyto Tepanuio, NpesoTBpa-
TUTb HebnaronpusATHbIE NCXOAbl, COXPaHMB XopoLlee
KaueCcTBO M3HU U NOMHYI0 COLMANbHYIO afanTauunio
NauMeHTOB U ero CEMbU.

CkpuHHHTI Ha BIKH u BpOXAeHHBIH 'HIIOTHPEO03
B pecniyb6auke KpsiM 3a mepuop 2014-2021 ropsl

MuHUCTEepCTBO 3ApaBooxpaHeHns Pecnybavkm KpeiM, r. Cumpepononb, Poccus
B pecny6ivke KpbiM CKPMHUHI HOBOPOMAEHHbIX HAa BPOXAEHHbIN rMnoTnpeos nposoautcs ¢ 2006 roga, aaH-
Hble NpeacTaBfieHbl B Tabaunue 1, CKPUHUHT HOBOPOMKAEHHbIX HA BPOMKAEHHYIO ANCHYHKLMIO KOPbl HAaANOUYEUHU-
KoB npoBoauTcst ¢ 2012 roaa, AaHHble NpeACcTaBieHbl B Tabnuue 2.

Ta6n. 1. aHHble N0 CKPUHUHTY Ha Bl B pecny6nuvke KpbiM (2014-2021)

roabl Poaunnocb O6cnepoBaHo BbisiBneHo Nvarxos YacToTa
neten neten natonoruun noATBepHKAEH BI
2014 29 391 29 047 19 7 1:4 149
2015 29 664 29 216 43 5 1:5 843
2016 23197 22 958 62 4 1:5 739
2017 21 110 20906 81 6 1:3 484
2018 20678 20 465 52 3 1:6 821
2019 19 427 19 262 47 12 1:1 631
2020 19 188 18 953 64 3 1: 6 317
2021 18 749 18 514 50 5 1:3 702
Bcero 181 404 179 321 418 45 1:3985
Tabs. 2. flaHHble No CKpUHUHTY Ha BJKH B pecny6nunke Kpbim (2014-2021)
foabl Poannoch O6cneposaHo BbiABNEeHO OvarHos YacToTa
neten neten natosorum NoATBEPXKAEH BAKH

2014 29 391 29 047 19 3 1:9 682
2015 29 664 29 216 22 — —
2016 23 197 22 958 33 2 1:11 479
2017 21110 20 906 18 3 1: 6 968
2018 20678 20 465 21 1 1: 20 465
2019 19 427 19 262 27 3 1: 6 420
2020 19 188 18 953 17 1 1:18 953
2021 18 749 18 514 23 2 1:9 257
Bcero 181 404 179321 180 15 1:11 954
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MpoBeneH aHanAn3 pPacnpoCTPaHEHHOCTM BPOXAEHHOIO rMNOTUPEO3a U BPOXKAEHHON ANCOYHKLMU KOpb
HaAnoyeuyHMKOB B pecnybaunke KpbiM 3a 8 neT (2014-2021 roabl). laHHble npeacTaBfieHbl B Tabanue 3.

Ta6n. 3. PacnpoctpaHeHHocTb B v BAKH B pecny6auke Kpbim

3aboneBaHue/roabl 2014 2015 2016 2017 2018 2019 2020 2021
BIr 72 74 68 70 74 83 92 95
BAKH 18 19 19 19 21 23 26 28

TakuM 06pa3oM, 3a 8 aHanmsupyembix et (2014-2021) B pecnybsnke KpbiM Mo pesynbTaTaM HeOHaTalb-
HOTO CKPWHMHIA BbIBNIEHO 45 C/llyuaeB BPOXAEHHOrO runotupeosa (YactoTa BcTpeyaeMocTu Bl cocTaBuna
1 cnyyait Ha 3 985 HOBOPOMKAEHHbIX) U 15 CnyyaeB BPOMKAEHHOW ANCOYHKLMN KOPbI HAAMOYEUHMKOB (YacToTa
BcTpeuaeMocTn BAKH coctaBuna 1 cnyyait Ha 11 954 HOBOPOMAEHHbIX).

https://doi.org/10.14341/PMPE-2022-26 HayaTb Tepanuio U nNpeaoTBpaTUTb WHBaAMAU3aA-
uMio. HeoHaTanbHbIN CKPUHWUHT Ha Bl B KabapauHo-
Bankapckoli Pecnybnnke nposoautcs ¢ 1996 roaa,
Ha AFC c 2006 ropa. BBepeHue HeoHaTasibHOro
CKpuHWHra Ha AIC nossonsieT cnacTu feTein oT ru-
6enn, CoNbTepsoLWLMX KPU30B MU NMPaBUIbHO BbibpaTb
NONOBYIO MPUHAANEXHOCTb NPU BbIPAXKEHHON BUPU-
NN3auMnN HapYKHbIX FeHuTanuii y aesouvek. OAHUM
N3 OXUNAAEMbIX NOJIOKUTENbHBIX MEAUKO-COLMANbHbIX
3dQdeKToB OT NpoBeAEeHNS HEOHATaJIbHOIO CKPMHUHIA

Pe3ysIpTaThl HEOHATAJIBHOI'O
CKPHHHHIa Ha BPOXAEeHHBIH
IHIIOTHPEO3 H afipeHo-
reHHUTAaJIBHBIA CHHOPOM
B KabapauHo-BasikapcKoii
pecrniybnuke

FbY3 «PAKBE» MuHsapasa KEP, r. Hanbuuk, Poccusa

HeoHaTaibHbIi CKPUHWUHT Ha BPOMAEHHbIA FMNOTU-
peos (Bl naapeHoreHuTanbHblli cuHapoM (AIC) noka-
3a/1 CBOO 3G DEKTMBHOCTb Kak METO/, paHHeNl agMarHo-
CTUKKN 3abosieBaHMsA, MO3BOJNIAIOWNIA CBOEBPEMEHHO

Ha pernoHanbHOM YpOBHe ABNAETCH OTCYTCTBUE WH-
BaNMAN3INPYIOLLUX OTKIOHEHWN B COCTOSHUWN 340p0-
Bbs geTein. 3a nepmog 2019-2021 r.r yncno poams-
LMXCH AeTen cocTaBuno — 32247 petein, B paMKax
nporpaMmbel CKpUHWHra 3a nepuop 2019-2021 rr.
obcnenoBaHo 31247 HOBOPOXAEHHbIX. O6XBAT CKpU-
HWHIOM B cpegHeM 3a 3 roga cocTasun 96,6 %,
B 2021 roay —100 %.

Kon-Bo Kon-Bo Ron-Bo Kon-Bo Kon-Bo Kon-Bo Kon-Bo Kon-Bo
HOBOP-X obcnen-x TEeCTOB Ha | TecToB Ha BbISIB-X NleYeHHbIX BbISIB-X JleyeHHbIX
BIr Alrc Br BIr Alrc Alrc
2019 10804 10046 10046 10046 3 3 0 0
2020 10819 10478 10478 10478 4 3 4 2
2021 10624 10632 10632 10632 1 1 2 2
foabl KonnuecTtBo NpoBeneHo MNpoBeneHo B3saTo Ha yueT Bl
HOBOPOXAEHHbIX KBP TecToB Ha Bl pertecTtoB Ha Bl Mo CKPUHUTY
no gaHHbiM POCCTATA
2019 10046 10046 274 3
2020 10478 10478 295 4
2021 10632 10632 248 1
Utoro 31247 31247 817 8
[oabl KonnuectBo NpoBeaeHo MNpoBeneHo B3aTo Ha yueT AI'C
HOBOPOXKAEHHbIX KBP TecToB Ha Al'C peTtectoB Ha AlC MO CKPUHUTY
no gaHHoiM POCCTATA
2019 10046 10046 174 0
2020 10478 10478 289 4
2021 10632 10632 268 2
Utoro 31247 31247 731 6
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Mo pesynbTaTaM HeoHaTaJbHOMO CKPUHMHIa onpe-
peneHa vactota ATC — 1:5374 HOBOpPOXAEHHbIX,
Bl — 1:4030 HOBOPOXAEHHbIX.

OpraHusauma HeoHaTaslbHOrO CKPUHMHIA Ha BPOXK-
[EeHHbIN rvnoTupeos n ArC B KabapanHo-Bankap-
CKoli Pecnybnvke nosBOAuAO [A0OUTBCA BbICOKOIO
npoueHTa obcnefoBaHMs HOBOPOMAEHHbIX, CBOEBpe-
MEHHOE Hayas0 JeyeHns NaumMeHToB.

BbiBOAbI

MpenMyLLeCTBOM BbINOJSHEHNS NabopaTopHOro 3Ta-
na HeoHaTa/bHOro CKPUHWHIA Ha PErMOHaNbHOM YPOB-
He ABASeTCA yayJdleHne onepaTUBHOM CBA3M 1 B3auUM-
HOM KOOpAWHAUMWN AENCTBUIA POAOBCNOMOraTesibHbIX,
neavaTpuyeckmx nedyebHO-NMpoPUAAKTUUECKUX Y4~
peXAeHU U MEANKO-TEHETUUYECKOW CNYHKOblI.

OpraHusauusi nabopaTopHOro sTtana HeoHaTasb-
HOro CKpPUMHWHra no3BoJAMfa JA06UTbCSA BbICOKO-
ro npoueHtTa o6cnenoBaHWs HOBOPOXAEHHbLIX (Ha
2021 rogp — 1009%), ynyuylweHus BbISBASEMOCTU
BPOXAEHHOro runotnpeosa n AI'C, yMeHbLUEHNA CPO-
KoB 06CieaoBaHMA U paHHee Hauano.

https://doi.org/10.14341/PMPE-2022-27

BHyTpHCeMeHHbIH
KJIMHHUYECKHH ITOJIUMOPPHU3M
X-CLIeIIJIEHHOH
afpeHOoJIeHKOZAHUCTpOodHH.
BO3MOJXHOCTH paHHeH
OHArHOCTHKH

OreyY «HMWL sHpoKkpuHonorun» MunHsapasa Poccuu,
r. MockBa, Poccus

BeeaeHune

X-cuenneHHasa agpeHoneiikoanctpopusa (X-A14) —
TAenoe HelpoaereHepatuBHoe 3aboseBaHue, xa-
paKkTepusyloLleecs BOBJEYEHMEM B NaTONOMMYECKUNA
Npouecc LEeHTpanbHOW W nepudepuyeckoin Heps-
HOM CUCTEMbl, HAAMNOYEUYHMKOB, B HEKOTOPbLIX Chy-
yasx roHaa. lVimeeT X-cuenneHHbI pPeLeCcCUBHbBIN
XapaKkTep HacnenoBaHWs, BO3HWKAET BCAEACTBME My-
Tauuu reHa ABCD1. B coBpeMeHHO MeauLnHe cyLle-
CTBYET eANHCTBEHHbI METOA JieueHNs C AOKa3aHHOM
3QPEKTUBHOCTbIO — TpaHCMAAHTaUUs remMonoaTuye-
CKUX CTBOJIOBbIX KNieToKk (TICK), KoTopbii No3BOAAET
OCTaHOBWUTb MPOrpeccuio NoparKeHmns HepBHON cucrte-
Mbl. MpoBeaeHne TFCK BO3MOMKHO Npu LepebpanbHON
dopme 3ab0s1eBaHMs 1 TOJIbKO NPU HayaibHbIX U3MEHEe-
HUAX NO AaHHbIM MPT ronosHoro Mosra. B HacTosALllee
BpeMsl Ha TpeTben CTagun KAMHWUYECKUX UCMbITaHWUI
HaXoAMTCS reHHas Tepanusa C UCNONAb30BaHWEM NeH-
TUBMPYCHOI0 BEKTOpa, OAHaKO ee NpuMeHeHne AMMn-
TUPOBAHO TaK e, Kak u npumeHeHue TICK. CornacHo
dopmaM 3aboneBaHusi, X-AJI[, MoxeT MaHuUdecTUu-
poBaTb MB0O C HEBPOJIOTMYECKMX CUMMNTOMOB, NM6O

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u CIALMONATISHUIR MERMMHCKIA oo
IM=

C HaAMNOYEeYHUKOBOW HEAOCTAaTOUYHOCTM, OAHAKO Auna-
FHO3 MOMEeT OblTb YCTAHOBJIEH M B OTCYTCTBUM KaKOW-
6o cMMNTOMaTUKKM — npu 06Ccnea0BaHUN POACTBEH-
HMKOB MaUMEHTA C yXe YCTAHOBJIEHHbIM AMArHO30M.
YunTbiBasi y3K0oe TepaneBTUYEeCKOe OKHO CYLLEeCTBYHO-
LLMX METOAOB leyeHns, HeobXoANM TLATEeNbHbIA Coop
HacneACTBEHHOr0 aHaMHe3a AN MaKCMMajbHO paH-
Hein AnarHocTukm X-AJ11.
OnucaHue KIMHMYECKUX CJlyvaeB

Cembss H., C OTArOWEHHbIM HaCNeACTBEHHbIM
aHAaMHE30M — KEHLWMHbl N0 MATEePUHCKON JNUHUK
Habnopanuce HeeBposnoramu 6e3  yCTaHOBJEHHO-
ro Ho3oJiornyeckoro auwarHosa (y 6abywkm u ce-
CTpbl 6abyLWKM Heaep!KaHUe MOYM U Kana, y Matepu
napecTesun B Horax, aHypes). Y cpefHero pebeHKa
B CeMbe B Bo3pacTe 9 sieT 3abosieBaHne MaHudecTu-
pPOBaji0 pPE3KO BbIPa*KEHHbIMU HEBPOJIOrMYECKUMMU
CMMNTOMaMu: HapyLleHWe NMOXOAKU, MaMATn, MeKoun
N KPYMHOW MOTOPUKM (M3MEHEHMEe Mo4YepKa U TpyA-
HOCTM B OLEBaHWUW), yTpaTa NPUOBPETEHHbIX HaBbl-
KoB (nepectan uMtaTtb, TPYAHOCTb B GOPMYIMPOBKE
dpas), a TaK*Ke HapyLlleHNs B MCUXOIMOLMOHANbHOM
chepe (TPEBOMKHOCTb, HOS3ANBOCTb, HECMPUUNHHDIN
naay). Ha OCHOBaHMM MOBBLILLIEHHbIX YPOBHEN KuUp-
HbIX KMCJIOT C OYeHb AAMHHOW uenbio (OALUMK) 1 3a-
mMeHe ¢.871G>A (p.Glu291Lys) B 1 23K30He reHa
ABCD1 B reMMsuUrotHOM COCTOSSHUW YCTaHOBJIEH
AvarHos  X-cuenseHHon appeHonenkoamcTpobum
(uccnepoBaHus npoBefeHbl Ha 6ase MIHL, B nabo-
paTopun HacneacTBeHHbIX 6onesHelr obMeHa pyk.
3axaposa E.H0.). Mo aaHHbIM MPT ycTaHOBJ/IEHA LiEpE-
6panbHaa ¢opma X-AJ1[, pebeHOK yMep B BO3pacTe
10 net o1 ocnoxHeHnn TICK, npoBefeHHON Ha No3A-
Hel cTaauun 3aboneBaHus. Mpu NpoBeAEHUN MOJIEKY-
NAAPHO-TEHETMUYECKOro UCCcneaoBaHUsl YieHaM CeEMbN,
y AByX bpaTbeB (Mnaawwuin 1,5 roaa, ctapwwuii 13 nert)
BbISIBJIeHA aHanoruyHas MyTtauus. Mo pesynbratam
obcnepoBaHusa y 06omx Gblia ycTaHOBNEHa MepBUY-
Has HaANoO4YeyHMKOBas HeAOCTATOYHOCTb M HauaTa
3aMecTuTeNibHas Tepanusl. B xoae panbHenwero au-
HaMuuyeckoro HabnwaeHns nopaxeHusa LUHC no aaH-
HbIM MP-TOMOrpadumny cTapweronMmnaglero bpatbeB
He BblIBJIEHO, Y 000MX MMeeT MecTo HaAMoYeyHMKo-
Bas HEAOCTATOUYHOCTb C Pa3HbIM TEYEHUEM — Y MNaA-
lwero 6paTta NpuCyTCTBYeT [/IIOKO- U MUHEpaNKop-
TUKOMAHAsA HEeAOCTaTOUYHOCTb C YacTbIMU KpuU3aMmu;
y CTaplero BANOTEKyLLas TIOKOKOPTUKOMAHAS He-
[OCTAaTOYHOCTb, 6e3 npucoeanMHEHUS MUHEpanKop-
TUKOMAHOIO KOMMOHEHTa B TeueHue NATU NeT AWHa-
Muyeckoro HabnwoaeHus. Takxe, y cTapwero bparta
no AaHHbIM SHMI BbiiBAEHbl HavabHble NPOSBAEHUS
afpeHoMuenoHeiponatun. TakuMm obpasoM, B AaH-
HOIW ceMbe npeacTaBfieHbl BCe popMbl 3aboneBaHus
npu OAMHAKOBOM reHoTMMe: y CTapllero — ajapeHo-
MueNioHeponaTusl, y cpeaHero — uepebpanbHas
dopmMa C BblparKeHHOW Nporpeccuen, y Maaglliero —
N30NMpPOBaHHasA HaANOYeYHMKOBas HEAOCTAaTOYHOCTb
(B HacTosiLLLEE BPEMS), Y *KEHLLMH MO MAaTEPUHCKOM NN-
HUW CUMNTOMbI HOCUTENLCTBA 3ab0neBaHus.
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B cembe M. y cTapwero bpaTta 3abosieBaHne MaHu-
decTmpoBano B 5 et cMumMnNTOMaMum HaAMnOYEeUYHUKO-
BOW HEAOCTaTOMHOCTU, YUUTbIBAA HannumMe U3MeHe-
HWIA FOJIOBHOrO MO3ra no AaHHbiIM MPT ycTaHoBneHa
uepebpanbHas ¢opma 3aboneBaHus. PebeHoK ymep
B BO3pacTe 5 neT BCneacTBUE NMPOrpeccum HeBpoO-
noruyeckoro geduumnTta. MoseKynspHO-reHeTudyec-
Koe wuccnefoBaHue BbIABUNO aHanorMuyHy na-
TOreHHY0 reMuUsuroTHyrw wmytauuio c. 1899C>G
(p.Ser633Arg B 9 3K30He reHa ABCD1) (uccnepo-
BaHWe npoBeaeHo Ha 6ase MIHL, B nabopaTtopuu
HacneAcTBeHHbIX bonesHeli obMeHa pyK. 3axapoBa
E.F0.) y Mnapwero 6pata npu OTCYTCTBUWU KAUHU-
yeckunx cumntomoB B 1,5 roga. B 1 roa 8 mecsaues
yCTaHoBJieHa CybKNMHWYeCcKass nepBUYHas Haa-
NoYevyHUKoBass HEAOCTATOYHOCTb, WHULMUPOBAHA
Tepanus ruApoOKOPTUM30HOM, cnycta 10 Mecaues
K Tepanuu pobasneH GnyapoKOpTM3OH. B xone au-
HaMuMuyeckoro HabnwaeHWs perynspHo npoBoAu-
nocs MPT ronosHoro Mosra, B 5 jieT BbIiBJIEHbI
HauyanbHble nMposiBAeHuss 3aboneBaHusa. PebeHky
nposejeHa TpaHcnaaHTauma ayTtonorndHbix CD34+
KNETOK, MOAMOULMPOBAHHbBIX IEHTUBUPYCHbIM BEK-
TOpoM B 2014r B paMKax KJAMHWYECKOro uccnepno-
BaHu4. Mo gaHHbIM MPT ot 2018 roga oTtmeuvaertcs
OTCYTCTBME OTpULATENbHON AWHAMUKK NOparKeHus
LHC.

BbiBOAbI

OnucaHHbIe ceMeliHble caydyaun 3aboneBaHua un-
MOCTPUPYET KNNHMUECKYIO reTeporeHHoCTb X-cuen-
JIEHHOWN aapeHonenkoancTpoduun: Npu oAMHaAKOBOW
MyTauum Yy PpOACTBEHHWKOB BO3MOXHO Hanuuue
Bcex Tpex ¢opmM 3aboneBaHusA. TakkKe, ONUCaHHbIE
c/lyyan LEMOHCTPUPYIOT BarKHOCTb obcnepoBaHus
POACTBEHHMKOB U UX AMHAMMUUYECKOro HabnoaeHus.
CBoeBpeMeHHas AuarHocTuka 3aboneBaHus no-
3BO/ISIET HE YNYCTUTb LLeHHOEe BpeMs AN NpuMeHe-
HUA Tepanuu, 0OCTaHOBUTb NMPOrpPeccuio NopaxeHums
HEPBHOW CUCTEMBbI.

https://doi.org/10.14341/PMPE-2022-28

HeoHaTaJIbHBIH CKPHHHHT
Ha BPOXXJAEHHYIO AHCOYHKIIHIO
KOPBI HAATIOYEeYHHKOB
B pecnny6y1uKe BalIKopTOCTaH

13acaakuH U.C., 2Mannesckuin 0.A., 3bunanos @.C.,
'MakynoBa P.P., 3TumodeeBa E.A., *MopsiauHa 0.B.,
3Hypranuesa J1.3.,3AonoBa I'.P., 2KnumeHToeBa M.M.,
‘babpan A.A., “AxmeauHa A.X., “UimamyTanHoBa P.M.,
‘bawaposa P.B., ‘fatuatynnuHa J1.P., “MaynutoBa P.U.,
2ManueBcKas P.U.

"MMHUCTEPCTBO 34paBooXpaHeHns Pecnybnunkum
BawkopTocTaH, I. Yoa, Poccus

20re0y BO bIrMY MuHsapasa Poccuu, . Yoa, Poccus
SFBY3 PMIL, r. Yoda
“r'bY3 POKB, . Yoa, Poccus

AKTyanbHOCTb

BpoxaeHHas AMCOYHKUMS KOpbl HaAMNOYeYHU-
koB (BOKH) — rpynna 3aboneBaHuii, 0bycnoBneH-
HbIX AedeKTOM (EepMEeHTHbIX CUCTEM, y4aCTBYIOLLMX
B CUMHTE3e CTEPOMAHbIX FOPMOHOB HaAMNOYEYHUKOB.
Bonee 90 % cnyuyaes BAKH obycnoBneHo pedpuumtom
21-rnapoKcunasel, ABAAIOLWENCA KNOUYEBbIM GepMeH-
TOM BMOCMHTE3a T[IOKO- M MUHEPANIOKOPTMKOMAOB
B KOpe HaAMo4yeyHuKoB. AedmumnT 21-ruapokcmnnassl
noapasfenseTcss Ha Kiaccuyeckue (conbTepsitoliaas
1 BUPUIbHAS) U HEKNACCUYECKYIO GOPMBbI.

YacTtota Khaccumyeckmx ¢opm BAKH Bapbupyet
B 3aBMCUMOCTU OT 3THUUYECKOM NPUHAANEXHOCTN U re-
orpaguuecKkor 3o0Hbl — OT 1:280 y 3CKMMOCOB ANSICKM
no 1:42000 y adpo-amepuraHues CLUA. CornacHo
[LaHHbIM CKPUHUHra 6.5 MUAIMOHOB HOBOPOXKAEHHbIX
B 13 cTpaHax Mupa CpeiHAs 4yacToTa KJacCUYeCKux
dopmM 3aboneBaHus cocTtaBnaseTr 1:15000, npu 3TOM
67 % npuxoamnTcsa Ha conbTepsatowyo dopmy, 33% —
Ha BUPWbLHYIO, @ 4YacToTa reTepo3nroTHOro HoCwu-
TesnbcTBa agocturaet 1:60.

PaHHAA AnarHocTvka 3aboneBaHuA B pesysibraTte
HEeoHaTaJIbHOr0 CKPUHWHIA N KaK CneAacTBUE CBOEB-
peMeHHO HauyaTasd ropMoHasbHas Tepanusa no3Bos-
eT npefoTBpaTUTb NeTalbHble UCXOAbl MPU COJbTe-
psiowel dopme, nsbexkatb OWIMOOK B onpeaeseHnn
MOJIOBO NpUHAANEXKHOCTU AeBO4YEK M obecrneunTtb
HOpMasbHOe PU3NUYECKOE N TON0BOE PasBUTUE NPU BU-
punbHOM GopMe. B 0OCHOBE CKPUHWHIA NEXUT onpeae-
NieHne ypoBHs 17-okcunporecTtepoHa (17-0HP) B cy-
XOM MATHEe uenbHoi Kposu. K 1991 roay ye 29 ctpaH
BHELPWAN NporpamMmy CKpuHuHra BAKH.

C 2006 ropa B paMKax HauMoOHaJNibHOro npwu-
OPUTETHOr0 MpoeKTa «340p0Bbe» [AOMNOJHUTENb-
HO K MPOBOAMMOMY HeOHaTalbHOMY CKPUHWUHIY
Ha QEHWIKETOHYPUIO U BPOXAEHHbIA TMNOTMPEO3
B Pecnybnvke bawKkoptocTaH Hauato obcnepoBa-
HVE HOBOPOMAEHHbLIX €Lle Ha TP HacneACTBEHHbIX
3aboneBaHus, B T.U. U HA BPOXKAEHHYIO ANCHYHKLMIO
KOpbl HAAMOYEYHUNKOB.

MaTtepuan n metopabl

BaaHHoli paboTenpoBeseHaHann3 pesyibTaToBHe-
OHaTaNlbHOrOCKPUHMHIaHaBPOXAEHHY O ANCOYHKLMIO
KOpbl HaAMno4YeuyHUKoB B Pecnybsivke BallKkopTocTaH
c 2008 roga. MNpu nposBefeHUN CKPUHWUHIA y BCeX
HOBOPOXAEHHbIX Ha 4-5 AeHb W3HM (Y HeaoHO-
LUEHHbIX JeTell — Ha 7-14 [eHb XW3HKU) OCyLlecT-
BNIANCA 3ab0op KanuansapHoi KpoBu. YpoBeHb 17-OHP
B MATHE KPOBW HOBOPOMAEHHbLIX OMNPEAEeNnsNiCa UM-
MYHOOOOPECLEHTHBIM METOAOM C WCMOJb30BaHU-
eM peakTuBoB «DELFIA Neonatal 17-OHP». B na6o-
paTopuvn HeoHaTaJIbHOr0 CKPUHMHIA NepBOHaYa bHO
B KauecTBe BepxHero gonyctumoro npegena (Touyka
cut-off) npuHumancs yposeHb 17-OHP 30 HMonb/n
AN [OHOLWIEHHbIX U 60 HMOAb/N AN HEeAOHOLIEeH-
Hbix. OnpepeneHne 17-OHP B UENbHOW KPOBU HO-
BOPOXAEHHbIX MNpoBOAMIOCL B nabopatopum He-
OHaTaJIbHOr0  CKPWHUHIra MeAUKO-TEHETUYECKOro
KabuHeTa PecnybiMKaHCKOro MeANKO-reHeTUYeCKoro
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ueHTpa. B chyyae nosbiweHHOro ypoBHsa 17-0OHP Ho-
BOPOX/AEHHbIE BbI3bIBAJINCb B MEANKO-TEHETUYECKYIO
KOHCynbTauuw Ang mccneposaHumsa yposHsa 17-OHP
B CbIBOPOTKE KpPOBW. B nocneaytoLwem oH Hanpasns-
JIUCb K 3HAOKpuHonory PAKBE ansa BepuduKkauunm amna-
rHO3a 1 Ha3Ha4yeHUs ropMoHaAbHOM Tepanuu.
PesynbTraThbl

B TeueHwue BCcero nepmoaa CKpMHUHra bbiio obcne-
poBaHo 680996 HoBOpoOXKAeHHbLIX. OXBaT HOBOPOXK-
LEeHHbIX CKpUHUHIOM cocTaBua 99,9 %. MNoBbILWEHHbIN
ypoBeHb 17-0OHP 6bin BoisiBneH y 0,5 % HOBOPOXAEH-
HbIX, BKJIIOYEHHbIX B MPOrpaMMy CKPUHUHIA, KOTOPbIM
B nociieaytowem 6bln NpoBeAeH peTecT ypoBHS 17-
OHP B LenbHOM KanuanspHon Kposu. Mpu NOBTOPHO
NOBbILEHHOM YPOBHE NoKasaTens AeTW Bbi3blBaJIUCh
B flabopaTopuio HEOHATaNIbHOTO CKPUHWHIa AAs UC-
cnepoBaHns yposHs 17-0OHP, kanus 1 HaTpus B CbIBO-
POTKe KPOBMU.

3a BeCb NEepuoA CKPUHWHIra BPOXAEHHaa Auc-
OYHKUMS KOpbl HaZANOYEYHMKOB Obla AMarHoCTMpoO-
BaHa y 73 HOBOPOXAEHHbIX. PacnpocTpaHeHHOCTb
3aboneBaHuss B Pecnybnuke BalwkopTocTaH cocTa-
Buna 1 cnyyain Ha 9328 HOBOPOMKAEHHbIX. JaHHbIN
nokasartesib CyLWeCTBEHHO He OT/IM4yaeTca OT aHa-
JIOTUYHOrO B OONIBLUMHCTBE ApPYruMx CybbekToB PO
N B Apyrux cTpaHax. icknioueHne cocTaBasfOT AULLb
OTAE/IbHble  W30JINPOBaHHbIE 3THUYECKME Trpynnbl
(sckmumochl), rae yactoTa BAKH upesBbivaiiHO BbICO-
Ka. Cpeamn HeKOTOpbIX 3THUYeCKux rpynn (adpoame-
PUKaHLbI, KUTaWubl) BCTpeyaeMocTb 3aboseBaHus,
HaobopoT, B HECKOJIbKO pa3 HUKe.

Bo3pacT npu noctaHoBke awarHosa BAKH y pe-
BOYEK [MOCJie BBEAEHWUA CKPUHUHra CyLleCTBEHHO
He u3MeHuscs. 3To 06yCNOBIEHO TEM, YTO U A0 BHe-
LPEHUS CKPUHMHIa AMarHoCcTuKa 3aboneBaHusa y ae-
BOYEK 6blN1a B 60/bLIMHCTBE C/lyYyaeB CBOEBPEMEHHOW
n3-3a repMadpoaMTHOrO0 CTPOEHUS HapPYKHbIX reHu-
Tanuin, ocobeHHO B Tex Cay4yasx, Koraa pasBuBancs
conbTepaloWwnin  Kpus. CylweCcTBEHHO W3MEHUIUCH
CPOKWM NOCTaHOBKM AMarHosa y MaJbunKkoB. Bce cny-
yaum conbTepsoLen GopMbl Yy HUX BbISBASINCL B He-
OHaTaJibHOM Mepuoje eLwe L0 PasBUTUA TAMKENIOro
ConbTepsatoLero Kpusa, bnarogaps yemy He TpeboBa-
Nlacb rocnuTaansaumnsa B peaHMMaLnoHHbIe OTAENEHNS
W nanaTbl MHTEHCUBHOW Tepanuu. BoisBneHne y Ho-
BOPOMAEHHbLIX MaNbYMKOB Hapsify C MNOBbILEHHbLIM
ypoBHeM 17-OHP runepkanveMnu n runoHaTpueMmnun
NMO3BOJISJIO AOCTATOYHO ObICTPO BepuduLMpoBaTh
NaHHylo ¢opMy 3aboneBaHWs M CBOEBPEMEHHO Ha-
3HayaTb 3aMEeCTUTEJIbHYIO FOPMOHaJibHYIO Tepanuio.
[lo BBeaeHWss HeOHaTaJbHOrO CKPUHUHIa BCe cliyyau
BUPUNBHOW (OPMblI Y MaJibuMKOB AWArHOCTUPOBA-
JIMcb B BO3pacTe cTaple 4 net, npy 3TOM NOBOAOM
ANA obpalleHus K Bpady 6blio NpexaeBpeMeHHOe No-
JIOBOE pa3BuUTME MO U30CEKCYalbHOMY TUMY.

TaknuM obpasoM, pacnpoCTpaHeHHOCTb BPOMAEH-
HOW AMCOYHKUMM KOpbl HaAmnmo4vyeyHUkoB B Pecny6-
NIvKe balKopTocTaH cocTaBmaa 1 cayyari Ha 9328 Ho-
BOPOX/AEHHbIX.

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

3 I I DenepanbHoe rocyaapcTeeHHOe BIOAXKETHOE yupexaeHne
«HALMOHAJbHbIA MELULMHCKUIA
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HeoHaTaJIbHBIH CKPHUHHHT
Ha BPOJXAEeHHBIH 'HIIOTHPEO03
B Pecnny6s11Ke BaluKopTOCTaH

13acaakuH U.C.,2Mannesckuin 0.A., 3bunanos @.C.,
"MakynoBa P.P., *Tumo¢eena E.A., *MopsiauHa 0.B.,
3Hypranuesa J1.3., *AonoBa I.P., 2KnumMeHTbeBa M.M.,
‘babpait A.A., “AxMeauHa A.X., “UiMmaMmyTanHoBa P.M.,
‘bawaposa P.B., ‘fatnatynnuxa J.P., “MaynutoBa P.W.,
2ManueBcKas P.N.

"MUHMCTEPCTBO 34paBooXpaHeHust Pecnybamku bawKopTocTaH,
r. Yda, Poccus

20re0y BO bIrMY MuHsapasa Poccuu, . Yoa, Poccus
SFBY3 PMTL, 1. Yda
“rbY3 PAKB, r. Yda, Poccus

AKTyanbHOCTb

B HacToslWee BpeMs He Bbi3blBAET COMHEHUS,
YTO BPOXKAEHHBI runoTmpeos (BI) no ceoeli pacnpo-
CTPaHEHHOCTN N MEAMKO-COLMaNbHOW 3HAYUMMOCTU
3aHMMaeT Ba*KHOe MecTo cpeau 3HAOKPWHHOWM naTo-
Jlornmn AeTckoro BospacTta. Ero pacnpocTtpaHeHHOCTb
Konebnetca oT 1 caydyas Ha 3000-5000 HOBOPOXK-
LeHHbIX B EBpone, CeBepHoit AMepuKke, ABCTpanuu
po 1 cnyyas Ha 6000-7000 HOBOPOMAEHHbLIX B
AnoHnn. 3aboseBaHne JOCTAaTOUYHO PEAKO BCTPeYaeT-
CS Y INL, HErPOUAHON pachl.

Mo3aHAA AmarHocTuKa 3aboneBaHUs NPUBOAUT K
HeobpaTUMOW 3aAeprKKe HEPBHO-MCMXNYECKOro pas-
BUTUA pebeHKa, MOAHOW AN YaCTUYHOWN yTpaTte Tpy-
LOCMNOCOBHOCTM, couManbHOM ae3ajanTaumm U Kak
CNeACTBME 3TOr0 K 3HauUMTENbHbIM 3aTpaTam obuie-
CTBa Ha coaepKaHue 60JbHbIX.

CKpUHMHM-06Cnef0BaHNE HOBOPOXKAEHHbIX NO3BO-
et AMarHoCTMpoBaTb WU HayaTb Je4yeHne runoTmpe-
03a B TeueHue NepBoro Mecsaua ¥usHu. Mo autepa-
TYPHbIM AaHHbBIM, COXpPaHEHWE WHTeNNeKTa pebeHka
B MOJIHOM 06beMe BO3MOMKHO JIMLb NPU AMarHOCTUKe
3aboseBaHMs WM Hauyane afeKBaTHOW 3aMeCTUTEsb-
HOM rOpMOHaNbHOW Tepanuu B TeYeHue nepBbIX ABYX
HefeNlb W3HW. HeoHaTaNbHbIA CKPUHUHE Ha Ha-
CNeACTBEHHble 3aboseBaHUsi BOLWIEN B HaLWOHasb-
Hblli MPOEKT «340POBbE» N Hayan peasin30BbIBATHCS
B Pecnybnuke bawkKopTtocTaH ¢ 1993 roaa.
MaTtepuanbl U MeTOAbI

MpoBeaeH aHanM3 pesynsLTaToB HEOHATaIbHOMO CKpU-
HWHra Ha runoTupeo3 B Pecnyb6sivKke BawKopTocTaH
c 1993 no 2021 rog, T.e. 3a BeCb Nepmon, CKpUHUHra.
Ha nepsBoM sTane B poAMNbHBbIX AOMax y BCeX HOBO-
POXAEHHbIX Ha 4-5 AeHb MU3HW (Y HELOHOLLEHHbIX
Ha 7-14 aeHb }KU3HKU) NpoBOAUIICS 3ab0p LeNbHON Kpo-
BM Ha cneumnanbHyto dunsTpoBasbHyto bymary. 06pasubl
KpPOBW OTMpaBasAnChb B nabopaTopuio HeEOHaTaNbHOMO
CKpUHUHra Pecnyb/iMKaHCKOro MeanKO-reHeTu4YecKo-
ro LeHTpa, rae onpefensncs ypoBeHb TUPEOTPOMHO-
ro ropmoHa (TTF) MMMYHODNOOPECLEHTHBIM METOLOM
C ucnonb3oBaHueM Habopos «DELFIA Neonatal hTSH».
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CBOPHUK TE3UNCOB

HePCOHaHI/IBI/IPOBaHHLIﬁ nmogxon B ,E[eTCKOI:I SHAOOKPHUHOJIOTUH

B KauecTBe BepxHero AonycTMmoro npegena (Touka
cut-off) npuHumancs yposeHb TTI 6onee 20 MME/n.
B cnyyae noBbiWeHHOr0 YpoBHSA TTI B TeX e 0bpasuax
KpPOBW OCYLLLECTBASNOCH NOBTOPHOE NCCNef0BaHNE ero
KOHLLeHTpaummn (BTopoi sTan). Ha TpeTbeM aTane pgetu,
B LENbHOM KPOBUM KOTOPbIX coAepKaHue TTI npeBbIwano
20 MME/n npu aByKpaTHOM onpeaeneHunm, Bbi3biBaanCh
B MeAMKO-FeHETUYECKYID KOHCynbTauuio AN muccne-
LOBaHVA YPOBHS TMPEOUHbIX FOPMOHOB B CbIBOPOTKE
KpoBW. [lInarHo3 noATBEPXAaNCs BPauyoM — [AETCKUM
3HAOKpUHOoNorom POKE. YpoBeHb TMPEOTPOMNHOro rop-
mMoHa (TTT), obwero n ceBoboaHoro TMpoKkcuHa (T4),
TpuinoatTupoHuHa (T3) B CbIBOPOTKE KPOBW onpeaens-
N METOAOM MMMYHOQEPMEHTHOIO aHannsa.
PesynbraTbl

C oKTa6psa 1993 roaa no aekabpb 2021 roga obcne-
foBaHo 1337279 HOBOpPOXAEHHbIX. OXBaT HOBOPOXK-
LEeHHbIX CKPUHUHIOM yBennuuncsa ¢ 87 % B 1994 ropy
0 99,9% B nocneaywwme roasl. YposeHb TTI 60-
nee 20 MKEZl/Mn B CyxOM NATHe 3a rofbl NpoBeAeHus
CKPWHWHra 6bin BbisiBneH y 0,5% HOBOPOMXAEHHbIX.
WccnepoBaHme ypoBHA TUPEOUAHbLIX TOPMOHOB U TTI
B CbIBOPOTKE KPOBW MO3BOAUIO BepuduLmMpoBaTh An-
arHo3 BPOXKAEHHOro rmnotupeosay 321 aetei. Takum
obpasomM, BbIABAAEMOCTb 3aboneBaHnA MO CKPUHUH-
ry coctasmna 1 cnyyain Ha 4165 HOBOPOMKAEHHbIX.
CpenHuii Bo3pacTa HOBOPOXAEHHbIX MPU MOCTaHOBKe
AvarHosa B cpefHeM cocTasun 12 gHen.

AHanu3 KANHWYECKUX AaHHbIX Mokasas, yto y 131
(40,8%) HOBOPOMAEHHbIX BbISIB/IAIACh KOHBIOrALLMOH-
Has }kenTyxa, obycnoBneHHas runepbunmpybuHemmein
3a cueT HenpsMon dpakumu, y 77 (24,0 %) — xeneso-
nednuntHas aHeMms. JOCTaTOUHO YacTO BCTPEYaamcChb
nynoyHas rpoika (106 naumeHToB, 33,0 %), Mbiweuy-
Has rMnoToHus (44 nauweHTtoB, 13,7 %), CKJIOHHOCTb
K runotepmum (35 naumneHtos, 10,9 %).

BceM 60NbHBIM C BPOXAEHHBIM TMNOTUPEO30OM Ha-
3Ha4yanacb 3aMecTuTesbHas Tepanusa npenaparta-
MW NIEBOTUPOKCMHA B cTapToBoi ao3e 10-15 MKI/Kr.
B nocnepytoulem fo3a npenapaToB KOppUrnposanach
Mo YPOBHIO TUPEOUAHBIX FOPMOHOB B KPOBU, KOTOPbIN
nccnefoBasncs Ha NEePBOM FOAY HU3HU exeKkBapTalib-
HO, @ 3aTeM He pexe 2-3 pa3 B roa.

BbiBOAbI

AHanuns pesynLTaToB HEOHaTaNbHOro CKPUHUH-
ra nokasan, 4yTo pacnpoCTPaHEHHOCTb BPOXAEH-
HOoro runotupeosa B Pecnybnuke BawkopTocTaH
coctaBuna 1 cnyyah Ha 4165 HOBOPOXKAEHHbIX.
HeoHaTanbHbI CKPUHUHI obecneunn paHHO Ana-
FHOCTUKY BI, 4TO NO3BONNAO CBOEBPEMEHHO Ha-
3HaAYNTb 3aMeCTUTENbHYI0 FOPMOHAJbHYI0 Tepanuio
n obecneynTb NMOJHOLEHHYIO peabuantauunio aeten
C BPOXAEHHbIM TMMOTUPEO30M, CBECTU K MUHUMY-
My TSMenble, MHBaINAM3upytowme nocneacTeunsa 3a-
6oneBaHus, cnocobcTBOBaTb COXPaHEHUKD WHTeN-
NeKTyanbHOro noTeHumana 60MbHbIX.
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TeyeHHe LIeHTPaJIBHOI'O
HecaxapHoro AuabeTra B paHHEM
IOoCJIeoNepalHOHHOM IIepHoze
y AeTeH 1ocie yaaJeHHUs
KpaHHOPapHHIHOMBI

OreyY «HMWL sHpoKpuHONornn» MunHsapasa Poccuu,
r. Mocksa, Poccus

BeepeHne

LleHTpanbHbIi  HecaxapHbli  avabetr (UHA) no-
C/le TpaHCKpaHWanbHOro YyAaneHus onyxonew Xu-
asManbHo-cennsipHo obnactu (XCO) BcTpeyaeTcs
y 6O/bLUIMHCTBA MaLMEHTOB [AETCKOro Bo3pacta (Ao
90%). B cnyyae maHndbecTaunm BOLHO-3NEKTPONUTHbIX
HapyLeHWin B nocneonepaunoHHoM nepuoge UHA mMo-
eT npoTeKaTb B BUAE TPaH3UTOPHOro, TpexdasHoro
WAV NepMaHEeHTHOro HecaxapHoro AvabeTa. Mbl npea-
CTaBASIEM [aHHble O XapaKTepe TeyeHUs BOAHO-3NeK-
TPOAUTHBIX HapyLEeHW’ y NauWeHTOB, MOCTYMMBLUNX
B 2020-2021rr. B oTAENIEHME ONYX0NEen SHALOKPUHHOWM
cuctembl y geten ®rbyY «HMUL, sHAOKpMHOAOIMKN»
MuH3apasa Poccuu nocne TpaHCKpaHManbHOro yaane-
HUSI KpaHWopapuHromel B PrayY «HMUL, Helipoxmpyp-
rmm uM.ak.H.H.BypaeHko» MunHsapasa Poccum.
PesynbTraThbl

Bcero Mbl 06¢cnegoBanv 17 nauneHToB (M3 HUX Masb-
unkoB 6bI10 10 venoBeK, 58,8%). CpeaHuii BospacT
nauMeHTOB Ha MOMEHT NPOBeAeHNA onepaTUBHOro se-
yeHus cocTaBun 7,8 neT (013,940 13,7 neT).Y BCcex nauu-
€HTOB Ha MOMEHT AMarHOCTUKK 3aboneBaHns He bbino
ybeanTenbHbIX AaHHbIX 3@ Hanuuve LHJA. B Hawe oT-
LeneHue naumeHTbl NoCcTynann yepes 5-7 aHen nocne
npoBeAeHNs onepauun. Y BCex nauMeHTOB B MNepBble
1-2 pHA nocne onepauuy OTMEYanUCb MNPOSABJEHUSA
UH[ B BMae noavypum 1M nNOJAUAUNCUN, TMOBbILWEHUS
ypoBHA HaTpua go 150-155 mmonb/n (npu Hopme 135-
145 mMonb/n). BceM nauneHTaM nocne onepaumm bin
HasHauveH pecmonpeccuH B fose 30-90 MKr B CyTKu
B 2-3 npuema. Ha MOMEHT NoCTynJieHua B Halle oTae-
NeHne Tpoe NauMeHTOB He noaydvyann AecMonpeccuH
BCNEACTBME pasBUBLLECS Ha TpeTuii (y 04HOro naum-
€HTa) U Ha YyeTBepThIli (Y ABOUX MALMEHTOB) AEHb MO-
ciie onepauun runoHatpuemun (oo 126-128 mmons/n).
Y 8 n3 17 naumeHToB (47,1%) B npouecce rocnuta-
in3auumn B Halle OTAefieHMe 0TMeYanucb yCTonvmBble
nposasneHns UHA, B TOM yucne MNoBbiEHNE YPOBHSA
HaTpua o 151,7-155,3 mMMonb/n. Ha doHe cKoppek-
TMPOBaHHbIX 03 AecMonpeccuHa bbina AOCTUrHyTa
ycTonumBas HopMoHaTpuemus. B xoae AMHaMUYeCcKoro
HabmoaeHusa (oT 4 Mecsiues Ao 1,5 neT) noTpebHOCTb
B AeCMOMpeccuHe y 3TOW Fpynnbl NauneHToB coxpa-
HaeTca. Y 9 naumeHToB (52,9%) OTMeuanocb Tpex-
¢dasHoe TeueHue LIHA. NepBas dasa B Buae noanypuu,
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MUHUCTEPCTBO HAYKW
W BbICLLENO GEPAZOBAHUS
POCCUMIACKON OEAEPALIMA

noavaMncuun, runepHaTpueMmm paumnace ot 3 A0
6 aHeRn, npu 3ToM TpeboBanoCb HasHauyeHue AecMo-
npeccuHa. Bropas ¢asa (cMHApPOM HeajeKBaTHOW ce-
Kpeumm aHTUAWYPETMYECKOro rOpMOHAa) pasBuMaach
Ha 3-4 aeHb Nocae onepauuu y Tpex NauMeHToB, 1 Ha
5-6 peHb y 6 nauneHToB. OCHOBHbLIMU MPOSIBAEHUAMN
3TON dasbl bblan runoHaTpuemMmns (MUHUMabHbIA ypPo-
BEHb HaTpus cocTaBuil 126 MMOAb/N), CHUMKEHUE OC-
MOJISIBHOCTU NnasMbl Ao 260-272 MOcm/Kr (N=280-
300 MOCM/Kr) Npn HOPMaNbHOW 1 BbICOKOHOPMabHOM
ocMonsinbHocTU Moun (550-1027 MOcM/Kr npu N=300-
1200 MOCM/Kr), pE3KOM CHUMEHUWN KONIMYECTBA BblAE-
naemMot Moun. OCHOBHbIMU MeponNpUATUAMU NO HOpPMa-
IN3aLUMM YPOBHS HAaTpUs 6bl1M 0OTMEHA leCMOMpPEecCcuHa,
OrpaHUYeHne KoJanyecTBa MOTPEONSEMON HMAKOCTK
80 400-600 MAa B CyTKW, AoTaumMsa noBapeHHOW conu
5-7,5 r B CyTKn, ABYM naumeHTaMm MpoBoAMIaCb WH-
¢y3nMoHHaa Tepanus TUNEpTOHUYECKUM PacTBOPOM
xnopuga HaTpus. CUMHAPOM TUNoHaTpUeMnn AANACH
oT 1 no 5 cyTok (B cpeaHeM 2-2,5 cyToK). B nocneny-
foLLeM Y BCEX MALMEHTOB BHOBb Pa3BUICA CUMHAPOM
NoANYpUM U FUnepHaTpueMmu, notpeboBasliMe Ha-
3HauyeHMsa U noabopa 3aMecTUTeIbHOWN Tepanumn AecMo-
npeccrHoM. B xoae KaTaMHeCcTMYecKoro HabawaeHus
Y 3TOW rpynnbl NaLMEHTOB TaKKe COXpaHAeTcs YCTOn-
ymMBas NOTPeEOHOCTb B AECMOMNPECCHHE.
3aknyeHue

TakuM o6bpasoM, B 06C/ieloBaHHON HaMu rpynne
NnauMeHTOB C Pa3sBUBLUMMCHA B paHHEM nocneonepa-
LMOHHOM nepuoge UHA y 8 naumeHToB (47,1 %) He-
caxapHblii anabeT MaHMbECTMPOBaN C KNaCcCUYECKNX
NPosIBIEHUA NONNYpPUKN, TUNEPHATPUEMUN, N NOTPe-
6oBan HasHauyeHus M nopbopa 3aMecTUTENbHON Te-
panuun npenapaTamMu gecMonpeccuHa. Y 9 naumeHToB
HecaxapHbll aAnabeT Hocun TpexdasHbIl XapaKkTep,
COMPOBOM¥AANCA B pAAe CNyyYaeB BbIPaKEHHON rmno-
HaTpuemnein. Takoi xapaktep TeuyeHus LIHA Tpebyet
0C06EHHO NPUCTaNbHOrO BHMMaHUS BCNEACTBUE pU-
CKa PasBUTUSA HU3HEYIPOMKaKLWMX BOAHO-3/IEKTPO-
NNTHBbIX HapyLleHnin. Kpome Toro, passutue CUHApPOMa
HeaZleKBaTHOW CeKkpeuun aHTUANYPETUYECKOro rop-
MOHa TpebyeT WHAMBUAYaNMN3MPOBAHHOIO MNOAXOAA
K Tepanuu, c y4eToM Bo3pacTa pebeHKa, cTeneHu rm-
noHaTprMemMmnn, 06LLEr0 COCTOAHUS NaLMeHTa.
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JduHaMHKa yPOBHA MHOCTaTHHA
M IeKOPHHA B OTBET
Ha QHU3HYECKYIO HarpysKy
y eTeH C KOHCTHUTYILHOHAJIBHO-
3K30r€HHBIM OJKHPEeHHEeM.

KacbsHoBa H0.B., Bactokosa 0.B., OKkopokos IM.J1.,
Manbiwesa H.M., besnenkuHa 0.b.

Oroy «HMUL sHpoKkpuHonorumn» MuHsapasa Poccuum,
r. Mocksa, Poccus

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u CIALMONATISHUIR MERMMHCKIA oo
IMn=

BeepeHne

PasnnyHble BUAbl GU3NYECKON aKTMBHOCTM (DA)
CTUMYNUPYIOT CEKPELUID MUOKMHOB W3  MbILIeY-
HblX TKaHel B KPOBOTOK. MMOCTaTUH ABNAETCA OTpU-
LaTeNbHbIM PEryasToOpoM poCTa MblEYHOW MaccChl,
npenaTtcTBys AnddepeHLMpoBKe uNpoandepaLmmMm-
ocaTennuToB, CUHTEe3y 6esika, cnocobcTByeT aamno-
reHesy n ¢opMUPOBAHUIO UHCYJNHOPE3NCTEHTHOCTML.
B oTtBeT Ha ¢wu3smyeckme Harpyskum (®H) muocTta-
TUH MOXET KPaTKOBPEMEHHO NOBbLILIATHCSA U CHUMATb-
cs yepe3 1-3 yaca nocne ux 3aseplleHuns. [lekopuH,
HanpoTMB, CNocobCcTByeT runepTpodun CcKenet-
HbIX MbIWL, NYTEM CBA3bIBAHWS MUOCTATMHA, a Tak-
e peryavpyeTt poCT MbllEYHON TKaHu npu dusnue-
CKUX yNpaxKHEeHUAX, YBENNYMBAACH B OTBET Ha HUX.
Uenb

OLEeHUTb AMHaMUKY YPOBHEN AEKOpWHa U MUOCTa-
TMHa B CbIBOPOTKE KPOBW Y AeTel C KOHCTUTYLMO-
Ha/lbHO-3K30MEeHHbIM OXUPEHUEeM Ha QoHe ¢u3smye-
CKOM HarpysKku pasHon MHTEHCUBHOCTMU.
MaTtepuanbl n MeToAbl

B nccnepoBaHune BrAoYeHbl 13 geTen, Bo3pacT —
14,5 net [13; 16], 5 ManbUMKOB M 8 AEBOYEK C KOH-
CTUTYLMOHANbHO-3K30reHHbIM OXunpeHuneM, SDS VIMT:
2,9 [2,7; 3,3]. MauuneHTbl BbLINOAHSAAN GUINUECKYIHO
Harpy3sky (xoabby Ha 6eroBoil AOPOMKE MOA KOH-
TponeM ypoBHs YCC) pasHO MHTEHCMBHOCTMU: HU3-
Kyto — MeHee 3 MeTabo/JMUYECKMX 3KBMBANEHTOB
(MET) v ymepeHHyto — 3-6 MET npu 0AMHaKoBOWA
npogoxkutensHocTn (45 mMuHyT). ComepkaHue Mo-
CTaTUHA W AEKOPUHa onpeaensnm Habopom ¢upMsl
Aviscera Bioscience anss MMMyHopepMeHTHOro aHa-
nmsa (ELISA). OueHKa KOMMO3MLMOHHOIO cocCTa-
Ba Tefla NpoBoOAMIacb MeToAOM 6MOMMMeAaHCHOro
aHanu3a (aHanusatop In Body 770, HOxHas Kopes)
YyTPOM, HaTowak. Onpeaensifiocb COAEPXKAHME HKU-
poBoWi Macchl (%), 6e3npoBOI 1 ToLen Maccol (Kr),
CKeneTHO-MblWeYHoM Macchl (Kr). CTaTucTuyeckas ob-
paboTKka npoBoaunach ¢ npuMmeHeHmem STATISTICA
v.12.0 (StatSoftInc., CLLUA). Pe3ynbTaThl NpeacTaBie-
Hbl B BUAe MeamaHbl (Me) u keaptunenn (Q1; Q3), co-
OTBETCTBYHLWNX 25 1 75 nepueHTunam. Kputmnueckui
YPOBEHb 3HAYMMOCTW NPUHUMANKN paBHbiM <0,05.
PesynbTraThbl

KoHueHTpauusa MuocTaTMHa B MNOKOe cocTa-
Buna 23.94 [21.53;25.85] Hr/mn, pekopuHa—
4331,9 [4043;4743] nr/mn. Mo pAaHHbIM 6BUOUM-
nefaHCOMETPUN  COAEPMNKAHWE KUPOBON  TKaHU
B OpraHmsme cocTaBnano — 41.6% [38.4; 43.2]
n 38.5 Kr [32.6; 42.6], Macca CKeNieTHOW MyCKyna-
Typbl (CMT), Towein (TM) n 6esxumpoBoi macchl (BM)
30.1 Kr [29.1; 34.9], 50.3 kr [45.9; 53.3] u 52.3 kr
[48.6; 56.9], cooTBeTCcTBEHHO. Mocne ®H HNU3KOW MH-
TEHCMBHOCTWU YPOBEHb MMWOCTAaTUHA CTAaTUCTUYECKMU
3HauMMO nosbicuncsa Ao 27,94 Hr/mn [24,85;28,56],
nocne ymepeHHon po 31,33 Hr/mn [24,67;32,31],
KOHLEeHTpauus AekopuHa ao 5075 nr/mn [4058;
5576] n 5819 nr/mn [4532; 5866], COOTBETCTBEH-
HO (p<0.05). Mpu nNpoBeAEHUN KOPPENSLMUOHHOIO
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aHanusa noayyeHa MNONOKUTENbHaAA Koppensuu-
OHHasa CBfA3b MeXAY YPOBHEM [eKOpWHa, Koauye-
ctBoM CMM (=0,57), TM (r=0,59), BXXM (r=0,75).
BbiBOAbI

TakuM 06pa3oM, nocne PU3IMUYECKNX HAarpysoK pas-
HOM WMHTEHCMBHOCTWU BbIABAEHO CTATUCTUYECKM 3Ha-
YMMOE MOBbILLEHME KaK MMOCTaTUHA, TaK U AeKOPUHa;
MaKCMMasbHble YPOBHN OTMEYannCb Npu yBeanyeHum
NHTEHCMBHOCTM @H (NOBbILEHNE KOHLEHTPaAUUN MU-
ocTatuHa Ha 30,8 %, nekopuHa 34,3 %). BbisiBneHHble
KOppPensiuMOHHbIE CBS3N MOryT CBWAETENbLCTBOBATb
0 pa3HOHanpaBJIEHHOM BAUAHUM AEKOPUHA U MMOCTa-
TWUHA Ha YBEZIMYEHME KONNYECTBa MbILLEYHON MaccChl.

https://doi.org/10.14341/PMPE-2022-32

Pa3paboTKa U BHegpeHHe
B KJIMHHYECKYIO IIPAKTHKY
ITHJIOTHOT'O IIPOEKTa
«0061aK0 MOAmEePIKKH»:
OUCTAaHIIHOHHOE MeOAHIIHHCKOe
COIIPOBOXKAEHHE JeTeH
c MaHHbecTaL HeH
caxapHoro guaberta
1THIIA C HCIIOJIP30BaAHHEM
TeJIeMeAHLIHHCKHX TeXHOJIOTHH

2KusieB A.B., 'Monsikosa B.M., 'ActawoBaE.C.,
"MpomuH U.A., 'CnoBak M.A.; 'Monnsik 0.10.,
"YepHbix J1.T., 'KoxkeBHuKoBa 0.B.

1 FAY3 CO «O[KB», r. EKaTepuHbypr, Poccus
2 ©reQy BO YIMY MuHszapaBa Poccuu, r. EkKaTepuHbypr,
Poccusa

AKTyaJibHOCTb U 060CHOBaHWe

ExkerosHo, 6onee 200 aeteit ¢ MaHMbecTaumel ca-
xapHoro amabeta 1 tmna (CA1) rocnutanusupyoTcs
B oTaeNieHne sHaokpuHonorum NAY3 CO «OAKb», rae
MM OKa3sblBaeTCs BbICOKOKBanMdMUMpPOBaHHas cne-
uManM3npoBaHHas MeAWUMHCKas MOMOLLb, a TaK¥e
npodeccmoHanbHoe obyueHne B «LUKone avabetan
(naumeHTamM BMecTe C WX 3aKOHHbIMK MpeacTaBuTe-
JIIMW .@al0TCSt OCHOBbI ¥U3HWU C ANAbETOM B TeuyeHue
6 3aHATWUIA), NOABUPAETCA CXeMa MOMUIHEHHON 3aMe-
CTUTENIbHON UHCYAnHOTepanun u vyepes 8-10 aHen mx
BbIMNMCbLIBAIOT AOMOW. BMecTe c TeM, BHe CTeH 60/1bHU-
Lbl, Y}Ke C NePBbIX AHEN NpebbiBaHNS B AOMALLHUX yC-
NoBUsIX, ceMbst pebeHKa, BnepBble 3abonesBwero CA1,
NPOAOIKAET UCMbITbIBATb MHOMECTBO CEpbe3HenLnx
npobsieM, CBA3aHHbIX C aganTaumneit K 601e3Hn 1 agek-
BaTHOW KOpPEKUMWEl WHCYAMHOTepanuu, 0COBEHHO
B TEUEHMe NepBoro roga nocae MmaHudecraumm — ca-
MO0 KPMUTMUECKOrO 3Tana *unsHu pebeHka ¢ CA1.

Ocobyto aKTyanbHOCTb 3TU npobnemsl npuob-
penn Ha ¢oHe naHAEMUU HOBOW KOPOHOBUPYCHOWN

MHbEeKUMn, B CBA3M C BO3HMKLWMMKM npobnemamu
LOCTYNMHOCTW OKasaHMA NAaHOBOW MeAMLUHCKOWN
NOMOLWM. B 3TUX CAOXKHbLIX YCNOBUSAX, COTPYAHWU-
KM 06nacTHOro UeHTpa AETCKOW 3HAOKPUHONOTUK
(OUA3) npoponkanu okasbiBaTb HEOBXOAUMYIO Me-
AVUMHCKYIO MOMOLLb U yAANEHHYI0 NOALEPHKKY AETAM
c CA1, n, BMecTe C BpayamMu opAnHaTopaMn-AeTCKU-
MU 3HAOKpuHonoramm ®reQy BO «YIMY», B TeueHue
4 mecsaueB (ctapT 18 mast 2020 roga) oTpabaTbiBanu
HanboneeonTUManbHYylOMOAENbANCTAHLNOHHOMOME-
AVUMHCKOro CONPOBOMAEHNA AeTel C NPUMEHEHUEM
NPOCTbIX U AOCTYMNHbIX MHOOPMALLMOHHbBIX TEXHOJNO-
rMin. Bblan oTpaboTaHbl GopMaT, pexunM, NPOLOJSIHKMI-
TEeNbHOCTb KOHCY/IbTaLWiA, pa3paboTaH 31eKTPOHHbIN
LHEBHMK CaMOKOHTPO/S 3a CaxapHbiM AuabeToM.
Ha aToM 3Tane 6bi10 npoBeAeHo 60nee 100 KOHCYNb-
Tauun petein, Bnepsble 3aboneswnx CA1 1 BbiNnUcaH-
HbIX U3 OTAENEHUS SHAOKPUHOJIOrMKU. 3aTeM npose-
LEeHO aHKeTUupoBaHWe poauTenen, yyacTBOBaBLUMX
B NPOEKTE, a NocC/e Noay4YeHUs NX NO3UTUBHbIX OT3bl-
BOB O }W3HEHHO HEOBXOAMMOCTU 3TO TEXHOJIOTUN,
BCTaja 3ajlaya peannsoBaTb 3Ty TEXHONIOIMIO Ha 3a-
LWMLLLEHHOW TeneMeAULMHCKOW nnatdopme ¢ cobnto-
LeHNEeM 3aKOHHOCTU U NOpsifiKa, pernaMeHTUpyemo-
ro NpukasoMm MuHucTepcTBa 34paBooxpaHeHus PO
oT 30 Hoab6psi 2017 . N 965H «06 yTBEpPHKRAEHUM
nopsaka OpraHusauuMmM U OKasaHus MeauLMHCKON
NMOMOLLM C NPUMEHEHUEM TeNeMeANUNHCKUX TEeXHO-
NOrnin».
Llenb cospaaHns U BHeApPEHUS TEXHOJI0rum

MoBbilWeHNe KayecTBa U MPOLOSIKUTENBHOCTU KU3-
HW feTel ¢ caxapHbiM anabetom 1 Tuna.
MaTtepuansl u MeToAbI

C oKTabpsi 2020 roaa, 6narogaps COBMECTHbIM
ycununsaMm  cotpyaHukos OUA3, MeAWUMHCKOrO WH-
dopMaLMOHHO-aHannTUYecKoro ueHtpa M3 CO,
TEXHWYECKON MOALEPHKM CO CTOpPOHbI paspabort-
UMKOB MEAULMUHCKON WHPOPMALMOHHON CUCTEMBbI,
npaBoobsagatenein TeNeMeAMUMHCKOW nnatdop-
Mbl «DJIEKTPOHHbIN [OKTOP», a TaK¥e cneumnanu-
ctoB TOOMC (BBeaeHbI cneumanbHble Tapudpsl TOGOMC
Ha TMK), B KNIMHUUYECKYIO NPaKTUKYy 6blna BHeApeHa
YHUKaNbHas TEXHONOrunsi, aHanoroB KOTOPOW MoOKa
HeT B Poccun. CyTb NpoeKkTa COCTOUT B OKasaHuu
AVNCTaHLNOHHbBIX MEAULIMHCKUX KOHCYbTauun B pop-
MaTe «Bpay-nauueHT» B PEXMUME peasbHOro Bpe-
MEHW WAN B PEXMUME OTNOXEHHbIX KOHCY/AbTauui
Ha 3alLMLLEHHON TeneMeAULMHCKON naaTdopme (BCe
YUYaCTHUKM MpoLecca nNpoxXoasT WAEHTUPUKALUIO
n ayTeHTUGUKauuio yepes EMNCY) B paMKkax peanu-
3auMm NporpamMMbl roCygapCTBEHHbIX FapaHTU. YiKe
C NepBbIX AHEN nocae BbINMCKN U3 cTaumnoHapa (1 aAa-
Nee — no HeobxoAMMOCTHM), MO 3anpocy 3aKOHHOro
npeactaeutens peberHka ¢ CA1, cocTosLEro Ha yye-
Te B OLL13, Bpau MOXKeT Ha3HauuTb U NPOBECTU TeJe-
MEAVLMHCKYI0 KOHCY/NbTauuio nauneHTa, MMeKLLero
LOCTYN K NepcoHanbHOMY KOMMbIOTEPY WU CMapT-
$OHy, HE3aBMCUMO OT ero MecTOMOJIOKEHUS, a Tak-
e ycTonumBytlo paboTy ceTm mMHTepHeT. Bo Bpems
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MUHUCTEPCTBO HAYKW
W BbICLLENO GEPAZOBAHUS
POCCUMIACKON OEAEPALIMA

BNUAEO-KOHCYNbTaLMN Bpay M3y4vyaeT 3SNEKTPOHHbLIN
AHEBHMK CaMOKOHTpons pebeHKa W, Npu Haauuum,
rpaduKM HenpepbIBHOr0O MOHUTOPUPOBAHUS YPOB-
HS TNIIOKO3bl (MMEeeTCAa TeXHWYecKass BO3MOXHOCTb
npukpenutb ¢aiin noboro popmata B CTPOKY uaTa
B MOMEHT COeAMHEeHUs), 06Cy»AaeT C 3aKOHHbLIM
npeacTaBMTeNeM BOMPOChI MNUTaHUSA, (GU3NYECKON
akTMBHOCTM (MPOAOJIKasAs HEMNPEPbIBHOE WHAUBU-
nyanbHoe obyueHue B «LllUkone aunabeta»), MOXeT
OCMOTpETb Uepes Beb-KaMepy MecTa UHbEKUMWIA UH-
CYyNVHa, 1, B 3aKJ0YeHUM, odopMIsSeT NPOTOKON Te-
NleMeNUMHCKOM KOHCy/AbTauuMm C pexkoMeHaauuamu
No KOPPEeKUMU A03bl MHCYNIMHA, NOANNCHIBAs €ro ycu-
JIEHHOWN KBaINPULUMPOBAHHON LMPPOBON NOAMUCHIO.
@aKTNUUYeCKu, B MOMEHT TEJIEMEANLMHCKOM KOHCYbTa-
LMW NPOUCXOANT UMUTALMA OYHOIO NpMeMa LEeTCKOro
3HAOKPUHOOra, C TeM TONbKO OT/IMUMEM, UTO 3aKOH-
Hblli NpeacTaBUTENb NMPUBOAUT pebeHKa B «obsau-
HbllA» KAabWUHET Bpaya, Npu 3TOM He BbIXOAA U3 AoMa.
PesynbTraThbl

3a 2021 rop Bpavyamu OUA3 npoBeneHo 787 Tene-
MeaNUNHCKNUX KOHCYNbTaumn aeten c CA1.
3aknyeHue

BHeagpeHne B LUMPOKYI KAMHUUYECKYIO MPaKTUKY
NETCKUX 3HAOKPMHONOroB P® pa3spaboTaHHylo Tex-
HONOMMI0 AUCTAHUMOHHOIO MeAULMHCKOro COnpoBO-
XaeHua 6yaeT cnocobcTBOBaTb MOBLIWEHWIO Kaue-
CTBa N MNPOAOIKMNTENIbBHOCTM HMNU3HN AETEN C CaxapHbIM
avnabetom 1 Tuna.

https://doi.org/10.14341/PMPE-2022-33

Bbone3HHU-MaCKH
BPOJXAEHHOr'o rMIIoTHpeo3a

F'bY3 «Mopososckas ANKb A3M», r. Mocksa, Poccusa

MnoTMpeos — B OCHOBEe 3ab0NeBaHUS NEXKUT
nonHasa WM 4yacTUYHas HefOCTaTOYHOCTb TUPEOUA-
HbIX FTOPMOHOB, MPUBOAALLAA K 3a/epXKe pasBuTuA
BCEX OPraHoB W CUCTEM OpraHun3ma, B TOM uyncne ym-
CTBEHHOW OTCTaN0CTU. BO3MOKHOCTb M3MepeHua TTI
N3 KPOBM, BbICYLLEHHOW Ha GUNLTPOBaNbHON byMare,
fajfia BO3MOMHOCTb ONpPeAesiaTb HOBOPOMAEHHbIX
C BI' yXe B nepBble AHU }¥U3HW. KaK cneacTeume, paH-
Hee Hayajo COOTBETCTBYHLLEN 3aMellalolLen Tepa-
MUK OTKPbINO NYTb K 3GOEKTUBHOMY MpeaoTBpaLle-
HUIO YMCTBEHHOW OTCTaNoCTU.

Kputepun ypoBHa TTI (B CyXMX NSTHax KpoBw),
NOHOLWeEHHble 3-4 [eHb XMUWU3HW, HEeAOHOLIEeHHble
He paHblue 7 AHSA ¥KU3HU:

Lo 20 MEZl/ n — HopMa

Bonee 20 ME[l/n — MeaunKo-reHeTuyecKas nabopa-
Topus

Bonee 50 MEZl/n — nopno3peHune Ha 3aboneBaHune

Bonee 100 MEa/n — 3aboneBaHue (KOHTPOSbHOE
nccnepoBaHMe CbIBOPOTKM KPOBM).

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u ALORAT R MERMHCIO - o e
Ih=

Hanbonee paHHMe CMMNTOMbI BPOXAEHHOMO FMMO-
TMpeo3a He NAaTOFrOMOHWUYHLI ANs AaHHOro 3aboseBa-
HUS, INLLb COBOKYMHOCTb MOCTENEHHO MNOABASAOLLNXCA
NPM3HaKOB CO34aeT MNOJIHYHO KAUHUYECKYIO KapTUHY.

TUNWMYHbIE MPU3HAKKU B NOCTHaTasbHbIA Nepuoa: 6e-
peMeHHOCTb >40 Hep., Macca Tena > 3500 r, no3gHee
OTXOXAEHNE MEKOHMUS, >10 AHEN KenTyxa, HapyLleHune
AbIXaHWs (@anHO3, LUYMHOE AblXaHWUE), MOsIBAEHNE MYyLM-
HO3HbIX OTEKOB (OTEYHOE INLO, Fybbl, BEKN, HALKIIIO-
UYMYHBIX SIMKaXx, TbllbHasi MOBEPXHOCTb KUCTEN, CTOM),
B34YyTUE XMBOTa, bBpaaukapams, runoTepMusi, aHemms
(ycToumBas K leUeHunio npenapaTtamMi Xenesa).

BblparkeHHble CMMNTOMbI pa3BMBalOTCA Ha 4-6 Me-
CALLe MU3HW: CHUMKEHHbIN anneTuT, NJ0CKasa Becosas
KpuBasi, MeTeopu3M, 3anopbl, CyxXoCTb, 6/JeAHOCTb
KOXWU.

Mocne 6-ro Mecsua *}WU3HW HapacTaloLwas 3ajepx-
Ka MCMXOMOTOPHOro, GU3NYEeCKoro pasButua pebeH-
Ka: XoHapoaucTpodumueckMe nponopummn Tena, OT-
CTaBaHWe pas3BWUTMSA JIMLLEBOro Cckeneta (LWMpOKas,
3anasllas nepeHocuua, runepTenopusM, nosaHee
3aKpbiTUE POAHMYKOB), NO34HEe MNpopesbiBaHWe 3y-
608, KapavomMeranva (NepukapamnT), rMyxocTb CEpAeY-
HbIX TOHOB, CHMXeHUe All, bpaankapams, yMeHblleHne
NynbLCoBOro aasneHus, IKI: CHMMXEeHWe BOsbTa)a, 3a-
MeZJIeEHME NPOBOAMMOCTI, CUHYCOBasi bpaanKkapamns.

OAHAKO cyuwiecTByeT psg, CUTyauui, Koraa Kau-
HMYECKas KapTuHa rMnoTMpeosa BbIXOAUT 3a pam-
KW TUNWYHOW. ITO BCTpeEYaeTCcs Toraa, Koraa Hau-
bosee spKas KapTMHa AaHHOW MaTo/sOrMM CBsi3aHa
C Mopa*KeHWeM Kakoro-nmbo opraHa WAM CUCTEMBI,
B TO e BpPeMA ApYyrne opraHbl 3HauMTeNbHO MeHee
BOBJIeYEHbl B MATONOMMYecKknin npouecc. TpyaHbIMU
LS AMArHOCTUKM ABNAIOTCA Takne NnaumneHTsl, y KoTo-
pbIX Ha NEPBbIA MJaH BbICTYNAOT CUMMATOMbI, CBAA3aH-
Hble C HaKOMJEeHNEM HUAKOCTU B nosocTax. OnacHoe
OC/NOX¥HEeHWe rMnoTMpeosa — ruaponepuKkaps, KoTo-
pbli MOXET NPUBECTU K TaMnoHaze cepaua. Y aeten
CcTapLluero Bo3pacTta MOXeT bbiTb NOJNApPTPUT.
KnuHuyeckuit cnyyamn

Manbumk 8 mecsues, cnHapoMm [ayHa. CKpUHUHT
Ha Bl oTpuuaTtenbHbIn.

C poXKAEeHMSA CyXOCTb KOM¥HbIX MOKpPOBOB. C 4 mecsa-
LeB BblpaXeHHas MbllleyHas runoToOHUs, OTCYTCTBUE
Habopa Macchl Tena. C 8 MecsiLeB 0TEUHOCTb B 06na-
CTW rnas, Hor.

C *kanobaMu Ha r’MNOTOHMIO BEPXHUX U HUMKHUX KO-
HEeYHOCTeN, BANOCTb, MOBbLIWEHHYID YTOMAAEMOCTb,
OTEKM, Kallenb C ANArHo3oM: BHEOONbHWYHaA NeBo-
CTOPOHHAS MHEBMOHUS, pebeHOK HanpasseH no CMM
B MAIKB. Mpn noctynneHnn 3anof03peH BPOMKAEH-
HbIA NOPOK cepaLa.

Mo paHHbIM 06CnefoBaHUs:

Ha peHTreHorpamme opraHoB rp KJNeTKU B Mps-
MO NpPOEeKUMN — TeHb CpPenoCTEeHUs MnepeKkpbl-
BaeT MpaKTUYECKN BCE JIeroYHble MoAs, BUAMMBIN
JIErOYHbIA PUCYHOK AMdPY3HO ycuneH, pedpopmu-
poBaH NO COCYAUCTO — WHTEPCTULMANLHOMY TUNYy.
HepocoHorpapua — 6e3 natonorun. 3K putMm
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CUHYCOBbIN, HCC 88 B MMH. BonbTax 3yOLL0B CHUMKEH.
IX0-KI: 2xo0-cBoboaHOe npocTpaHcTBO 1,5-2 CM.
MpaBble OTAENbl KONNabupoBaHbl. Y3W 6ploLLHON
NonocTM — He3HauyuTenbHOE CcKonaeHue cBoboa-
HON unakocTtn. C gnarHosoM: «BbiMOTHOW caaBan-
BaloWWii nepukapant. HK 2A» pebeHoK rocnutanu-
3npoBaH B OPUT aKCTPEeHHON KapANOXUpypruu.

NabopaTtopHaa aunarHoctTuka: OAK — aHeMud
(remornobuH 71 r/n) B/x — runepdepMeHTEMUS
(ANT —83 ea/n, ACT — 185 en/n) CP6 — 0,0376 r/n,
npokanbunt — 0,50 Hr/MA, TPONOHUH — 0Tp, KOK —
394 ea/n , KWC — KoMneHCUpoOBaH.

YunTbiBas 60ablI0e KOIMYECTBO XKUAKOCTU B MOS0~
CTW NepuKapaa, Npu3HaKM KonnabupoBaHUs NpaBbixX
oTAeNoB cepaua, npossneHna HK nposepeHa MyHK-
uMa n apeHvpoBaHue nepukapaa. lMonyyeHo 120 mn
CEPO3HOW HNAKOCTH.

Yepes 2 aHA nocje nocTynjaeHns pebeHoK bbia oc-
MOTPEH 3HAOKPMHOIOrOM: Ha OCHOBaHNKN KIMHNYECKON
KapWHbl: NEPUKAPANT, Bblpa¥KEeHHbIN OTEUHbIN CUHAPOM,
CYBUKTEPUYHOCTb KOMKHbIX MOKPOBOB, aHEMUS C LIENbIO
And. ANarHoCTUKM B3SIT KOHTPOJIb FTOPMOHA/IbHOMO Mpo-
¢uns: TTI — 1743 MKME/mMn, T4ce — 0,01 nmMonb/n,
T3cB — 1,16 nr/mn. Y3 WANTOBUAHOM enesbl: To-
norpadusa He W3MEHeHa, KOHTYPbl YETKUe, POBHbIE.
KpOBOTOK He M3MeHeH, NapeHxmMa anddysHas Heoa-
HopogaHas, 0bbem 0,7 cm? (0,75-3,0). YcTaHOBNEH Ana-
FHO3- BPOMAEHHbIN r’MNOTUPEO3, Ha3HayeHa Tepanus
JNleBoTMpPOKCUHOM HaTpusi 10 MKI/Kr/cyT (50 MKr/cyT).

Tak e pebeHOK nonydyan conyTCTBYHOLWLYO Tepa-
nuio: reMoTpaHchysns apuTpounTapHoi B3BecK (re-
MornobuHm 71 r/n); nHdy3nMoHHas Tepanusl C KOPPEK-
LMEeRn 3NeKTPONUTOB; aHTMbaKkTepuanbHas Tepanus;
KapAMOTpOMHas Tepanusa; AuMypeTudecKas Tepanus,
remocTaTuyeckas Tepanus; kypc BBUI 0,5r/kr (MMMy-
HoaedMunT) (LMTO3 NEpPMKapAMaNbHOIO BbINOTa HE MO-
3BOJIWJT UCKOUYNTL Pa3BUTME NepuKapanTa Ha QoHe
HeBOCMaANTENbHOrO BbINOTa NPU MUKCEAEME); C Kap-
AVOMETaboNMUecKom Lenbio — J1-KapHUTUH, HeoTOH;
MpoTuBoBOCManMTenbHass Tepanus — WoynpodeH;
yunTbiBas 6paamMnHo3 — KopenH.

B ANHAMWKE Ha ¢oHe NpoBOAUMOI 3aMeCcTUTESNb-
HO ropMOHanbHOW Tepanuu obliee COCTOsSIHME pe-
6eHKa y/NyudlIMNoCh, peaKkumMss Ha OCMOTP aKTMBHas,
ynbibaeTcsi. KoXKHble MOKPOBbI YMEPEHHOW BNa*KHO-
CTW, OTEKM He OMpesensoTcs.

B ropmMoHansHoM npodune (7 AHel oT Hayana Te-
panuun): TTF — 584 MKME/mn, T4cB — 5,83 nMonb/n.

MNokasatenn 3Kl C NONOMUTENbHON AUHAMUKOMN:
YCC 115-125 ya/MUH, pUTM CUHYCOBbIN, perynsp-
HbI, HOpManbHOe nonoxeHne 30C. NeperpysKka npa-
BOrO MPeACEPANS N 060X HKeNya0UKOB. YMEPEHHbIe
ANOOPy3Hble M3MEHEHUSS B MUOKapae. YnyduleHue
NpoLLeCCOB penosispMsaumnm B MMokapae n 6okoBoi
CTeHKU JTXK.

FfopMoHanbHbI Npoduab yepes 20 AHel OT Hayana
Tepanuu: TTF — 4,29 MKME/Mn, T4ce — 18,0 nMonb/n,
T3cB — 4,05 nr/mn (no3a JIeBOTUPOKCMHA CHUMEHA
n0 25 MKr/cyT).

TaXKecTb COCTOSIHUS pebeHKa npu NOCTYyMJieHUn
B CTauMoHap 6bina obycnosneHa HK»A Ha ¢oHe BbI-
MOTHOFO CA@B/MBAIOLLErO MepUKapauTa, rmnoTnpeo-
3a, cuHapoma JayHa. Ha ¢oHe npoBoanMoi Tepanum
cepaeyHasi HeAOCTaTOUYHOCTb KynupoBaHa, AOCTUI-
HYT 3y TUPEOUAHbI Npodunb. B yaoBneTBoOpnTENBEHOM
COCTOSIHMM pebeHOoK BbINMCcaH AOMOA.
3aknyeHue

CBOGBpEMEHHOG BbiABJIEHNE TUNOTUPEO3a NO3BO-
NeT BOBPEMSA Ha3HaYMTb NaToreHeTUYEeCKYo Tepanuio
JleBOTUPOKCMHOM, M3beraTb Ha3HauyeHus npenapa-
TOB, UCMONb3YEMbIX PYTUHHO B JleyeHnn 6onesHein-
MaCoOK W 3aBelOMO HE3I()(DEKTUBHbIX B ;AHHOM Cllyyae
1 BBICTPO YNYUYLINTb COCTOSIHNE NaLUMNeHTa.

https://doi.org/10.14341/PMPE-2022-34

BpoiKaeHHBIN 'HIIOTHPEO3,
CBSI3aHHBIM C MyTallHeH B reHe
THPeOoriobyauHa, y AByX
cHUbJIHHIOB

'®r60Y BO HFMY MuHsapaBa Poccuu, r. HoBocubupck, Poccus
2I'bY3 HCO «ArKb N21», r. HoBocubupck, Poccus

[AuncropMoHoreHes BCneACTBME MyTaLlMU FreHa TUpe-
ornobynuHa (TI) aBNseTCcs peAKon NPUYMHON BPOK-
JEHHOro rmnoTmMpeosa C npeanonaraeMon 4yacToToWn
npuMepHo 1 Ha 100 000 HOBOPOXKAEHHLIX. BnepBble
naumeHT C 3TOM natosiornen onmncaH B 1991 r.,, K Ha-
CTOALLEMY BpeMeHu maeHTuduumposaHo 117 narto-
reHHbIX MyTauuin B reHe TI. Hambonee uyacTto B eB-
poneouaHON MONyAsuMM PErucTpupyloTca MyTauuu
p.R277X, p.R1511X, p.A2215D, p.R2223H 1 p.R2317.
Y naumeHToB C paedeKTamMum cuHTesa TI uMeeT-
CSi BPOXAEHHbIN WAW Pa3BMBAIOLLMNCA BCKOpe mMno-
C/ie poXAEeHUs 300, QYHKUMS LUMTOBUAHONM *Kenesbl
BapbMpyeT OT 3yTMpeo3a A0 TAXKENOro nepMaHeHT-
HOro runoTmMpeosa. leHeTuUecKne aedeKkTbl CMHTE3a
n cekpeumn TI CBA3aAHbI TaK¥Ke C IHAEMUYECKUM U He-
3HAEMUYECKUM 3060M, ONMCaHbl Ciyyan pasBuUTUS
KapuWHOMbI LLNTOBUAHOW *enesbl U3 AUCTOPMOHO-
reHHoro 306a. Kpome Toro, reH Tl 6b11 naeHTUGULM-
poOBaH Kak reH npeapacnosiodeHHOCTU K CEMENHbIM
ayTOMMMYHHbIM 3a601€BaHUAM LLMTOBUAHON Xene3bl.

MpvBOAMM ONMUCaHUe ABYX CUBNMHIOB, POKAEHHbIX
0T HEBIM3KOPOACTBEHHOIO Bpaka.

Y MaTepu naumeHToB B Bo3pacTte 16 nert gmarHo-
cTnpoBaH AnddysHbli 306 1 CT.,, coxpaHsloLWMiAics
[LO HacToswero BpemeHun. YpoBeHb TTI Bcerga Ha-
X0AMNCS B npepeniax pedepeHCHbIX 3HaUYeHUn, npu-
HMMana npenapatbl WoAMAA Kanua HeperynspHo.
OTew 6e3 NaToNoOrMYecKkoro aHamHesa, npeacTaBas-
OLLEero UHTepec.

ManbunK B., poanncs ot 1 6epeMeHHOCTM B 41 Hea.,
Macca Tena npu poxaeHun 3800 r, poct 51 cMm,
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oueHKa no Anrap 8/9 6. HeoHaTanbHbIN Nepuoj Npo-
Tekas 6e3 ocobeHHOCTeN, B MEANLUNHCKNX LJOKYMEHTaX
He 6blJ10 YKasaHWi Ha yBeAUYeHne LWMTOBUAHON Xe-
nesbl. BpOXAEHHbIA TrMNOTUPEO3 [LOKYMEHTUPOBaH
npu HeoHaTaNbHOM CKpuHuHre (TTI 6onee 400 MEa/n,
ceT4 — 4,5 nmonb/n). leyeHne JI-TUPOKCUMHOM Hauva-
TO Ha 20-1 AeHb XM3HW. [ICUXOMOTOPHOE pasBuUTMe
no BO3pacrTy.

B Bospacte 6 net pocTt 109 cm (SDS -0,9), Bec
18,1 kr, UMT (SDS -0,97). TenocnoxeHne Nnponopuu-
OHasbHOe. HeBponornyecknn ocmotp — 6e3 usme-
HeHu. Koxa 06bIYHON BN@KHOCTU U 31aCTUYHOCTM.
Lea BM3yanbHO He M3MEHEHa, WUTOBUAHASA Kenesa
nanbnaTopHO He yBeanveHa. B coMaTuyeckoMm cTaTy-
ce 6e3 0cobeHHOCTeN. HapyXHble reHUTanumn no My x-
CKOMYy Tuny, chopMmMpoBaHbl NpaBWJIbHO, TECTUKYbI
B MOLUOHKe, 06beM 2 M. PebeHOK NpuHUMaeT TUPOK-
CUH 62,5 MKr/cyT (3,45 MKr/kr). TTIF — 1,37 MEa/n,
cBT4 — 15,0 nmMonb/n. Mo Y3WN wWmnTOBUAHON Kene-
3bl — pacnoioKeHue TUNUYHOE, IXOCTPYKTypa He 13-
MeHeHa, 06Kt 06beM Kenesbl — 3,5 M.

Mnapwas cectpa npobaHaa popunace ot 2 be-
pemMeHHOCTM B 38-39 Hepa., Macca Tena npu poxX-
AeHun 2960 r, pocTt 50 cM, oueHka no Anrap 8/9 6.
HeoHaTanbHbln nepuog 6e3 ocobeHHOCTeNn, B Meau-
LMHCKUX AOKYMEeHTax TaKXe OTCYTCTBYIOT YKasaHus
Ha yBeJINYUEHUNE LLNTOBUAHOM }enesbl. BporKAEHHbIA rn-
NOTUPEO3 AOKYMEHTUPOBAH NPU HEOHAaTallbHOM CKpU-
HuHre (TTI 6onee 400 MEa/n, cBT4 — 4,2 nmonb/n),
nosiyyaeT TUpPeouAHble FOPMOHbI C 16 AHEN XU3HW.
McuxoMoTOpHOE pa3BuTME NO BO3PAcCTy.

B Bo3pacTte 3,5 net poct 91 cm (SDS -1,29), Bec
13,3 Kkr, UMT (SDS -1,06). TenocnoxeHne Nponopumno-
HanbHoe. HeBponormuyecknini ocMotp — 6e3 0cobeHHo-
cTei. Koxa cyxasi, B AroANUHbIX CKNaAKaX — 3N1eMeHTbI
aTonuueckoro gepmatuta. Les BusyanbHO He m3Me-
HeHa, LWUTOBMAHAA ¥enesa nanbnaTopHO He yBenn-
yeHa. B comaTtuuyeckom cTaTyce 6e3 ocobeHHOCTEN.
Hapy»KHble reHUTanumn no *KeHckomy Tuny, cbopmMmnpo-
BaHbl NpaBubHO. MpUHUMaeT TUPOKCUH 100 MKr/cyT.
(7,5 mrr/kr), TTF — 1,01 MEa/n, cBT4 — 15,34 nMmonb/n.
Mo Y3 WMTOBMAHON Kenesbl — pacnofioKeHne Tu-
NMUYHOE, 3XOCTPYKTYypa He N3MEHEeHa, KoalonaHoe 06-
pasoBaHWe NeBOW A0/M AnaMeTpoM 2,7 MM, obwwui
06beM enesbl — 1,8 M.

C yueToM ceMeiiHON GopMbl 3aboseBaHns npose-
[LEHO MOJEKYNAPHO-reHEeTUUYECKoe unccnefoBaHMe.
Y o06boux cubnuHroe B reHe TI (MIM#: 188450, pe-
depeHcHaa nocnepoBatensHocTb NM_003235) BbI-
SIBleH FOMO3MUIOTHbIA BapuaHT €. 961C>T:p.R321X
(rs779043995; 0,01 %), naToreHHbIi. Mocne nonyye-
HUS pe3ynbTaToB MONEKYNAPHO-reHEeTUUYECKOro aHa-
NM3a nccneposaH ypoBeHb TI B CbIBOPOTKE, KOTOPbLINA
coctaBun <0,2 Hr/Mn y 060Mx NauMeHTOB.
3aksiroyeHne

Ocob6eHHOCTbI0 MNpPeACTaBAEHHOI0  KJANMHWYECKO-
ro HabnopeHWs, KpoOMe ero CeMelHOro xapakTepa,
ABNSETCA OTCYTCTBME Manbnupyemoro 3o06a u yBse-
JINYEHNS WNTOBUAHON ¥enesbl No Y3M y nauneHToB

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u ALORAT R MERMHCIO - o e
IN=
C JAucropMoHoreHesoM. BeposiTHO, 3TO CBfA3aHO
C afeKBaTHOW 3aMeCTUTENIbHOW Tepanuvenh U OTCyT-
CTBMEM TMNEPTUPOTPONMUHEMUN HA MPOTSAKEHUU ne-
UeHus.

N3MmepeHne KoHUeHTpauuu TI B CbIBOPOTKE MOXeET
CNYXUTb AONOAHUTENbHLIM ANArHOCTUUYECKUM WH-
CTPYMEHTOM Yy MauueHTOB C BPOXKAEHHbLIM FMAOTUPE-
030M. OueHb HU3KWUIA ypoBeHb TI Npy HaAUYUK LWN-
TOBWAHOW *efe3bl HOPMaJbHOro 06beMa Mo AaHHbIM
Y3W MoKeT yKa3biBaTb Ha AedeKkTbl B reHax Tl n cTaTthb
OCHOBaHWEM ANSA NPOBEAEeHUA MONEeKYNAPHO-TeHeTH-
yeckoro obcnenoBaHus.

https://doi.org/10.14341/PMPE-2022-35

Ciny4yaH BpOIXJAEeHHOTIO
TUII0aJIBA0CTEPOHH3MaA
y MJIaZieHIia

BY «HedTeloraHcKas oKkpyXHas 60nbHMLA UMeHN B.U. AUKuBY»,
r. HedTetoraHck, Poccusa

AKTyanbHOCTb

MnoanbaoctepoHusm (FA) — oauMH N3 HauMeHee
M3YyUYeHHbIX BOMPOCOB KJAWHUYECKON 3HAOKPUHOIO-
rmn. 130nnMpoBaHHbIN TA HOCUT BPOMAEHHbIA XapaK-
Tep, NPOSABASASACh Y FPYAHbLIX AeTel KANMHUYECKON Kap-
TUHOW CUHAPOMA NOTEPU CONU.
Llenb uccneposaHus

OnucaHue KAMHUYECKOrO Cciyyas pefKoro sHAo-
KPUHOMOrMYecKkoro saboneBaHus y MnageHua.
MauneHTbl U MeTOoAbI

Manbumk H., 2019 r. p., nocTynun B ctaumoHap bY
«HedTeloraHcKas OKpy!KHasi KAMHWUYecKas 6osibHMLa
um. B. V. Aukme» B MmapTe 2019 . B BO3pacTe 34 aHei
C *anobamum Ha oTCcyTCTBME NpubaBKM B Bece, 06UIIb-
Hble CpbIrMBaHUs C 3- HeLenu }U3HU. AHaMHes3 Kns-
HU: pebeHOK OT CPOYHbIX POAOB. Macca Tena nNpu pox-
neHun 3190, annHa 52 cM. Anrap 8/8 6annos. Nepuog,
ajanTauum npoTtekan 6e3 ocobeHHOCTel, NPUBKUT.
BbinucaH foMon Ha 3-1 CyTKU. CKPUHUHT «5 HO30/10-
rmii» — HopMa. O6bEKTMBHO NpuW NOCTYMNNEHUU: POCT
52 cm, Bec 2900 rp, UMT 10,7 kr/m2,4/1 42 B MuH, YCC
142 B MuH, Sp02 99%, Al 85/50 MM pT. cT. COCTOsIHNE
cpenHen TaxecTn. CpoirmBaeT GoHTaHOM. MHKK NCTOH-
yeH. MpaMOpHOCTb KOXKN anddy3sHas, Typrop TKaHewn
CHUKEH.
PesynbTraThbl

B nepBble CyTKM NpebbiBaHNs B CTaLMOHape, yUnTbi-
Basi KIMHWYECKME NPOSIBNIEHNS, laHHble 1abopaTopHbIX
nccnefoBaHuii (rMneprannemMusi, FrMNOHaTpUeMms, rm-
noxJjiopeMus), aHaMHe3a 3anofA03peHa CosibTepstoLLas
¢dopma BAKH. MNposeneH 3abop aHanu3oB ANs NoA-
TBEPXKAEHMS 3TOr0 AmarHosa. Hauyata ropmoHanb-
Haf Tepanus TrUAPOKOPTU3OHOM. [laHHble 3a BJKH
He noaTeBepskaeHbl: AKTE — 10,3 nr/ma (7,0-63,0);
170H nporectepoH — 2,21 Hmonb/n (0,6-9,86);
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CBOPHUK TE3UNCOB

HePCOHaHI/IBI/IPOBaHHLIﬁ nmogxon B ,E[eTCKOI:I SHAOOKPHUHOJIOTUH

Koptnson — 6,1 MKr/an (2-11); TectocTepoH —
1,0 Hr/MA. B CBSA3M C COXPaHAOLWMMUCS 3NEKTPOSUTHBI-
MW HapyLUEeHMAMU, 3aBUCUMOCTbLIO OT BBEAEHUSA 3N1eK-
TPONUTOB, 3aN0LO3PEH BPOXKAEHHbIA N30ANPOBAHHbIN
nedvunt anbpgocTtepoHa. lMpoBeneHne [OMNOJHUTENb-
HOFO TrOpMOHaNbHOro obcienoBaHus: ANbAOCTEPOH
49,1 nr/mn (70-990); peHnH > 500 MKMEa/mn (2,8-
46,1) noatBepaun amarHos: E27.4 M3onnpoBaHHbIN
BPOMAEHHbLIA TMNOanbAOCTEPOHM3M. ManbumK nepe-
BeAeH C Tepanuu rUAPOKOPTU3OHOM Ha MUHepano-
KOPTUKOUAHBLIN npenapaT B pexume 3I'T. JoCcTUrHyTa
NoNoMUTENbHasA AMHaMMKa. KynnpoBaHbl CpbirMBaHuWs,
3NEeKTPOANTHbIE HapyLLEHWs,, OTMeyeHa CcTabunbHas
npvbaska B Bece (+700 rp), Ha MOMEHT BbINUCKK (Ye-
pes 20 aHeir) MT 3600 rp. Habnopaetcs neanaTpom,
[LETCKUM 3HJAOKPUHOJIOIOM MO MEeCTYy XUTenbCTBa.
Haxoamntcs Ha MNOCTOAHHON MUHEPanoKoOPTUKOUA-
HOM Tepanuu. B ¢u3MueCKOM pasBUTUM He OTCTaeT,
coMaTuueckn 3a0po.. B asrycte 2021r. npowen 06-
cnefoBaHvMe U NevyeHue B YCNOBUSX OTAENEHUs Ha-
C/NIeACTBEHHbIX 3HAOKPMHOMNATUIN AETCKOro Bo3pacTa
drey «HMWLU sHaoKpuHonormm» MuHsgpasa Poccuu.
MpoBeseHO reHeTMyeckoe 0b6CnenoBaHWe, pesyibTa-
Tbl — B paboTe.
3akntoyeHue

Mpw HabnoaeHNN 3a AETBMU C KIMHUYECKOM KapTu-
HOM CMHApPOMa MOTepu COAM, MPU UCKAIOUYEHUN Han-
60siee YacTol MPUUNHBI AAHHOFO COCTOSIHUS Yy Mia-
LeHueB, HeobX0aMMO MNPOBOAMTL AOMOJHUTENbHYIO
ANArHOCTUKY Ha UCKKUYEHME BPOMKAEHHOMO U30JU-
POBAHHOI0 rMNoanbAoCTEPOHU3MA.

https://doi.org/10.14341/PMPE-2022-36

X-clernjeHHbBIH HXTHO3
B COUeTaHHH C CHHIAPOMOM
KaspMaHa B cOCTaBe CHHApOMa
TeHHBIX II0CJIeA0BaTeJIbHOCTEH.

'Kokopesa K.[., 'YyryHoB W.C., 'KanuHuyeHko H.10.,
2NaTtbiwes 0.10., 2CamcoHoBa J1.H., 'be3snenkuHa 0.Bb.

'OreY «HMWLU sHpoKpuHONOrMn» MmnHsapaea Poccuu,
r. Mocksa, Poccus

20rey ®reoy An0 PMAHMNO MuHsgpasa Poccun,
r. Mocksa, Poccus

BeeaeHune

B ocHOBe cuHApOMa reHHbIX nocjiefoBaTesibHO-
CTel, Kak npaBwuJio, NexaT XPOMOCOMHble MUKpoAe-
Neunun. deHoTUNMYECKME NPOABAEHNS CUHAPOMA pas-
HATCA B 3aBUCMMOCTM OT TOrO, Kakue reHbl nonanuv
B y4acCTOK BbiNnajeHus. BoinageHue yyacTka 22.3 Ko-
pPOTKOro njeda X XpoOMOCOMbl MOXET MPUBOAUTL K pas-
BUTUIO UXTNO3a B COYETAHUM C CUHAPOMOM KasibMaHa,
TakK Kak Ha AaHHOM y4YaCTKe KapTUPYoTCs reHbl benka
aHocMuHa KAL1 u reH ctepounaHon cynbdaTasbl STS,
OoTBevalLllein B HOpMe 3a AOCTAaTOUYHOE yBAAXKHeEHUe
KOXW. MeToA0M CEKBEHVUPOBAHNA HOBOIO NOKONEHUS

YCTaHOBUTb MUKPOAENELMIO, KaK NPaBuo, He yaaeT-
ca. ns noaTBEpXAEHNS AMarHosa Heobxo4AMMO Npo-
BeAEHNE XPOMOCOMHOIFO MUKPOMATPUUYHOro aHanausa
WKW NOJHOE CEKBEHNPOBAHME 3K30Ma.

KnnHuyeckue cnyyau

2 bpaTa C WUXTWMO30M, aHOoCMMel (NOATBEPHAEHA
0NbGAKTOMETPUYECKUM TECTOM) U HOPMaJIbHbIM MY K-
CKUM KapuoTunom. C paHHero BospacTta y oboux ae-
TEeA — CYXOCTb KOMMW, BbIPa*KEHHOE LeNyLleHne, Ha-
6atopaloTca y Aepmartonora.

Mayuerm K.A4., 7 neT (Mnaawwii 6par), npu poxae-
HAN — MUKPOMNEHWUC W ABYCTOPOHHWUA KPUMTOPXU3M.,
B 7 mecaueB SDS pocta coctasnan 0,28 SD, JIl —
0,001 ME/mn, ®CIr — 0,4 ME/mn, AMI' — 0,58 Hr/mn,
TectocTepoH 1,6 HMonb/n. Ha npobe ¢ xopuoHmye-
CKUM roHagoTponuHoM (5000 ME) genbta TecTtocTe-
poHa cocTaBumna 0,2 HMonb/N. MpUMeHeHWe aHaporens
B TeueHWe 12 MecsiLeB NO3BOMI0 AOOUTLCS YBEANYe-
HUS1 KAaBEPHO3HbIX Te.

Mpun obcnepoBaHun B Bo3pacTe 3,5 neT AfvHa
MoJIOBOro 4YjeHa coctasasna 2-2,5 cm, nesoe sn4-
KO — B MoLWOHKe (06beM 1 MN), NnpaBoe SINYKO —
B HUMXKHEN TpeTu naxoBoro KaHana (06bem — 0,5 mn),
TectoctepoH — 0,17 HMonb/n, AMI — 17,2 Hr/mn,
MHrMbmH B — 58,3 nr/mn. Ha npobe c xopunoHunue-
CKMM roHagoTponuHoM (1500 ME) penbta TecTocTe-
poHa 0,6 HMOAb/N.

B Bo3pacTte 7 ner AAMHa MOMAOBOr0 4yjneHa —
3,2 cM, 0ba sAnyKka onpeAensNuch B MOLLOHKe (06beM
0,5-1,0 Mn), KOCTHbIN BO3pacT cocTaBasn 6,5-7 ner,
Jr — 0,07 ME/mn, ®CrI 0,61 ME/Mn, TECTOCTEPOH —
0,24 Hmonb/n, AMI — 11,71 Hr/MA, UHIMGUH B —
6,88 nr/mn.

MofeKynsipHO-reHeTMUYECKOE WCCiea0BaHNE Bbl-
ABMJI0O TeMuU3nUroTHyto 3ameHy c¢.173G>C p.G58A
(rs782572843, uactota MuUHOpHOro annens 0,1%),
nedekt B reHe MAMLD1 (NM_005491), naToreHHoCTb
HensBecTHa.

MayueHm K.B. (12 net) — cTapluii 6paT, Bnepeble
06paTnACa K AETCKOMY 3HAOKPMHOJIOrY C Kanobamu
Ha MXTWUO3 1 3aePKKY NONOBOr0 pPa3BUTUS B BO3pac-
Te 12 net: SDS pocta 0,87 SD, TaHHep 1. MukponeHuu
N KPUNTOpPXM3Ma y Manb4ymka HeT. 06beM simyek co-
ctasua 1,0 MA., KOCTHbI Bo3pacT — 11-12 neT, JIF —
0,06 ME/mn, ®CIF — 0,84 ME/mn, AMIT — 23,7 Hr/Mn,
UHrMbmMH B — 11 nr/mn. Ha npo6e ¢ XrY (1500 ME)
JleNbTa TECTOCTEPOHA cocTaBmaa 3,2 HMOJb/N.

XPOMOCOMHbI MUKPOMaTpUYHbIA aHanu3 Bbis-
BMUJ1 MUKPOZENEL MM yyacTKa X XPOMOCOMbI C NO3MLLUN
6533602 po nosuummn 8791660. [daHHaa MuUKpone-
neuns BKA4YaeT B cebs reHbl KAL1 (OMIM 308700)
n STS (OMIM 308100).
3akniroyeHue

Mpy HanMume UXTMO3a Y NAUMEHTOB C 3aLEPHKKOM
MoOJIOBOr0 PasBUTUA M aHOCMUERN ClieayeT UCKAYaTb
cvHApOM KanbMaHa B COCTaBe CUHAPOMA MeHHbIX Mo-
cnepoBaTesbHOCTEN. NS NOATBEPKAEHUS AMArHO3a,
TpebyeTcsi NpoBeAeHME XPOMOCOMHOI0 MMKPOMaTpUy-
HOro aHanusa.
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Ciay4ya¥ Io3gHeH AHAarHOCTHKH
cuHapomMma KanspMaHa

Kokopesa K.A., YyryHos W.C., NMonos C.B.,
Bonukos MN.K0., BesnenknHa 0.b.

OreyY «HMWL saHpoKkpuHOnorun» MuHsapasa Poccuu,
r. Mocksa, Poccus

BeepeHne

CuHapoM KanbMaHa XapaKTepusyeTcs BblPaKeH-
HOM (EeHOTUMUYECKON reTepoOreHHOCTbO, Haauume
N BbIPAXXEHHOCTb KINHUYECKUX NPOSIBAEHUIA CUHAPO-
Ma MOryT pasfinyatbCs Y POACTBEHHUKOB Aaxe B O4-
HOW ceMbe.
KnuHuyeckuin cnyyam

MaumeHT A. — C pOXAEHMSA OTMevasicd ABYXCTO-
POHHWUIA KPUNTOPXM3M, B BO3pacTe 3 neT npoBeaeHa
LBYXCTOPOHHSS opxmaonekcus. C paHHero BospacTa
Habnoaanacb 6MMaHyanbHasi CUHKMHE3NS (3epKalib-
Hble ABUXEHUS PYK), C 7 NeT OTMeyanaCb CHUMKEH-
Hasi TONEPAHTHOCTb K PU3NUYECKON N YMCTBEHHOW Ha-
rpyske, ¢ 11 n1eT — CHU¥KeHne TeEMNOB poCTa.

HacneacTBEHHbIN aHaMHE3 OTArOLLLEH: Y OTL@ Mab-
UMKa 1 6abyLLKM CO CTOPOHbI OTL@ OTMEYaanCh No3a-
HWIA Ny6epTaT U aHOCMUS, IEYEHMUS HE NOoNyYann.

Habniopancs y AETCKOro 3HAOKpMHOMOra C Auna-
FHO30M «3ajeprKKa MnosoBoro paseutua» ¢ 12,5 ner,
BNepBble 06cnef0BaH NO MECTY MUTENbCTBA B BO3-
pacte 15,5 neT: anddepeHuMpoBKa CKeneta COOT-
BeTcTBOBasa 13,5 roaaM, 6asasibHble YPOBHM FrOPMO-
HOB: TecTocTepoH — 0,68 HMonb/n, IC — 0,09 EA/N,
®Cr — 0,21 EA/n. Ha npobe ¢ aHanorom MHPIr Mak-
CuManbHbIA Bbibpoc JIT coctaBun 0,46 EA/n, ®CT —
3,6 EA/n. B B BO3pacTe 15 net 7 MecsLeB HanpagJieH
AN yTOuHeHuns amarHosa B ®IbY «HMWL, sHaoKpu-
Hosiorum»: poct — 164,5 cM (SDS: -1,06), Bec 53,3 Kr,
NMT 19,7 kr/mM2 (SDS: -0.04), annHa BepXHero cer-
mMeHTa 84 cM (SDS: -2,16), ANMHA HUMKHEFO CErMeHTa:
79,8 cM (SDS: -0,04). NonoBoe pasBuTue TaHHEp —
1 (G 1,P 1) sanykn B MOLLOHKE, 06beM 1 M. o pesyib-
TaTaM MPT — runonnasusi 060HATENbHbIX JIYKOBULL.
AHOCMUSI NOATBEPXKAEHA pe3ynbTaTaMu oibGakToMe-
TPUYECKOr0 MCCNeA0BaHNS METOAOM NPUHYANTENbHO-
ro Beibopa (Sniffing Sticks): HabpaHo 0 6annos ns 12.

MNpoBeAeHO MONEKYNSApHO-FreHeTUYecKoe UcCaeno-
BaHWe — BbIABJIEHO [Ba reHeTUYEeCKUX BapuaHTa B re-
MU3UIOTHOM cocTosiHUKM B reHe ANOS1 (NM 000216.4)
B 5 9K30HEe: OAHOHYKNieoTMAHas 3aMeHa €.708C>G,
p.H236Q un geneumsa wWecTn HykneoTuaos 6e3 casura
paMKu cunTbiBaHua ¢.710 715del, p.W237 T239delinsS.
Ob6a BapumaHTa Ha CErofHsALWHUA AEHb UMEKT HEUs-
BECTHYI0 KJIMHUUYECKYIO 3HAUMMOCTb. [naHmnpyeTcs 06-
cnegoBaHue 6abyLuky, otel, pebeHKa nornb B Bo3pac-
Te 40 net (@aBTOMOBMNbHAsA KaTacTpoda).

Taknm 06pa3oM, Ha OCHOBaHMM COYeTaHuUs BTO-
PUYHOrO rMnoroHaan3sMa, runonaasum 06oHATENbHbIX
JNIYKOBUL, U aHOCMUWN YCTaHOBJIEH AnarHo3 «CuHApPOM

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn
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KanbmaHa». bbina nHMUMupoBaHa couyeTaHHas Tepa-
nua npenapatamm XY 750 E[l 2 pasa B Hepeno 1 pe-
KoMbuHaHTHOoro ®CI 50 ME 2 pasa B Heaenio.
3aksiroyeHve

Mpw cMHapoMe KanbMaHa nHuLmMauma nybepraTHas

LONXKHa HaumMHaTbcA B 12-13 neTtHeM BO3pacTe, 3TO
cnocobCcTBYeT rapMOHUYHOMY (GU3NYECKOMY U NCU-
XWUYECKOMY pasBUTUIO. Y AeTel C 3alepKKO NON0BO-
ro pasBuTua cinepyet obpallaTb BHMMaHWE Ha TaKkue
XapakTepHble AnA c.KanbMaHa CMMNTOMbI KaKk buMaHy-
afbHas CUHKUHE3Us, HapyLlweHUs 060HAHUS pasnny-
HOI CTENeHu, KPUNTOPXM3M y MajbuyMKOB, Hanuume
POACTBEHHWKOB C 3a4ep!KKOM MON0BOro pasBuTUA
M r’MNOOCMUMEN/aHOCMUNEN.

https://doi.org/10.14341/PMPE-2022-38

Pe3ynbTaThl
HeOHaTaJIBHOI'O CKPHHHHTrAa
B XaHThI-MaHCHHCKOM
aBTOHOMHOM OKpyre — lOrpe

'Kon6acuH J1.H., 2fmpw 4.B., 'lOcynosa H0.A.,
'NanaHoB C.WU., *Mono.a E.A., *Ps6oBa H.10.,
3KapueBa 0.B., 3JIoxkKuH [.A.

'"KoHCynbTaTMBHO-ANArHOCTUYECKOE OTAENEeHNE
MeanKo-reHeTUYeCKON KOHCYNbTauumn bY «OKpyHoW
KapAnosornyeckuii aucnaHcep «LeHTp AMarHoCTUKM

N CEPAEUYHO-COCYANCTON XNpyprum», r. CypryT

2BY BO «CypryTCKuiA rocyaapCTBEHHbIA YHUBEPCUTET®,
r. CypryT, Poccus

3BY «OKpY*KHOI KapAMOJIOrMYECKUI anucnaHcep
«LleHTp ANarHoCTUKKN N CEPAEYHO-COCYANCTOM XUPYPTrumn»,
r. CypryT, Poccusa

B HacTofLLEe BpeMs HAacNeACTBEHHbIE N BPOKAEH-
Hble 3aboneBaHna ABAAIOTCA OLHUMUN U3 FNABHbIX NPU-
UMH AEeTCKOWN UHBANNAHOCTU M CMEPTHOCTU. XX BEK OXa-
paKTepunsoBascs NosiBieHneM apeKTUBHbIX CNOCO60B
NleyeHns HEeKOTOPbIX BUAOB HacNeACTBEHHONM naToso-
rMK, KOTOpble NO3BOASKOT u3bexaTb NeTanbHOro uc-
XOAa, TAMEN0A UHBANNAHOCTY Y AeTel, ecnun 3abone-
BaHMe 06Hapy!KeHO A0 KAMHMYECKOW MaHudecTaumm.
OAHUM M3 BapuaHTOB paHHel ANArHOCTUKMK ABNSET-
cs MaccoBoe obciiefoBaHMe HOBOPOXAEHHbBIX — He-
OHaTa/bHbI CKPUHWHI. [lporpaMMbl HeOHaTasibHOro
CKpVHMHra BHeApeHbl 6osiee yeM B 50 cTpaHax Mupa,
onpepaenss 6onee 45 CKpUHMPYEMbIX HAaCNEACTBEHHbIX
3aboneBaHui.

HeoHaTanbHbI CKPUHUHI — OTHOCUTENbLHO MO-
nopasi 06nacTb MEAULIMHCKUX TEXHONOTNIA B Poccuu.
MaccoBoe obcnepoBaHuMe HOBOPOMAEHHbBIX Hauya-
nocb B 1991 roay c AMArHOCTUKN GEHUNKETOHYpPUK
(PRY) n BpoxkaeHHoro runotmpeosa (Br). C 2006 r.
UMCNO HO30JIOTUIA YBENMYMAOCh A0 5: dpeHunkeTo-
HYpusa — BPOMAEHHBIN FMNOTUPEO3 — ranaxkTose-
MUA — MYKOBUCLNA03 — a\pEHO-TEeHUTaNIbHbIN CUH-
ApOM.
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HeoHaTanbHbIN CKPUHUHI B XaHTbl-MaHCUMNCKOM
aBTOHOMHOM oKpyre — Hrpe (XMAO-HOrpe) 6bin
Hauyan B 1994 r. c HanpaBsieHneM obpasLoB ANsA UC-
cnepoaHuin B . TioMeHb. C 1998 roga nposeaeHune
HEeoHaTaNbHOro CKPWUHWHra OpraHM3oBaHO Heno-
CpeACTBEHHO B OKpyre, B MeAWKO-reHeTU4YeCcKou
KOHCynbTaunm OKpYKHOro Kapamo-guarHoctuye-
CKOro ueHTpa. r. CypryT. ViccnepoBaHunsa npoBoAsT-
CS Mo TPaAMUMOHHON MeToAMKe Ha 0bopyaoBaHUM
Perkin Elmer.

3a Becb nepuog 1999 — 2021 rr. B XMAO-Krpe
obcnenoBaHo 496 738 HOBOPOMKAEHHbBIX, OXBaT CKPU-
HWUHroM cocTaBun 98,9% (puc. 1). Hanbonbluee unc-
J10 NONOMUTENbHbIX CKPUHUHIOB NPULLNOCL HA Nepu-
04 2012-2014 rr., uTo COBNano c Hanbosee BbICOKUM
YPOBHEM POXAAEMOCTU B OKpYre.

Mo ntoram NpoBeLEHHOI0 CKPUHUHIA rpynna pMucKa
no 5 Ho3onornyecknm popmam coctaBmna 29 260 Ho-
BOPOXAEHHbIX (5,9%). CyMMapHO NOATBEPXAEHO
407 cnyyaeB natonorun (0,82%o).
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Puc. 1. AMHaMMKa HeoOHaTaJIbHOro CKpMHMHra B XMAO-HKrpe (1999-2021 rr.)

OueHMBas CUTyaL Mo NO BPOXKAEHHOMY rMnoTupe-
03y (BIN), MakcMManbHOE YNCIO CAyYaeB TaKKe Npu-
lwnocb Ha nepuog 2012-2014 rr. (puc. 2). C 2018 no
2021 rr. BbISSBNIEHHas rpynna pucKka 6biia oTHOCU-
TeNbHO MOCTOsIHHA. 3a Becb nepuos obcneposa-
HWIA rpynna pucKa Nno pesynbTaTaM HeoHaTalbHOIo
coctaBuna 7100 petenn (1,4% ot BCcex obcneno-
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BaHHbIX HOBOPOXAEHHbIX NNu 24,3 % oT rpynnbl pu-
CKa). AmnarHo3 Bl yctaHoBneH 189 peTsiM. YacTtoTa
3aboneBaHua coctasuna 0,4 %o nan 1:2628. 3abo-
IeBaeMOCTb BPOMAEHHbIM TUNOTUPEO3OM COOT-
BETCTBYeT CpefHUM roKasaTenaMm YpasbcKoro Ode-
LepanbHOro OKpyra, npesbllas o06liepoccuinckue
nokasartesnu.
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Puc. 2. AvHaMuKa pe3ybTaTOB HEOHATaJIbHOro CKpUHWHIa Ha Bl (1999-2021 rr.)
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Puc. 3. lMHaMMnKa pe3yJ/ibTaTOB HEOHATa/IbHOro CKpUHMHIra Ha BIKH (2006-2021 rr.)
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3a 2006-2020 rr. rpynna pucKa No BPOXAEH-
HO AMCYHKUMM Kopbl HaanoyeyHnkoB (BAKH) co-
ctaBuna 4707 peteir (0,9% oT Bcex obcrenoBaH-
HbIX MAKM 16,1 % oT rpynnbl pucka). AnarHo3 BAKH
ycTaHoBNieH 72 peTtaM. YacTtota 3aboneBaHus co-
ctasuna 0,14 %o nan 1:6899, 3HauMTENLHO NpPEBbLI-
was obuwepoccuiickme noKkasatenn 3saboseBaemo-
ctv BAKH. C 2013 r. Ha 6a3e MeAMKO-reHeTUYECKOA
KOHCyNnbTauuM nNpoOBOAMTCH YTOUHAKOWANA AMarHo-
CTWKa — onpejeneHune yacTbix MyTauui (CEKBEHU-
poBaHue reHa CYP21 — ayTcopcuHr). 3a nocieaHue
5 net 11 peTaM npoBefeHO MONEKYNAPHO-FEeHeTU-
UecKkoe nccnefoBaHWe rOPMOHOB METOLOM TaHAEM-
HOI Macc-cnekTpoMeTpun (MynbTUCTEPOUAHBIA aHa-
nn3) no nporpamMmme «Anbda-3HA0» Ha 6ase PrbBY
«HMWNL, sHpoKpuHonornm» Mmnusapasa Poccuu.

C 2013 r. COTPYAHMKN MeAMNKO-reHeTUYECKO KOH-
CynbTaumMm KypupyloT BeAeHWe pernoHanbHoro cer-
MeHTa denepasbHOro permctpa 60sbHbIX OpdaHHbI-
Mu bonesHsmMu. Cpean HUX MeAMKO-TeHETUYECKOW
cnyx60ii HabnwopaoTca 131 nauueHT, B TOM yuche,
1 — fneinumHosoMm, 1 — NPOMNMOHOBONM auMAeEMUEN,
22 — 6onesHblo BunscoHa-KoHoBanosa, 12 — Heco-
BEpLUEHHbIM OCTeoreHe3oM. Bce nauneHTbl nonyyvaoT
HeobxoamMoe, NpenMyLLLeCTBEHHO MaTOreHeTUYECKoe
NleyeHue.

https://doi.org/10.14341/PMPE-2022-39

HeoHaTaJIbHBIH CKPHHHHT
BPOJXAEHHOr'o rMIIOTHpeo3a
B MockBe B nniepHoz c 2017
1o 2021 ropg

'KoHloxoBa M.B., 'KukeeBa T.H., 2llectonanosa E.A.,
'MuTbKKHa B.B., 3BaauHa T.A., “MeTpsaiknHa E.E.

'"MOCKOBCKUI LLeHTP HEOHATaIbHOIO CKPUHWHIa
bY3 «Mopo3osckasa ArKb A3M»

20rBHY «MIHU», r. MockBa, Poccus

30rbY «HMUL, sHaoKpuHonorum» MuHsapasa Poccuu,
r. Mocksa, Poccus

4Poccuiickas AEeTCKad KNINMHUn4YecKas 6oan|/|ua,
®rA0Y BO PHUMY um. H.W. Nuporosa MuHsgpasa Poccuu,
r. Mocksa, Poccusa

BeepeHne

MaccoBoe 06cniegoBaHe HOBOPOXAEHHbIX AeTel
Ha BI' B cTtonnue nposoautca ¢ 1993 r., no anpens
2015 r. HeOHaTanbHbIA CKPUHUHI NpoBoAuncs B Y3
«HMW n34n wm. TE. Cyxapeson A3M». B anpene
2015 ropa Ha 6a3e 'bY3 «Mopo3oBcKkas ArKb A3M»
opraHusoBaH LleHTp HeoHaTaNbHOrO CKPWHUHTA
(LUHC), peopraHusoBaHHbili B 2021 rogy B MeauKo-
reHeTUYeCKoe OTAeNeHue, rae B HacTosILLEe Bpems
ocyuiecTasieTcs obcnefoBaHNe HOBOPOMKAEHHbIX.

MaTtepuanbl © MeTOAbl: MPOBEAEH PETPOCMEK-
TUBHbIN aHann3 aanHHbix UHC r. Mockebl ¢ 2017 no
2021 roa. Onpepenenvie TTI B KanunnsapHon KpoBwu

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn
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BbINOJHEHO METOAOM GIHOOPMMETPUUECKOrO aHanmsa.
MNoporosoe 3HaveHue TTI and NPpUMEHAEMbIX B CKpPU-
HUHre TecT-CUCTEM cocTasnsno 9 MEa/n ana peten
oT 4 no 14 gHet n 5 MEa/n ana naumMeHTOB cTaplie
14 pHein. Npu ypoBHe TTI Bbiwe 9 MEA/n ans peteit
4-14 pHen n 5 MEa/n ans peteii ctapuwe 14 oHeN Kns-
HW NPOBOAUNOCH peTecTupoBaHue (NOBTOPHbLIN 3a60p
KanuansapHon KpoBu n onpeaeneHune TTl). BceMm ae-
TAM C «MNOJIOMUTENbHLIM» PE3yNbLTaTOM HeoHaTallb-
HOrO CKpWHWHra nposoAauaocb onpepeneHne TTI
N T4 CB B CbIBOPOTKE KPOBW.
PesynbTraThbl

3a aHanusupyembii nepuon (2017-2021 rogabl)
obcnepoBaHo 602 689 HOBOPOMAEHHbLIX AETEMN,
poauBwmnxcsa B . Mockse. BuisBieHo 2593 «noso-
MUTENbHbIX» 3HaueHua TTI (Bbiwe 9 MEn/n), pe-
TeCTUpoBaHMe MpoBeAeHO Ha 7-13 CYTKU MXU3HWU.
Ha ocHOBaHMW AaHHbIX peTecTMpoBaHua chopmu-
poBaHa rpynna pucka Ana panbHelwero obcnepno-
BaHMA U HabnwopeHua. N3 obcnepnoBaHHbIX AeTen
Nno AaHHLIM PETECTUPOBAHUA U NOCAEAYIOWEN YyTOY-
HAKOWEN AMarHOCTMKKM BbisBneHo 308 cnyudaes BT,
M3 HUX 162 ManbumnKka, 146 neBOUYEK, B COOTHOLIEHNN
1,1:1,0 (o1 52 B 2021 roay £o 67 B 2017 n 2019 ro-
pax), cM. Tabanuy.

Tab6s1. Pe3ynbTaTbl HEOHATAJIbHOIO CKPMHUHIa
Ha Bl B . MockBa (2017 — 2021 ropabt)

foabl KonunyecTso KonunyecTso YacToTa
obcnenoBaHHbIX | BbIBIEHHbIX
neten cnyvaes BI’
2017 128 561 67 1:1918
2018 126 523 65 1:1946
2019 122 688 67 1:1831
2020 112 688 57 1:1976
2021 112 229 52 1:2158
Bcero 602 689 308 1:1957

MpoueHT oxBaTa HOBOPOMXKAEHHbIX AeTel (N0 AaH-
HbIM PoccTaTa) B 3TOT mepuoj COOTBETCTBOBan oOn-
TUManbHbIM 3HaueHnsaM 99,9-100%. CpeagHuin Cpok
Hauyana 3aMecTUTeNbHOW FOPMOHANIbHON Tepanuun co-
CcTaBua OT 7 00 14 CYTOK XU3HW.

BbiBOAbI

TakuMm obpasom, 3a 5 net paboTbl MeaAuKo-reHe-
Tnyeckoro orvaeneHus bY3 «Mopososckaa AMKbB
O3M» . MockBbl obcnepoBaHo 602 689 aeTei, Bbl-
aBseHo 308 ciayuyaeB BPOXAEHHOro rmnotupeosa.
YacToTa Bl cpean obcnenoBaHHbIX HOBOPOMKAEHHbIX
B nepuoa ¢ 2017 no 2022 rr. coctaBuna 1 cayuan
Ha 1957 peteii.
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KJIHHHYeCKHH
cay4YaH NanHiIJIsSpHOH
MHKPOKAPLHOHOMBI
IIHTOBHIHOH JXeJie3sl,
obycnoByeHHOI MyTaL et
B reHe DICER-1

KonbiTuHa A.A., KonopkunHa A.A, bposuH [.H.,
A6pocumoB A.10., 3y6KoBa H.A.

Orey «HMWL sHaoKkpuHonorun» MmnHsapasa Poccun,
r. Mocksa, Poccus
BeepeHune

OvddepeHUMPOBaHHbIA paK LMTOBUAHON *Kenesbl
y neTeit B 5% cnydyaeB 06ycnoBieH MyTauuamMm B re-
Hax-KaHanaatax. Mytaumm B reHe DICER-1 Takxe xa-
PaKTEPU3YHOTCSA MOBBILEHHbIM PUCKOM PasBUTUA He-
Onnasuvin LWNTOBMAHOW *Kenesbl (MHOroy3noBoWn 300,
aleHOMbl U/WAN paK WMTOBMAHON Xenesbl), Hapaay
C NaeBpony/bMOHaNbHO 6N1AaCcTOMON, KUCTAaMM NIErKo-
ro, onyxonsiMm roHag. lNpeacTaBAseM KANHUYECKUN
CNlyyain NauneHTKM C ceMeHon GopMOit MHOrOy3/10BO-
ro 306a v NanUINSPHOA MUKPOKapLMHOMOW LNMTOBUA-
HOM ene3sbl GOSIMKYNSPHOro CTPOEHUS C MUKpPOMeE-
TacTasoM B IMMPaTMUECKOM y3ne BepnudpuLmMpoBaHHON
npv NepBuYHOM 06CnefoBaHMM Kak L0b6poKayecTBeH-
HbIA MHOTOY3/10BOW HETOKCUYECKUIA 306.
KnuHunueckuin cnyyamn

MHOroy310BOli HETOKCMUYECKUA 306 BrepBble BbI-
ABNEH Yy nauumeHTKkM B Bo3pacte 13 net. Hacneg-
CTBEHHOCTb OTArOLLEHa No y310BOMYy 300y y MaTepw,
bpaTta-6sm3HeLa U Tpex CTapwnx eaAMHOYTPOOBHbIX ce-
CTép.

BriepBblie 06cieaoBaHa ambynatopHo B PrBY «HMUL,
3HAOKpUHONOrMn» B BOo3pacte 14,5 net. Mo AaHHbLIM
Y3 WMTOBUAHOWM Kenesbl obwuii obbeM 29,1 cMm3,
MHOIOY3/10BOli 306: B NpaBoii aojie 6 y3noBbix 06pa-
30BaHUI pas3NYHOro AnameTpa, CMeLIaHHON CTPYKTY-
pbl C YeTKMMM KoHTypamu (oT 0.3 cm ao 1,0 cM), oanH
y3en pasMepam: 2,4x1,8x1,6 CM, C YETKUMU KOHTY-
paMu, CMelLlaHHON CTPYKTYpbI; B NeBOK aone 5 y3nos
(pasmepbl — 1,3x1,0x0,7 CM, C YETKUMUN KOHTYypaMmu,
AH3XOreHHbIA C HEGONBLWMM NPUCTEHOYHBIM NAOTHBIM
KOMNoHeHTOM; 1,8%x1,6x1,0 CM, CMeLWaHHON CTPYKTY-
pbl; 2,3x1,7%X1,2 CM, C YETKMMN KOHTYpaMu, CMeLLaH-
HOWM CTPYKTYpbl, 1,7x1,2x0,7 CM, C YETKMMN KOHTYypa-
MU, CMeluaHHoW cTpyKkTypbl (EU-TIRADS 2-3).

B ropMoHanibHOM npoduie 3yTUpeos, KaabLUTOHUH
10,8 nr/mn. Mo pesynbTataM TOHKOWUIOJIbHOW acnun-
pauMOHHON buoncun y3noBbix 06pasoBaHUin pasme-
pamMn 6onee 1 cM. — Ao06poOKayecTBeHHble 0b6paso-
BaHWUs WMTOBUAHOW Xenesbl (no Bethesda Thyroid
Classification — kaTeropusi II). YunuTbiBas oTAro-
LWEHHbIN CeMelHbIi aHaMHe3 MNPOBEAEHO MONEeKy-
NpHO-reHeTnveckoe nccaeposaHue: B reHe DICER1

(NM 030621.4) B 23 3K30He 0obHapyeHa Aeneuus
LWeCTU HYKNeoTUAO0B B reTepO3UroTHOM COCTOSIHUU
€.3962 3967delCCTTTT, He npuBoAsWAs K CABUTY
paMKM cumTbiBaHMa p.S1321 F1322del. YcTaHoBneH
AVarHos «HeToKcuuyeckuin MHOroysnosoi 306 (re-
Tepo3nroTtHas MyTaums p.S1321 F1322del B renHe
DICER-1)».

YunTbiBas Hanvume MHOroysnosoro 3oba, pasme-
pbl Y3/710BbIX 06pasoBaHWUiA, CNOXKHOCTb LUTONOMMYe-
CKol BepudMKaLMmM BCeX y310B B CBA3W C UX KOJU-
YeCTBOM U PACMOJIOXKEHNEM, FPyMNny MNOBbILEHHOIO
OHKOJIOTMYeCKoro pucka (BeTckuii Bo3pacT, MyTa-
umsi reHa DICER-1) 6bl1a npoBeAeHa TUPEOUAIKTOMUS.
Mpy rMCTONONMYECKOM UCCAef0BaHUN B GparMeHTe
NMMOaTMUYECKOro y3na, Mpuiexallero K Kancyne wm-
TOBMAHOWN enesbl BbiiBJAEH MUKpoMeTacTas nanui-
NAPHOro paKka GOIMKYNSPHOro CTPOEHUS B KpaeBoOM
cuHyce. C Lenbio NOMCKa NepPBUYHOro ovara nanui-
NSPHOW KapuMHOMbI 6bIN MCCNefoBaH BECb MaTepuan
yOoAneHHON WMTOBUAHOWN Kenesbl. B ogHOM 13 npe-
napaToB MOA Kancynoi aonn obHapyKeH HEUMHKanNcy-
JINPOBAHHbLIA MUKpOOYar nanuianspHoOn KapuMHOMBI
bonnnKynapHoro cTpoeHus.
3aknroyeHue

CuHapom DICER1 npeacTtaBnsieT coboil COBOKymM-
HOCTb A06POKaYeCTBEHHbIX Y 3/10KaYECTBEHHbIX OMy-
X0Jiel, BO3HMKAIOWMUX B pe3yabTaTe ayTOCOMHO Ha-
cnegyemolt 3apoAbllleBor MyTauuu, NPUBOAALLENR
K HacsieACTBEHHOW NpeapacrnoioXEHHOCTU K Paky.
[laHHoe KNMHMYecKoe HabatoaeHne foKa3biBaeT Npu-
UMHHYIO CBAA3b Y3/I0BOW, B TOM UYMC/IE 3/10KAYECTBEH-
HOW, NaToNorMM LWMTOBMAHON *Kenesbl, 06ycnoB-
NeHHol MyTauumel B reHe DICER1, nepBOHauyanbHO
KnaccuoumumpoBaHHOM KaKk 106poKavyeCcTBEHHbI MHO-
roysnoBoii 306.

https://doi.org/10.14341/PMPE-2022-41

CkpuHHUHI Ha BIKH u BT’
TUIIOTHPEO03 B ApXaHI'eJIbCKOH
obnactu

F'BY3 ApxaHrenbcKoii obnactu «Mpumopckas LPE»,
r. ApxaHrenbcK, Poccus

HeoHaTanbHbIA CKPUHWHI ANA  HOBOPOMAEHHbIX
ApxaHrenbCcKoli obiacTu nNpoBOAUTCSH B OTAENEHUU
KAUHMYeCKon nabopaTopHoii anarHocTnku FBY3 AO
«ApxaHrenbCKon 061aCTHOM KAMHMUYECKOW 60JIbHU-
ue» r. ApxaHrenbcka. B HacToflwee BpeMd Ha Auc-
naHcepHOM yyeTte cocTouT 21 pebeHok ¢ BAKH 13 Hux
BHOBb BbIsiBJIeHbl B 2021 rogy — 2 pebeHka, n 52 pe-
6eHKa C BPOXAEHHbIM TMNOTUPEO30M (BHOBb BbiiBNE-
Hbl B 2021 rogy — 5 netei). laHHble O BbISSIBJEHHbIX
CNny4yasx BPOMAEHHOr0 runoTMpeosa N BPOXKAEHHOWN
ANCOYHKLNKM Kopbl HaanoyeyHnkos B 2020 n 2021 ro-
fax NpeAcTaBlieHbl B Tabauue.
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G)e,qepanbhoe rocyaapcTseHHoe 6|O,ﬂ)KeTHOe yypexaeHue
«HALMOHAJbHbIA MELULMHCKUIA
MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

ALl
E11S]

Tabs. JlaHHble 0 cKpuHUMHre Ha Bl u BAKH B ApxaHrenbckoin obnactm B 2020-2021 rogax

YpoBeHb 17-OH nporectepoHa [varHos BAKH YpoBeHb TTI [narHos Bl
Bbile 20 HMONb/N NOATBEPHKAEH Bble 9 MKEA/Mn NOATBEPXAEH
2020 56 — 47 4
2021 50 2 56 5

Kpome Toro, B 2020 roay AnarHO3 HEKAacCUYeCcKom
dopmoii BAKH anarHoctMpoBaH 1 AeBOYKM B BO3pac-
Te 10 neTt (NMpoBeAEHO MOJIEKYNSPHO-TEHETUUECKOE
nccnepoBaHue No nporpamMmme «AnbGadHAO).

TakuM o6bpasoM, obuias 3abonesaemocTb BJKH
B ApxaHrenbcKol obnacTtu coctaensieT 1 Ha 9900 peT-
CKOro HacefieHus, a nepBuYHaa 3aboseBaeMoCTb
1 cnyyaii Ha 100000. O6uwian 3aboneBaeMocTb Bl co-
ctaBasieT 1 Ha 3900, a nepBMYHas 3aboseBaeMoCTb
1 Ha 40000.

Bce netncnoaTeepXaeHHbIM AnarHosom Bl v BAKH
HabnloAaloTCa AETCKUM 3HAOKPUHONOIOM A0 3-X JieT
B MepuHaTanbHOM ueHTpe FBY3 AO «ApxaHrenbcKas
obnacTtHasa KAMHMYeCcKas 60abHULA», 3aTeM OHU ne-
pepatoTca noA HabnwaeHMe AETCKOMY 3HAOKPUHO-
nory F'BY3 AO « ApxaHrenbckas obnacTHas aeTckas
KNMHUYecKas bonbHULa».

https://doi.org/10.14341/PMPE-2022-42

KJIHHHUYECKHH cayJdal
mebioTa oCcTpoOro JeiKosa
107, «MACKOIH» HapyLUIeHH A
MHHepaJbHOro obMeHa

KopoekuHa T.U., KonbacuHa E.B.,
MnakcuHa 0.U., PoanHa H.B.

'bY3 HO «HOAKBEY, r. HuxHuii Hosropoga, Poccus

PaHHAS AMarHOCTUKA MHOMUX TAMEbIX, B TOM Yncae
coumanbHO 3HaYMMBbIX, 3ab0NeBaHNN y AeTel UpesBbI-
YyaliHO C/I0XHa BBUAY HeCNeundUUYHOCTM NepPBUYHbIX
CYMMTOMOB, KOTOPble 4acTO CKpbIBAKOTCHA NOA «Ma-
CKaMu» apyrux 3aboneeaHuii. Mpu 3TOM paHHsa Ana-
FHOCTUKA no3BosisieT m3bexaTb NieTaNbHOr0 Ucxoapa
M NpeaoTBPaTUTb MHBANNAN3ALMNIO NALMEHTOB.

BosnbHon W., 12 neT, HanpaBaeH K 3HAOKPUHOIO-
ry F'bY3 HO Huskeropozackas obnactHas AeTcKas Kin-
Huueckaa 6onbHULa (FBY3 HO HOAKB) opTtoneaom
®reQy BMNO «lpMBOMKCKUIA MEAULMHCKUIA unccne-
AOBaTeNbCKUn yHuBepcuteT» (MAMY) ¢ AnarHosom:
NaToONOrMYeCKMEe MHOXKECTBEHHbIE NepesioMbl Th2-12;
0CTeonopos (BTOPUYHbIN?); ANCNNA3NSA FPYLAHbIX U MO-
SCHUYHBIX MO3BOHKOB MO TUMY «PbIObUX»; acTeHUYe-
CKWIA CUHAPOM.

N3 aHaMHe3a M3BeCTHO, uTo pebeHoK oT 1 bepe-
MEHHOCTW, CPOYHbIX POAOB C OBBMTMEM MYMOBUHOWA
BOKPYT LWen, C Maccon npu poxaeHnn 3540r, pocToM
57 cM. Poc n pasBuBasicsa no sospacrty.

B uioHe 2021 ropaa nocne npbiXKa C BbICOTbI
1,5 MeTpa ManbumnK NOUyBCTBOBAJ 60/1b N0/ KONEHKON,

29-30 maprta 2022 .

nanee anob He 6bino. B ceHTsbpe 2021 roga nos-
BMNCb 60U B FPYAHOM Y MOSICHUYHOM OTAENax N03BO-
HOYHMKa NPU aKTUBHbLIX ABUMKEHUAX (MpUCaxunBaHme,
BCTaBaHWe, HakJiIOHbl). PebeHOK Obll KOHCYNbTUPO-
BaH HEBPOJOroM, AMarHoCTupoBaHa BepTebporeH-
Has noMbanrus, Kokcanrus. B nevyeHun Munbram-
Ma, HuMecun, ponobeHe, mMuaokanMm 6e3 adpdeKTa.
Ha MPT rpyaHOro 1 NnOSCHUYHOI0 OTAEIOB MO3BOHOY-
HMKa OTMeuYanacb KapTuMHa BblpaXeHHOro OoCTeomno-
posa, aedopMaumm Tes NO3BOHKOB FPyAHOro oTAena
NMO3BOHOUYHMKA MO TUMY «PblbbUX», TpabeKynsapHbIN
oTek Ten Th7-12, KOMNpPeCcCcuoHHbI nepenom Th7-12.
JNleyeHne B oTaeneHun Henpoxupyprum bBY3 HO
HOOKB. Mpu obcnepoBaHnn B 06LEM aHaM3e KPOBU
BbIsIBJIeHO ycKopeHue CO3 ao 48 MM/u. Ha dyHKUMO-
HaflbHbIX CMOHANAOrPaMMax HeCcTabnabHOCTN He Bbl-
siBfieHO. B neueHuun: NOK, dpnsnoneveHme, sayounnmH,
LeKkcameTa3oH, nbynpodeH. Mocne nposeaeHUs mac-
caxa CnuHbl 60NN pPesKo YCUMAWAUCH, NPU HOLLIEHUK
KopceTa 0TMeYasioCb HEKOTopoe obneryeHue.

C okTabpa 2021 roga nauneHT Habnwaancs op-
TONeAOM WHCTUTYTa TpaBmatosiorun MUMY, 6bin
3anof03peH HeCcOBepLIeHHbIA ocTeoreHes. B 06-
Cllef0BaHUN: LEHCTUTOMETPUA MO3BOHOYHUKA
MWHepaJJibHas MJOTHOCTb KOCTHOW TKaHW TPYyAHOro
oTAena MO3BOHOYHWKA HUME BO3PacTHOM HOPMbI
(Z-score-3,1SD) — ocTeonopos; TTF — 1,63 MEa/n,
ButaMuH [ — 29 Hr/mn (N 30-300 Hr/mn), octeo-
KanbumnH 67 Hr/mn (N 85-232), wenouyHas docda-
Tasa 112 (N 141-460) EA/n, Kanbunin obwmn 2,63
(N 2,1-2,55) mmonb/n, docdop 1,66 (N 1,33-1,92)
MMOAb/n, C-KOHUEBble TeNoNenTUAbl KoAnareHa
(beta Cross-Laps)1,630 (N 0,553-2,071) Hr/mn.
B neyeHun HasHaueH BuTamMuH [ 2000 ME/cyTKu,
Kanbumin A3 HUMKoMen 2 r/cyTku. B Hosbpe napat-
ropmoH 11,54 (N 115=65) nMonb/n, oCTEOKalb-
umH 7,34 (N 2-22) Hr/mn, beta Cross-Laps — 1,36
(N 0,23-1,24) Hr/Mn, BbISIBAEHO MOBbLILIEHWNE YPOBHS
deppuTtuHa 346,5 (N ao 124) MKr/n.

B HOsI6pe BNepBble KOHCYNLTMPOBaH 3HAOKPUHOO-
rom KAU. Mpwn obpaleHnn *anobbl Ha cnabocTb, ro-
NOBOKpPY*KeHus. Mo gaHHbIM 0CMOTpPa nokasaTtenn ¢u-
3M4YECKOro v MoJIoBOr0 PasBMTUS B NMpejenax HOpPMbl.
B61oxnMmyeckoMaHannse KpoBM MOKa3aTe M 3NeKTPO-
JINTOB, MOYEBUHbI, KpeaTUHUHA, anbbyMMHa B HOpPME.
B KOHTpoOJie coxpaHanach runepkanbLmMemMms No ypos-
Hi0 obuiero Kanbumsa 2,94 (N 2,25-2,75) MMmonb/n, no-
KasaTenb MOHM3MPOBAHHOIO Kanbuus, ¢ocdopa, LD
B HOpMe. PeKOMeHA,0BaHO NPOAOIKNTL TEPANUIO BUTa-
MUHOM /.

B Hos16pe B 0bueM aHanuse Kposu Jle 4,37x1079/n,
OTHOCUTENbHbIN Anmdoumtos 62%, Hb 101 r/a, Tp
209x1079/n, pe3koe yckopeHue CO3 no 85 MM/u. B aHa-
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CBOPHUK TE3UNCOB

HePCOHaHI/IBI/IPOBaHHBIﬁ nmogxon B ,E[eTCKOI‘/JI SHAOOKPHUHOJIOTUH

Nn3e Moum HebonbLLas okcanypus n amopdHble pocda-
Tbl B HeGOMbLWOM KonmyecTBe. KOHCYNbTMPOBaH rema-
Tonorom NBY3 HO HOAKB — aHeMus nerkom creneHu
HeyTOYHeHHas. HanpassieH Ha KoHcynbTauma B OHKLL.
B nekabpe pebeHKy BbINOAHEHA KOCTHO-MO3roBas
nyHKkumus. B nyHkTate onpegeneHo 90% 6nacTos.
PebeHOK rocnutannasvpoBaH B OTAE/IEHNE remMaTono-
rum 'bY3 HO HOAKB.
3aknyeHue

Y 6onblWMHCTBA aeTeli ocTpbli AnMdobnacTHbI
neikos (0J11) MmaHudpecTnpyeT 6ypHO 1 XapakTepusy-
eTcs NoAMMopdM3MOM KANHNUKK. CTaans npeanernko-
3@ He UMEEeT XapaKTepHbIX KINHUUYECKUX CUMNTOMOB,
a aHanA13 CMMNTOMOB HauyabHOro Nep1oja NpPoBOANT-
CA peTPOCNEKTUBHO, B CBA3M C YEM, AMarHo3 He bbiBa-
eT NocTaBieH BO BpeMsi. HecMOTpsa Ha nporpecc na-
60paTOpPHOM AMArHOCTUKM, BbISSBUTb NIEAKO3 Y AeTel
Ha paHHWUX 3Tanax CJ0MHO, T.K. ANA NOsABNEHUSA Xa-
paKTEPHbIX U3MEHEHWUI reMOrpaMMe OMNyXoJb AONXKHA
LOCTUUb KPUTUYECKOM Macchbl, a MaHudpecTtauuns OJ11
CBsizaHa C 61aCTHON WHOUALTPaALMEN pas3NYHBbIX
OpPraHoB C HapylweHueM ux GyHKumMn. KnmHuueckas
CMMNTOMaTuKa B LaHHOM Ciyyae onepexkasna nabopa-
TOpHble N3MEHEHUS, 1 pebeHOoK He bbl cpasy rocnu-
TanM3npoBaH B CrneuvannusvpoBaHHbI reMaTonorun-
YeCKUi cTauunoHap.

https://doi.org/10.14341/PMPE-2022-43

HeoHaTaJIbHBIH CKPHHHHT
B Peciybsiuke JJarectaH

2KocTpoBa WU.B., 2ConTtaxaHoB 3.M., 3KocTposa B.I.,
4‘AxnakoBa A.U., "2AnuomapoBa .M., "2AxmeaxaHoBa
B.B., SToH4yapoBa H.A.

'Y P4 APKBE M. H.M.KypaeBa, r. Maxaukana, Poccus
20reQy BO ArMY Munsppasa Poccun, r. Maxaukana, Poccus

3SMrHUCTEpPCTBO 3ApaBoOXpaHeHns Pecnybavkn JarecTaH,
r. Maxaukana, Poccus

“rBY PA «PMU-MM», r. Maxaukana, Poccus
S¢reY «HMUL, sHpoKpuHONornm» MuHsapasa Poccun,
r. Mocksa, Poccus

MporHo3 peajsbHOr0 COCTOAHWSA 340POBbA AeTel
NMoKasbliBaeT, YTO CyLLEeCTBYET yrpo3a ero yxyaleHus,
ocobeHHO no 3aboneBaHunsM, Hanbosiee 4acTo NPUBO-
AAWMX K MHBAaAMAHOCTW. Mo cTaTucTmKe okono 55 %
NPUYNH AETCKON MHBANNAHOCTN UMEIOT BPOXKAEHHbIN,
B TOM UYMCJIE N HACNEeACTBEHHO 0OYCNOBMIEHHbLIA Xa-
paKkTep, PUCK BO3HMKHOBEHUS, KOTOPbIX B [larectaHe
BEJIMK.

Mo3ToMy coxpaHeHne penpoayKTUBHOIO 340POBbS,
NNaHMpoOBaHME CEMbM, aHTEHaTaNbHas OxpaHa nnao-
a, MeAWKo-reHeTuyeckas nNpodunakTuka saBASOTCH
KJOUEeBbIMW HanpasfieHnaMU B MNnaHe MeponpuaTUi
no peanansaunm KoHuenummn pasBuUTUS paHHen NomMo-
wm B Pecnybnuke farectaH (aanee — P[l) Ha nepuog
80 2024 roaa.

CBoeBpeMeHHass [AMArHOCTMKA HacneacTBEHHbIX
3aboneBaHUi SBASIETCA BaMKHbIM KPUTEPUEM Kaue-
CTBa MeAMUMHCKON noMowm. Mo3aHAS AnarHOCTUKa,
HEeCBOEBPEMEHHO HauaTas, U1M HEKOPPEKTHas Tepa-
N1st MOTYT NPUBECTU K TAXKENbIM U HEO6PaTUMbIM MO-
CNeACTBUSIM BPOXAEHHbIX Hac/leACTBEHHbIX 3abone-
BaHMWIA. B CBSA3K C 3TUM Hambonbluee 3Ha4YeHne UMeT
oTpaboTaHHble B pecnybinKke BONPOCHI NPOBeAEHUS
HEOHaTa/lbHOro CKPWHWUHIA Ha paHHee AOKJINHMYe-
CKOEe BbISIBIEHVE HAC/IeACTBEHHbIX U BPOMAEHHbIX
3ab0seBaHNN y HOBOPOMKAEHHbBIX U paHHee Hayano
afleKBaTHOM nomowM pebeHKy Mo npeaynpexie-
HUIO HapyLleHWA B €ero ncuMxopusmyeckom passu-
TN U NpeaynpexaeHuto BTOPUYHOIO OTKNOHEHUS.
CKPUHWHT, KOTOPbIA NPOBOAMTCA B MacCOBOM NOpPSf-
Ke BCEM HOBOPOXAEHHbLIM, MO3BOJIAET CBOEBPEMEH-
HO BbISIBUTb U NpeaynpeauTb TAXeNble NocnencTBums
NATWU Cepbe3HblX 3aboneBaHWiA: aApeHOreHNTaNbHbIN
cnHapoM (panee — BAKH); BpOXAEHHbIN rMNoTUpeos
(nanee — BI'); MyKOBMCLMNA03; rafakTo3emMums; GeHun-
KeToHypus (oanee — OKY).

BrkntoueHne BI' 1 BAKH B cneKTp HO30J10rM4ecKkux
dopM, nopnexawmx obasatenbHOMy HeEOHaTabHOMY
CKPUHUHTY Ha TeppuTopun PD, no3BonseT cuctema-
TU3MPOBaTb AAHHbLIE O PACNPOCTPAHEHHOCTM AeduLm-
Ta 21- rMApoKcuaassl U BPOXKAEHHOIO rMnoTUpeosa
KaK B CTpaHe B LLeNIOM, TaK 1 B OTAE/bHO B3ATbIX Perun-
OHax P®, obecneunTb CBOEBPEMEHHOCTb AMArHOCTU-
KW 1 paspaboTaTb TAaKTUKY Tepanuu.

Kak 66110 0TMeueHo, B larecTaHe BbICOK PUCK POXK-
LEeHUs1 feTell C reHeTUYecKkn obycioBAEHHOW naTo-
Nnoruvemn, 4To NOATBEPMKAAET MU3HEHHYK Heobxoaum-
MOCTb PaHHEro nx BbIABJIEHUS.

MeponpuaTnsa Mo OKasaHWIo paHHeln nomoLwn ae-
TAM C FeHEeTUYECKUMU OTKJIOHEHUAMU CUCTEMATU3N-
poBanuCb B pecnybinke ¢ HayanoM pasBUTUS Meau-
KO-FeHEeTMUYECKON CNYHKObI.

MNpukasoM MuHucTepcTBa 34paBooxpaHeHus Pec-
nybnukn OarectaH Ne 133-4 ot 13.07.1989 roga
«0 Mepax no pasBuUTUIO MEANKO-TEHETUUYECKON CNYy K-
66l B JACCP>» onpegaefieHbl OCHOBHbIE HarnpaB/ieHUs Mo
BbIIBJIEHWIO CPeAM HaceneHus 3aboneBaHuiA, CBA3aH-
HbIX C Hac/NeACTBEHHbIMU (paKkTopamu:

— paHHsaa gnarHocTuka ®KY u BT,

— MeAMKO-reHeTNYeCKoe KOHCYNLTMPOBaHUE CEMbY,

— YyNbTpa3ByKOBas AMArHOCTMKA BPOMKAEHHbLIX MNO-
POKOB pa3BuUTUS,

— MOHWTOPUWHI NOPOKOB PasBUTUSA N HAaCNeACTBEH-
HOI MaToNornun.

BHeapeHWe HEOHATalbHOr0 CKPUHMHIA B POAUIIb-
HbIX AoMax pecnybamku ¢ 1989 ropga cnocobcTBoBa-
J10 NMOBbILLEHNIO BbIABAAEMOCTU 60/bHBIX ¢ ®KY 1 Bl
B NepBble AHW }NU3HWN pebEHKa, 3HAaUMMOCTb KOTOPbIX
COCTOUT B TOM, UTO B UX KJIMHNYECKON KapTUHE AOMU-
HUPYeT TAMEénaa YMCTBEHHas OTCTanoCTb, MPUBOAA-
was K rnyboKkol nHBannansaumnm pebéxHka. Hecmotps
Ha onpeAeneHHble TPYAHOCTU B OpraHmsaumm n npo-
BeleHUWN CKPUHUHTA, T.K. AINTENbHOE BPEMS B pecny-
61mMKe oTCyTCTBOBaN0 060pys0BaHME AN NPOBEAEHUS

50 29-30 mapTa 2022 .



MUHUCTEPCTBO HAYKW
W BbICLLENO GEPAZOBAHUS
POCCUMIACKON OEAEPALIMA

HeoHaTa/lbHOr0 CKpMHMHIa (MaTepuanbl 3abopa Kpo-
BM OTNpaBasauck B r.r. CTaBpononb, POCTOB), yaanoch
no pecnybaunke ¢ 2003 r. oxBaT ob6cneno0BaHNEM HO-
BOPOMAEHHbIX B aKyLUEPCKUX CTauuoHapax yBenu-
UnTb € 76,6 % 00 91,7 % B 2005 1. (exkeroaHo obcne-
npoBanoch 6onee 40 TbiC. HOBOPOXAEHHDIX).

B pamMKax npuopuTETHOro HauMOHaNbLHOIro NPOeK-
Ta «3popoBbe» B flarectaHe ¢ 2006 r. pacwmpunacs
nporpamMmMa MaccoBoro obcnefoBaHUs HOBOPOX-
LEHHbIX Ha HacneACTBEHHble 3aboneBaHusi U bbina
BHeApEeHa AMarHoCTMKa Takux bonesHen Kak ajape-
HOreHuTanbHbld cuHApoM (AFC) mnmM BpOMAEHHas
AMchYHKUMS Kopbl HaanodveuyHukos (BAKH), ranakto-
3eMua 1 MykoBmucumaos. boln nsgan npukas Ne 504-/4
o1 09.11.2006 rona «0 maccoBoM obcnepoBaHUU Ho-
BOPOXAEHHbIX AEeTe Ha HAacNeACTBEHHbIE BONE3HUY,
KOTOPbIM onpeaeneHsbl MEPONPUATUSA NO ANArHOCTU-
Ke, NeYeHUNIo 1 HabNoAEHNIO BbISSBNEHHbLIX MPU HEOHa-
TaJlbHOM CKPUHWHIe 5 HacneaCTBEHHbIX 3aboneBaHuii
B Creumnanm3npoBaHHbIX OTAENIEHNAX N MeULUHCKUX
opraHusauunsax pecnybnaunku. OkasaHue paHHen NoMo-
WX AEeTAM C FeHeTUUYECKMMU OTKNOHEHUAMU MPOBO-
ANTCA MO HanpaBAeHUAM:

— HeOoHaTaNbHbIA CKPUHWHT;

— MOHUTOPUHI BPOMAEHHbLIX MOPOKOB pPasBUTUA
W HacneaCTBEHHOW NATONOMUN,

— MeJUKO-reHeTUUYeCKoe KOHCYNbTUPOBaHUe,

— NpeHaTajibHas AnarHocTuKa.

Hamu npoaHanmsnpoBaHa 3G PeKTUBHOCTb OpraHn-
3aUMOHHBIX MEPONpUATUIA U pe3ynbTaTbl HeOHaTasb-
HOro CKpPUHUHIa Ha BI' 1 BAKH B nonynauumn AeTckoro
HaceneHus Pecnybnauku arecTaH.

C 2007 r. no 2010 r. oxBaT CKPUHUHIOM HOBOPOX-
JeHHbIX B Pl Ha 5 CKpUHMPYEMbIX HaCJIeACTBEHHbIX
3aboneBaHunii coctaBun 92,8%. 3a 3TOT nepuos 06-
cnepoBaHo 129380 HOBOPOMAEHHbLIX. B pesynbra-
Te MPOBEAEHHOr0 CKPUHWHIA EeXerogHo BbIABAAAN
oT 15 po 20 HOBOPOMAEHHbLIX C Hac/NeACTBEHHOM
naTonorMer Ha paHHUX CTaAuaX M CBOEBPEMEHHO
HauMHanM natoreHeTU4eckoe neyeHue. Mo nonyyeH-
HbIM pe3yabTaTaM CKPUHWHIa HOBOPOMXEHHbIX yCTa-
HOBJieHO, YTo YacTtoTa ®KY konebnetcq ot 1:6500 ao
1:10000 (P® — 1:6942), Bl no 1:4500 (Pd — 1:3686),
ArFC — ot 1:4700 go 1:7240 (P® — 1:6000).

MNporpamma ckpuvHuHra Ha AIC n Bl NOJIHOCTLIO
ctaptoBana B Pecnybnuke fdarectaH B 2007 roay.
Ona yBennueHnss 06bEMa HeOHaTaNbHOr0 CKPUHMHra
«PecnybanKaHCKUIA  MeAMKO-TeHETUYECKUIA  LEHTP»
(nanee — I'BY P, «PMrILL») 6biln 0becrneyeH cooTBET-
CTBYlOLWLMM 060OpYAOBaHMEM M pacXxofHbIM MaTepua-
noM. lpoBeaeHbl 3HauUTesIbHblE MOAMOTOBUTE/IbHbIE
MEpPONpPUATUA B YUpPEXAEHUAX 34paBOOXpPaHeHus,
B TOM UMCJie MOBbILWEHNEe KBaAUDUKaLMN KaK Bpauyen,
TaK U CPeaHUX MeaMUMHCKUX paboTHWMKOB. TpeTuit
roa NBY PO «PMIU» pacnonoxeH Ha 6ase 'Y P[
«PecnybanKaHCKUN NepuHaTanbHbI LLeHTP», KyAa A0-
CTaBAsOT 06pasubl KPOBU HOBOPOMAEHHbLIX CO BCEX
MeAMLUMHCKUX opraHusaunin (tepputopuin) PA. B pe-
cnybauke cnoXunacbh yeTkas MeTOA0/0rMsi MacCcoBOA

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u ALORAT R MERMHCIO - o e
Ih=
AVNArHOCTMKM Hac/ieACTBEHHbIX 60M1e3HeN Ha LOKINHM-
YeCKOM 3Tane, OCHoBaHHas Ha Kputepuax BO3 no ao-
KJANHNYECKOMY CKPUHWUHIY HacneACTBEHHbIX 6one3Hei
obmeHa.

MporpamMMa AWArHOCTWUKM BKAO4YaeT: 3abop Ma-
Tepuana (KpOBb) Y HOBOPOMAEHHbIX B aKyLUIEPCKUX
cTaumoHapax (Ha 4 AeHb U3HWU Y AOHOLIEHHbIX U Ha
7 LeHb—Y He;JOHOLLEHHbIX) U3 NATKU Ha GUNLTPOBaSIb-
Hylo Bymary u ero AOCTaBKy B AMarHOCTMYECKYIO na-
6opatopuio FBY P, «PMI 'Ly, roe Ha annaparte «Delfia-
Victor», ®uHAsHAMA, npoBoaMTcA NabopaTopHas
npoceuBatoLwas AMarHOCTUKa, YTOYHAIOLWAA AMarHo-
CTMKa BCEX MO3UTUBHbIX C/ly4yaeBs, NeyeHne u Habnio-
LeHNe BbIIBJEHHbIX HO/bHbIX, MEANKO—TEHETUYECKOE
KOHCY/NbTUPpOBaHWe ceMbu. HOBOPOMAEHHblEe, nMe-
loULMe BbICOKME roKasatenm 17-rugpokcunporecre-
poHa U HeoHaTafbHoro TTI npu peTecTUpoOBaHUMU,
HanNpaBAAOTCA Ha KOHCYNbTAUMIO K AETCKOMY 3HAO-
KPUHONOTY B  KOHCYJ/IbTaTUBHO-ANArHOCTUYECKYIO
NoNMKANHURY TBY PL «[eTckas pecnybanKkaHckas
KNMHU4Yeckas 6onbHuua uMm. H.M.Kypaesa», ¢ uenblo
onpefeneHns fanbHenwen TakTUKM obcnenoBaHus,
JleyeHUs 1 BKAOUEHMA B PecnybanKaHCKUn perncTp
cooTBeTcTBYloWwe natonorum. C 2014 ropa OCHOB-
HbIM METOAOM YTOYHALWEN ANArHOCTUKU ABASETCA
MOJIEKY/IAIPHO-TEHETUYECKOe MCccaeaoBaHne, NpoBo-
anmoe B ®IrbY «HMWL, sHaoKpuHoaornm» MmHsapasa
P®, B pamMkax nporpammel «Anbda-3HL0».

[o 2006 r. B pecnybaunKe anarHosbl: «BpoxaeHHas
AMCOYHKLUMS KOpbl HaAMOUYEYHUKOB» U «BporaeH-
HblA FTMNOTMPEOD3» YCTaHaBAUBANUCL IHAOKPUHOIO-
rammu no obpawiaemMocT B aMbynaToOpHO-MOANKINHN-
Yeckue ydpexaeHus mnm B cTaumoHapax. CpegHui
CPOK YyCTaHOBNEHMS AguarHosa cocTasnsn oT 1 Mec.
o 18 mec. (1-2 mec. ana 60NbHbIX C CONbTEPSAIOLLEN
dopmoit M po 12-18 Mec. C BUpPWUIbHOW GopMoin),
npu 3TOM NeTanbHOCTb cocTaBasna 2-3% y 60abHbIX
c BAKH. Y peteit ¢ BI' cpeAHWMIn CPOK yCcTaHOBAEHUSA
AnarHosa cocTaBnsfn 2-9 Mec. *}usHu. K MOMeHTy Ha-
yana CKpuHuHra B peructpe BAKH coctoano 17 na-
LMeHTOB; B pernctpe Bl — 49 60/bHbIX.

OCHOBHbIMWU KpuUTEPUAMKU AN AnarHoctuku BAKH
ABNANINCH KJIIMHUYECKME NPOABAEHUA NaToNornum: Bu-
punusauns no Prader I-III cTeneHu, conbTepstoLLmMe
KpU3bl (TAKECTb 3NEKTPONNTHBIX HapyLleHui); 60b-
Hble ¢ Bupunusauuen no Prader IV-V cteneHn B 12%
CNlyyaeB OLWMBOUYHO PErnCTPUPOBANNCE B MYMHKCKOM
nose. 3aboseBaeMoCTb Ha TOT NMepuoA cocTaBasna
1:26522 HOBOPOMKAEHHbIX.

C 2010 r. mo 2016 r. nNocTeneHHoO oOxBaT HOBO-
POXAEHHbIX yBenunuuBascsa ¢ 92,8% po 96,0 %, wuc-
chepoBaHusa 6biniv npoBeaeHbl 375100 HOBOPOXK-
LEHHbIM, TNoOKasaTesb 3abosieBaeMOCTM COCTaBWI
1:16380 (4ncno BbiBNEHHbIX 60bHBIX ¢ BAKH 23 pe-
6eHKa). KonnuecTBo AeTel, NpoLwealmx peTecTupo-
BaHWe, NPW NOBbILEHHbIX NOKa3aTensax 17-rugpokcu-
nporectepoHa — 640 yenosek, Uto coctasuo 0,2 %.
[leTeil C NOATBEPMAEHHbLIMWU aApeHOreHUTanAbHbIMU
HapyLleHUsiMM B6bl0 B3STO Ha AMCNAHCEPHBIA yuyeT
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Tabs. 1. PesynbTaTbl HEOHATa/IbHOrO CKpUHMHIa Ha BJJKH 3a 2017-2021rr
loa KonnuyecTtso [ocTtaBneHo KonnuecTteo % MpoBene-Ho | B3siTo Ha yueT | 3abonesa-
HOBOPOX- NepBUYHbIX npoBeAeHHbIX oxBaTa peTecToB BAKH eMOoCTb
JEeHHbIX TecT-bnaHKOB | MccnefoBaHWiA Ha BAKH MO CKPUHUHTY
B MI'y
13442
2017 r. 48950 42850 (He 6bI10 27,4 46 3 1:14283
peakTus.)
28030
2018 1. 50230 (oteyT. Tect- 23807 473 70 3 1:9343
61aHKM 1
peaKkTuBbI)
2019 47474 45771 45771 96,4 121 6 1:7628
2020 r. 46506 45115 45115 97,0 66 1:11279
2021 . 44224 43645 43645 98,6 71 5 1:8729
WToro
2017- 205411 171780 72,4 374 21 1:10252
2021 rr.

LETCKMMUN 3HAOKPWHOJIOraMn 1 BHECEHO B pecnybnun-
KaHCKWUiA pernctp 22 pebeHka.

B nepuoge c 2017 no 2021 roaa Konn4yecTso obcne-
LOBaHHbIX HOBOPOXAEHHbIX cocTaBunao 205411 yeno-
BEK, NPOLEHT oxBaTa yeeanuumncs ¢ 27,4 % po 98,6 %
(c cepeanHbl 2016 . o 2018 r. B P[] BHOBb OTMeYa-
NMck nepeboun c 3aKynKo peakTUBOB U TECT-CUCTEM).
B sHAOKpuHONornyeckmnn ctaunonap ey P4 «APKB
M. H.M. KypaeBa» 60sibHble NOCTyNaauM nNo Hamnpae-
JIEHNIO YYaCTKOBbIX NeAnaTpoB U3 MEAULMHCKUX Op-
raHmsaumin pamoHoB 1 ropogos P/, ¢ pesynbratamu
HEOHaTaJIbHOr0 CKPUHUHra. YpoBeHb 17-rmapokcu-
nporecTepoHa y nauMeHTOoB, BbIABJEHHbIX Ha MEPBOM
3Tane CKPUHWHra, 1 Npu peTecTUpoBaHUU Haxoa4nICA
B npeaenax 180,0-750 HMonb/n (B cpeaHem 225,0-
415,3 HMob/N). PeTecTupoBaHue nposoautcs B 0,2—
0,3% cnyvaeB, B OCHOBHOM y HE[LOHOLIEHHbIX AeTel
N HOBOPOXAEHHbIX C TAXEN0N CONyTCTBYIOLLEN coMa-
TUYecKon naTonorven. Hauano saMecTUTeNbLHOM Tepa-
NMUN TIIOKOKOPTUKOMAAMU NMPUXOAUTCH Ha CPOKM 15—
27 pHein, B cpeaHeM Ha 20-22 aeHb KuU3HW. NosaHee
Hayano 3aMeCcTUTENbHON Tepanuu rNOKOKOPTUKOU-
faMu M rocnuTanMsauma B 3HAOKPUHONOMUUECKUIA
cTauMoHap obycnoBJfieHa BbICOKOW MUrpaLneli Hace-
JIeHNs BHYTPW pervoHa, u COOTBETCTBEHHO, NO3aHee
NHPOPMMPOBAHME poaunTeNeNn.

B cTpyKType HaunoHanbHoro perncrtpa BAKH 6onb-
Hble C MY}CKUM KapuoTunoM (46XY) coctaBunn 48%,
C XEHCKUM KapuoTtunoM (46XX) — 52%. B 95% cny-
yaeB Mo pesynbTaTaM rOpPMOHaNbHbLIX MOKasaTenen
(17-rnppokcmnporectTepoHa U pPeHUHOBOW aKkTUBHO-
CTM nnasMbl), AAHHLIX MOJEKYISPHO-TEHEeTUYECKO-
ro MCCNefoBaHus Bbifa NOATBEPMKAEHA CONbTEPSIO-
was ¢opma; y 4% naumeHToB — BUPUbHas Gopma;
y 1% — peakue GopMbl BPOHKAEHHO HAaAMOUYEYHNKO-
BOW HepocTaTouHOCTU (AedmunT 3-B-ruapoKcncTepo
NALEernaporeHasbl; MyTauus B reHe StAR-npoTeunHa).
Bo3pacT 60nbHbIX HanpaBaeHHbix Ha I sTan demu-
HU3MpYylOLLEeN nAacTUKW, B CPeAHEM CcocTaBaser
12-15 MecsaueB. Ha koHew 2021 roga nokasaTenb
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3abonesaemoctn BAKH coctaBun 1:8729 cnyuyaes
(P® — 1:6000).

B pecnybaukaHckoM peructpe BAKH Ha Hauyano
2022 ropa coctout — 72 nauneHta ¢ 0-17 ner, no-
KasaTeNib pacnpocTpaHeHHOCTN cocTaBnsetT — 8,1 Ha
100 TbIC. peTcKoro HaceneHusa O-17neT. Ha ceroa-
HALWHWA aeHb B pecnybivKe BbiBNEHbI TEPPUTOPUN
C OTAENIbHbIMW 3THUYECKUMU FpyrnnamMu, rae OTMeyeH
Hanbonbwwnn poct BAKH.

CKPUHUWHI Ha BPOXAEHHbIA rMnoTupeo3 B PA 6bin
HauaT ¢ 1989 roaa, HO Tak Kak No psaay 06bEKTUBHbIX
NPUYMH N OTCYTCTBUA [AOKHON CUCTEMbI KOHTPO-
NA MccnefoBaHWin, 0XBAT HOBOPOMAEHHbLIX AaHHbIM
CKPUHWHIOM cocTaBnsan 45-60%. [eTn noctynanu
B 9HAOKPWHOJIOTMYECKNI CTaLMoHap C HanpasJieHU-
€M YYaCTKOBbIX NeAnaTpoB 1M HEBPOMNATOJ0r0OB B BO3-
pacTte 2-3 Mec., T.e. UMena MecTo NO34HASA AMarHo-
CTWKa 3aboneBaHus.

HauunHasa ¢ 2005 ropa, oxBaT HeOHaTaNlbHbIM CKpU-
HWHrom yesennumncs ¢ 64,8 % p0 91,7 %, uto N03BOAN-
JI0 AnarHoctmpoBaTb natosoruto Ha 10-15 AeHb KU3HU,
M CBOEBPEMEHHO HauMHaTb 3aMeCTUTENbHYIO Tepanuio
NIeBOTUPOKCUHOM. [loKasatesnb 3aboneBaemoctn Bl
cocTasnsin 1:6000 HOBOPOXAEHHbIX, 3aboNeBaHusA pe-
ructpmpoBanmcb B 8-10% cnyuaes. OgHon n3 npu-
UMH NO34HEN ANArHOCTUKKN ABASNACh PaHHAS BbINUCKa
HOBOPOX/AEHHbIX U3 POAUJIbHLIX JOMOB M CMEHa Me-
CTa MUTeNbCTBa poauTenein. HoBOpPOXKAEHHbLIM, nepe-
BEeLEHHbIM MO TAKECTU COCTOSAHUS Ha 2—3 CYTKM KU3HU
M3 aKyLlepCKux cTauMoHapoB ANa fanbHenlen Tepa-
nuu Ha II aTan BbiIxaXMBaHWA B OTAENEHUS NaTosorum
HOBOPOX/EHHbIX, HEOHaTaNbHblA CKPUHWHI MPOBO-
ANTCA B CTauuoHape, npu BbiBAEHUN NaToONOrnmn Te-
panua HauMHaeTCcs He3aMeaaUTENbHO.

PacnpocTpaHeHHoCcTb Bl B P Konebnetcs ot
1:8570 po 1:3968 (P® — 3686), utTo B oNpeAeneH-
HOW CTeneHu 3aBUCUT OT NPOLLEHTa OXBaTa HeOHa-
TajlbHbIM CKPUHWUHIOM.

B 97% cnyyaeB MMeeT MeCTO NEPBUYHbLINA BPOXK-
LeHHbIn runoTupeos. B 58% cnyyaeB nepBUYHOro

29-30 maprta 2022 .



G)e,qepanbhoe rocyaapcTseHHoe 6|O,EL)KeTHOe yypexaeHue
«HALMOHAJbHbIA MELULMHCKUIA
UCCNEAOBATENbCKUM LEHTP SHAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

MUHUCTEPCTBO HAYKW
W BbICLLENO GEPAZOBAHUS
POCCUMIACKON OEAEPALIMA

¥

ALl
E11S]

Tabs. 2. Pe3ynbTaTbl HEOHATaJIbHOrOo CKPMHUHIa Ha Bl 3a 2017-21rT.

loa Konnuectso | [JocTaBieHo KonnuecTtBo % MposeneHo B3saTo 3abonesa-
HOBOPOXX- NepPBUYHbIX npoBeAeHHbIX OXBaTa peTecToB Ha yyeTt eMOCTb
OEeHHbIX TecT- nccnenoBaHumn Ha Bl Bl no
6n1aHKoB CKPUHUHTY
B MI'L,
12485
2017 . 48950 42850 (He 6bInO 25,5 22 5 1:8570
peaKkTus.)
28030
2018 r. 50230 (otcyr. Tect- 23807 47,3 72 8 1:3504
6naHKM n
peaKkTuBbI)
2019 r. 47474 45771 45771 96,4 101 10 1: 4577
2020 T. 46506 45115 45115 97,0 75 9 1: 5013
2021 r. 44224 43645 43645 98,6 79 11 1:3968
WUtor 2017-2021 rr. 205411 205411 72,4 349 43 1:4777
rMnoTMpeosa oH CNOpaAMYeCcKMin, B OCHOBHOM 3a cUeT  3aK/lo4veHune

ancreHesun UWXK; areHesua WM amarHocTtupyetcs
B 10% cnyuaes; B 15% TKaHb ¥efe3bl 3KTONMpoBa-
Ha; B 17-20 % wnMeeT MecTo runonnasuns LK.

C yuetoM, uTo B [larecTtaHe BbiCOKa yrposa Ha-
CNeACTBEHHO 0OyCNnOBJIEHHONM MaTo/IOrMK, BCE AETU
NepBoOro roja W3HW C 3a4EPHKON MNCUXUYECKO-
ro pasBuTMA U YMCTBEHHOW OTCTaNoCTbio, 06513aTeNb-
HO MpoOXoAAT peTecTupoBaHwe Ha Bl HeszaBuMCUMMO
OT paHee NpOBeAEHHOro obcnefoBaHMs, UTO TaKKe
ABNSETCA CPEeACTBOM NPOOUNAKTUKN AETCKOW MHBa-
NMAHOCTW HacNeACTBEHHOrO reHesa.

B pecnybnukaHckoM peructpe Bl Ha Hauano
2022 roga coctout — 115 naumeHTOB B BO3pacTe
0-17 neT, NoKkasaTenb pacnpoCcTpaHeHHOCTU NaToNorum
coctaBasgeT — 13,0 Ha 100 TbIC. AETCKOrO HaceneHus.

https://doi.org/10.14341/PMPE-2022-44

BiIHAHHEe HU3KOH
IIPHBEPIXEHHOCTH K JICUEHHIO
BPOJXXZEeHHOr'o rHIIOTHpeo3a
Ha COCTOSTHHE 3J0POBhA
MalHeHTa C CONYTCTBYIOLIHM
IOBEHHJIBHBIM XPOHHYECKHM
apTpPHUTOM

®rAQY BO MNepsbli MITMY uM. .M. CeueHoBa, I. MockBa, Poccus

BBepeHune

CBoeBpeMeHHas AMarHoCTMKa W ajeKkBaTHas Te-
panusi BPoXAeHHOro runotupeosa (Bl) cyluecTBeH-
HO BAMSIIOT Ha MPOrHO3 N KAuyecCTBO MKU3HM pebeH-
Ka. Hu3kaa npuBEpPXKEHHOCTb K JIEYEHMIO B JI06OM

29-30 maprta 2022 .

CKPUHWHI HOBOPOMAEHHbIX MO3BONSET BbIABUTb
yKa3saHHble 3abosieBaHWA B paHHWIA NEPUOJ, HOBOPOXK-
LEHHOCTW, COOTBETCTBEHHO HayaTb JieYeHue C nep-
BbIX JHEN }N3HU, CHU3UTb CTEMEHb NOTEPU 340POBbS,
TAMEeCTb MHBANNAHOCTM y pebéHKa, a B psje cayyaes
npeLoOTBPaTUTb CMEPTh.

CoBpeMeHHas paHHAS BbIMMCKA HOBOPOXAEHHOIO
13 POAMNIBHOMO AOMa, NPOXUBaHWE CEMbU HE MO Me-
CTy permcTpaumm HapyLaT 3TanHOCTb CKPUHUHTa.

PesynbraTbl HEOHATaNbHOrO CKpUHMHIa B Pecny6b-
NvKe [larectaH WMelT OTAMYMA OT TMoOKasaTenen
Poccuiickon ®epepaunn, uto TpebyeT AafbHelLwero
COBEpPLUEHCTBOBAHUSA OpraHu3auMM HeoHaTaNbHOro
CKPWHWHIa B PernoHe.

BO3pacTe pebeHKa MOMET NPUBOANTL K HEXKeNaTesb-
HbIM NOC/IeACTBUSIM A5 340POBbS U PasBUTUS PebeH-
Ka, B TOM 4uC/ie K AeKOMMNEeHCauMn ConyTCTBYOLNX
3abonieBaHuUii.
Lenb paboTbl

MpoAEMOHCTPMPOBATb KANHUYECKUI Cnyyain pebeH-
Ka Cc BIl, BbIABNEHHOM Mpu HEOHaTa/IbLHOM CKPUHWHIE,
1 IOBEHWUJIbHBIM XPOHUUYECKUM apTpuToMm (HOXA).
MaTtepuanbl n MeToAbI

KOHowa 17 net ¢ BI, Habnopaetcs B YOKBE Ceue-
HOBCKOro yHusepcuteTa ¢ 8 net no nosogy HIXA.
Bl 6bln BbISIBAEH B XOAE HEOHATa/NbHOMO CKPUHUWH-
ra, O4HaKo, CO CNOB MaMbl, pe3yfnbTaTbl CKPUHUHIA
He 6blM BOBPEMS COODOLLEHbI POAUTENSIM B CBSI3U
C NepeMeHol MecTa ¥utenbcTtBa. Tepanus Bl 6bina
HauyaTta B 3 Mecsua.

3a 9-n1eTHUI nepuoa HabNAEHNS NaUNEHT pery-
JIAPHO NPOXOANA CTauMoHapHoe obcnenoBaHNe B AeT-
CKOM peBMaTOJIOTMYECKOM U SHAOKPUHOJIOMTMUYECKOM
OTAENIEHMUSAX, YTO MO3BOAUIO 0606WMTL pe3ynbTaThl
HabnoaeHwus.
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PesynbraTbl

MauneHT BnepBble rOCNUTANU3NPOBAH B AET-
CKoe peBMaToJiormyeckoe otaeneHue B 2013 r. (8 neT)
no noeoay HXA, cycTaBHasi ¢opMa, CepoHeraTuB-
Hbln N0 P®, aKTUBHOCTb 1, peHTreHoaornyecKasa cra-
ava 1-2, HO 0-1. B 2019 1. v npu nocneayoLmnx rocnm-
Tanmsaumax, akTmBHoCTb KOXA 2, peHTreHonornyecKas
cTaauns 2, HO 2A.

Mpu nepBMYHOM o06CneAoBaHWMM B [OETCKOM 3H-
LOKpUHOMOrnyeckoM otaeneHun B 2013 . (8 ner)
BI' 6611 KOMNEHCUpoOBaH Ha GOHe 3aMeCcTUTENIbHOM Te-
panun 75 MKr 1eBOTMpOKCMHa HaTpusa (L-T4): pocT —
126,8 c™m (SDS pocTa -0,55), Bec — 32,8 kr, UMT —
20,38 Kr/m2 (SDS NMT — 1,92), nonoBoe pasBuUTUE
no TaHHepy 1; TTI — 1,70 mMrEa/mn (N 0,35-5,5),
T4cB — 22,10 nmonb/n (N 11,5-22,7); 06beM wWwmnTO-
BWAHOW Xenesbl N0 AgaHHbIM Y3U 0,59 M, napeHxuma
MOBBILLEHHOWN 3XOreHHOCTU, AndY3HO HEOAHOPOAHASN
3@ CYET rMNepaXoreHHbIX yY4acTKOB MO TUMY TAXMUCTO-
CTW, KPOBOTOK Npu LLAK CHMKEH; KOCTHbIV Bo3pacT (KB)
COOTBETCTBOBaAN MacnopTHOMY. [pu KOHCyfabTauum
HeBpo/sOora n noronega BbisiIBAEHbl aCTEHO-HEBPOTU-
UEeCKUIi cuHApoOM, obliee HeaopasBuUTME peun 4 CT.,
ancrpadus, ancnekcus, Kotopble TpeboBanm neparo-
FMUYECKOI KOPPEKLMN 1 MOTAK BbITb CNEACTBUEM NO3A-
Hero Hadana Tepanuu BI.

[o 13 net oTMeuanacb AOCTATOYHO XopoLllas npu-
BEPKEHHOCTb K Tepanuu: npu obciegoBaHUn B pam-
Kax rocnutanusauunii TTT n cBT4 B 60/bLUMHCTBE
C/liyyaeB 6blIM B paMKax pedepeHCHbIX AManasoHoB,
CKOPOCTb pOCTa COOTBETCTBOBajsa BO3PaCTHOW HOP-
Me (ckopocTb pocTa 5,12 cm/roa, SDS cKkopocTu po-
cta +0,14). B 2018 . (13 net) 3adpMKCUpoOBaH OTKa3
oT npuema L-T4, noOATBEPMKAEHHbLIA nabopaTopHO
(TTr — 461,8 MKEA/MN), OTMEUEHO CHUMKEHMWE CKO-
pocTtu pocTta (ckopocTb pocTa 4,56 cM/roa, SDS cko-
pocTu pocTa: -2,60), NnonoBoe pasBuTME MO TaHHEPY
1. Tepanusi L-T4 6bina B0O306HOB/IEHA B A03€e 125 MKT,
Ha MOMEHT BbIMUCKN M3 CTauMoHapa A0CTUrHyTa Hop-
Manusaumm ypoBHsa ceT4 (TTI — 15,3 MKEa/n, cBT4 —
20,8 NMoJb/N), yMeHbLUEeHME Macchl Tena Ha 1,5 Kr.

B 2019 r. (14 neT) BbIABIEHA MOBTOPHAs AEKOM-
neHcaums Br (TTF — 940,1 MKEA/n), KAMHUYECKU
OTMeyanacb OTEYHOCTb CTOM, COXpaHAnacb CHU-
EHHas cKopocTb pocTa (2,72 cm/roa, SDS cKopo-
CTu pocTa -3,86), BbisiBJieHO oTcTaBaHue KB Ha 1 roa.
MonoBoe pasBuTtue no TaHHep 2. Tepanus L-T4 6bina
BO306HOBNEHa B A03e 150 MKI, HA MOMEHT BbINUCKU
M3 CcTauuoHapa AOCTUrHyTa HOpManusauum ypoBs-
Hs cBT4 (TTI — 5,3 MKEa/n, cBT4 — 16,0 nMonb/n),
YMeHbLLeHMe Macchl Tena Ha 2,0 Kr 3a CUeT UCYEe3HO-
BEHUS OTEKOB. B TO e BpeMsi 3aPpUKCMPOBAHO YBENN-
yeHue akTuBHocTM KOXA o 2.

Mpu nNoBTOpHbIX rocnutanmsaumsax B 2020-
2021 rr. TakXe BbIABAAJINCHL BbICOKME 3HaueHua TTI
(41,8-183 MKEAn/n), cBMAeTeNbCTBYIOWME O HU3KOM
NPUBEPMKEHHOCTU K Tepanuu; Ha GoHe npuema B CTa-
umoHape 150-200 MKr L-T4 pocturanacb KOMMeH-
cauma. HecMOTps Ha CaMOCTOSTENIbHYIO UHULMALMIO

nybepTaTa, Bbipa)eHHOro nybepTaTHOro poCcTOBOro
CKauyKa He oTMe4eHo (cKopocTb pocTta — 5,27 cm/roga,
SDS cKopocTu pocTa: -0,19), B 17 net poct — 164 cM
SDS pocra -1,39).

3a nepvoj gekomneHcaumun Bl ¢ 13 net naumeHT
HEOJHOKPaTHO KOHCY/IbTUPOBAH HEBPOJIOFOM B CBA3U
C uepebpo-aCTeHMYECKMM CUHAPOMOM; 6ecnokomaun
apTpanruun; oTMeYeHo NoBblWeHNEe akTUBHOCTK FOXA.

MN36bITOK Maccel Tena OTMeYasacs B TeyeHue BCe-
ro nepuopa HabnwaeHusi, HaunHass ¢ 8 net (SDS
NMT +1,92). Ha ¢oHe aekoMneHcauumn BI, HauymHas
c 13 neT, 0TMeUaeTCs Bblpa*KeHHoOe Nporpeccuposa-
HWe cTeneHn oxunpeHus (SDS UMT:+2,44 (13 net) —
+2,66 (15 net) — +3,35 (17 net). JlaHHbIX 3@ HapyLle-
HWe yr1eBOAHOro 0bMeHa He NoJyyYeHo.

BuiBop,

Mo3aHee Hayano 3aMecTUTENbHON Tepanun BPOXK-
[LEHHOro rvnoTupeonsa y nauueHTa NpPUBENO K MU-
HUMaNbHbIM HEBPONOrMYECKUM U NOroneAnyeckum
HapyweHunsM, TpeboBaBLIMM MefarormyecKkoln Kop-
peKunn.

HusKas npuBepHEHHOCTb K 3aMecTUTENbHOW Tepa-
N1 B NOAPOCTKOBOM BO3PACTE U, Kak cneAcTBue, Aan-
TeslbHble Nepunoabl AEKOMMNEHCALMU BPOKAEHHOMO M-
noTMpeosa, NPUBEAN K CHUMEHUIO CKOPOCTU POCTa,
3a/iepKKe N0N0BOro CO3peBaHms, NPOrpeccupoBaHmio
OXUpeHUsi, uepebpo-aCTEHUYECKMM MPOSABAEHMUAM,
apTpanrusam 1 rnoBbILLEHUIO aKTUBHOCTY HOXA.

B noapoCTKOBOM BO3pacTe, KOrAa MauueHThl
C BPOXAEHHLIM FMNOTUPEO3OM MOABEPMKEHbI MEHb-
LeMy KOHTPOJIKO CO CTOPOHbI poauTeneir, 0COHBeHHO
Ba*KeH perynsipHbli KOHTPOAb afeKBaTHOCTWU 3aMe-
CTUTEeNbHOW Tepanuu. BaKHO MOHMMaTb, UTO C KAK-
HUUYECKUMU NPOSABIEHUAMN BPOKAEHHOIO rMNOTUPE-
03a BCTpevaloTCs Bpayum pasHbiX cCneumnanbHOCTEN,
B NpeACTaB/IeHHOM Cllyyae 3HAOKPUHONOIU, HEBPO-
norv n peemMaTosoru.

https://doi.org/10.14341/PMPE-2022-45

KJIHHHYeCKHH cydyaH
CHHZAPOMAJIPHOI'O CaXapHOro
nuabeTa c menenHe KOPOTKOro
1njedya 4 XxpoMoCOMbI (CHHAPOM
Bonsda-XupuixopHa)

'KypaeBa T.J1., 'Ceuko E.A., 2laHunoBa U,
MeTepkosa B.A.

'OrbY «HMUL, SHAOKPUHONOrMN» MUH3Apasa Poccun,
r. Mocksa, Poccusa

2TAY PC () «PBEN21-HLUM», I. IRyTCK, Poccus

MWKPOAENELMOHHbIE CUHAPOMBI  BbI3BaHbl  Ae-
NEUUSIMU XPOMOCOM, KOTOpble BKJIOUAKOT HECKOJb-
KO TeHOB. KNWHMUYecKass KapTUHA XapaKTepusyeT-
cs MHOroobpasveM pasfiMYHbIX CUMMTOKOMIJIEKCOB
C MOpa*KeHNEM MHOMECTBA OPraHoB 1 CUCTEM C peob-
NaflaHMeM TaKuX NPU3HaAKOB, Kak oTcTaBaHue B GU3N-
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YeCKOM pasBUTMM, CHUKEHME NOKa3aTenen Macchl Tena
M pocTa, 3aAepKKa MCUXOMOTOPHOr0 pasBUTUS, nN-
LeBble AM3MOPOUM, BPOKAEHHBIE MOPOKK CepaLa, ae-
dopmaunmn TBEPAOro U MArKOoro Heba u T.4. TakecTb
3aboseBaHMii HanpsiMyto 3aBUCUT OT pasMepa Ae-
neuunn. KnaccuyeckumMm CUHAPOMaMU MUKpOAene-
uMm aBasOTCA cnHapoM AHrenbmaHa (15q11.2-q13),
cuHapoM Mpaagepa-Bunnmn (15g11.2-q13), cuHApOM
Bunbsimca-BépeHa (7q11.23) u cuHApoM [un AKopaKu
(22g11.2). Cpean HUX onucaHbl accouuaumum CUH-
apoma lMpaaepa-Bunnm ¢ caxapHbiM anabetom (CA).
Kak npasuno, MMKPOAENALNOHHbIE CUHAPOMbI HE AB-
NATCA HacneaCTBEHHbIMU, BO3HUKAOT de novo.
KnuHuyeckuin cnyyamn

MaumneHTKa P, HabnopaeTcs B LETCKOM OTAENEHME
caxapHoro avabeta ®rby «HMWL, sHAOKPUHONOTNN
MuH3gpasa Poccum ¢ 12-neTHero Bospacta. /13 aHam-
Hesa, AeBOuYKa OT 1 6epeMeHHOCTU, MPOTEKaBLLEN
Ha GOoHe TOKCMKO3a, yrpo3bl NpepbiBaHuA. Poabl Ha 35—
36 Hepene (OTC/OMKa MNALEHTbI), CTPEMUTENbHBIE.
Mpwn poxxaeHun macca 2400 r, pocT 49 cM. 1,5 Mec. Ha-
XO4AMNacCb B OTAEJIEHWN NaTONOrMN HOBOPOMKAEHHBIX.
PasBuTMeE C 3a4epPXKKOM NCUXO-PEUEBOro U GU3NUECKo-
ro pasBUTUSA: CUAUT C 2,5 NeT, AePHUT UTPYLLKK C 3 NIEeT,
xoauT ¢ 4,5 net. C paHHero Bo3pacTta oTMe4danach 3a-
[lepXKKa pocTa, noaospeHne Ha cuHapoM Cekkens?
Kapunotun 46XX. CAl puarHoctuposaH B 11 net, MaHu-
decTauma ocTpas C KeTo30M, Ha GOHE OXKMPEHUs, rn-
neprankemusi 38 mmonb/n. NMonyyana nHcynuH 0,2 en/
Kr/cyT (Oetemunp 7 en/cyTku). Poantenn 340p0BbI.

Mpn obcnepoBaHum B OrBY «HMWUL, 3HaoKpu-
Honorum» B BO3pacTe 12 net (anutenbHocTb CJ
1roa): poct 141 cM (SDS=-2,3), Mmacca Tena 61 kr, UMT
30,7 kr/M2 (SDS=2,1). ®eHOTMNMUECKM OTMeYaeTcs
nmueson aucmopdusm (rMnoTenopusM, rpyLleBMAa-
HblA HOC, MaKPOCTOMUSI, MUKPOTEHWS), Y3Kas rpyaHas
KNEeTKa, r’mnepMobunbHOCTb CYCTaBOB, HU3KWIA Mbl-
LWIeYHbI TOHYC, Ha Llee, B NOAMbILIEYHbIX BRaauHax
BblpaeHHbI acantosis nigricans. HbAlc — 6,8 %.
MpusHakn MeTaboNMUYECKOro CUHApOMA: OXupe-
Hue, ancnaunuaemmns (xonectepuH — 6,97 MMonb/n,
NINHN — 5,3 MMonb/n), noBbiweHue AT (88 ea/n),
rmnepypukemMms (MouyeBas Kucnota — 463 MKMob/N),
UPOBOW renaTos.

Mo paHHbIM nNpoba c 3aBTpakoM Ha ¢oHe OTMe-
Hbl WHCY/NMHA ri0Ko3a HaTowak — 5,0 Mmonb/n,
Ha 60 MUH — 6,6 MMOJIb/N, Ha 120 MUH — 5,9 MMOJb/N;
NPW HaTow,ak — 42,3 MKE/Mn, Ha 60 MUH -166,5 MKE/
MA, Ha 120 MuH. — 92,3 MKE/mMn, C-nentup Ha-
Towak — 4,95 ur/mn, Ha 60 MUH — 13,2 Hr/mn,
Ha 120 MUH — 9,6 HI/MA. BbisiBNeHa UHCYINHOPE3N-
CTEHTHOCTb: nHAaekc HOMA — 9,3 (HopMma MeHee 3,2).
MyTauun B reHe-peLenTope UHCYMHA He 06HapyXe-
HO. MMKpoanbbyMUHYpUs — HenocTosiHHas Ha ¢oHe
YABOEHUS YalleyHO-JI0XaHOYHOW cucTeMbl. B xone 06-
C/lef0BaHuUsA BbISiBAEHbl TYroyxoCTb, CTEHO3 U HeAo-
CTaTOYHOCTb CJIE3HbIX MPOTOKOB, YaCTMUHas aTpodus
LVICKOB 3pUTENbHbIX HEPBOB, BbICOKas CTeneHb 6aun-
30pyKoCTU. OTMeualTCsA BblpaxKEHHble HapyLleHus

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u CIALMONATISHUIR MERMMHCKIA oo
In=

NMCUX03MOLMOHaNbHOW Ccdepbl MpyM MOJHOM OTCYT-
CTBUMN peun: pasfpaknTenbHOCTb, BNAOTb 4O arpec-
CuK, 0COBEHHO Ha pasinyHbIe WyMbl, PpaboTy HbITOBbIX
npubopos, B MeTpo, 6€CNOKONHbIA COH, HEMOTUBMPO-
BaHHas CJe3/IMBOCTb, HEYCUAYMBOCTb, WMMYNbCUB-
HOCTb noBefeHus (becnopsfoyHO XxBaTaeT npeame-
Tbl, bpocaeT nx), nepeepaeT MyyHoe. KoHCcynbTaums
ncuxoTepanesBTa: MCUXMUYECKME pacCTponcTBa, 0by-
CNOB/IEHHble ANCOYHKLUMEN N NMOBPEXAEHVNEM FON0B-
HOro MO3ra Man coMaTuyeckuM 3aboneBaHuem.

YunTbiBas COXpaHHYK CEKpeuuto MHCYAUHa C Fu-
NepUHCYINHEMMEN, @ TaK¥Ke KAUHMYeckme n nabo-
paTopHble MNPOSIBAEHUS WHCYIMHOPE3NCTEHTHOCTH,
nepeBefeHa C WHCYNIMHa Ha buryaHuabl (Metdop-
MWUH — 500 Mr 2 pa3a B AeHb) — C Xopowum 3dpdek-
ToM (HbA1c — 6,6 %), nony4yaeT fleyeHne, HasHaueH-
HOe NcMxoTepaneBTOM, C MOJIOXKMUTENbHbIM 3QdEKTOM.

MoHoreHHble GOpMbI CaxapHoro aAnabeta 6bin Uc-
KJAIOYEHbl B XO0A4E MOJIEKYNSPHO-TeHEeTUYEeCKOro uc-
CNefoBaHuWA. YUNTbIBasi MHOMKECTBEHHYHO COYETAHHYIO
naTon0rno, NpoBeAeH MUKPOMATPUYHbI/ aHanuns, Bbl-
siBNeHa aeneumns cybTesloMepHOro paioHa KOPOTKOro
njeya 4 XpOMOCOMbl.
3aknroyeHue

[Jeneunn KOpoTKOro nieya 4 XpoMOCOMbI onuca-
Hbl Npu cuHapome Bonbda-XuplxopHa, KOTOpPbINA
XapaKTepun3yeTCs MHOMOUYUC/IEHHbIMU BPOMKAEHHBIMU
NMOPOKaMM Pa3BUTUS M BbIpaXKeHHON 3a4epKKoi u-
3MYECKOr0 U NMCMXOMOTOPHOrO pa3BUTUS, B TOM YMC-
Ne xapakTepHbl gedopmauun yepena (KAOBOBUAHbIN
HOC), MbllleYHas aTOHWUS, TYrOyXoCTb, 3af€epKKa po-
CTa, aHOManum CTPOEHMSA MOYEK, a TaKKe ONncaH ciy-
yalh caxapHoro pauabeta npu [AaHHOM CUHAPOMe.
MHOKeCTBEHHas MaTosorMsa y Haweh nauneHTKu
B COBOKYMHOCTM C AeNelnein KOPOTKOro nieya 4 xpo-
MOCOMbI MOXeT bOblTb UHTEpPNpeTMpoBaHa KaK CUH-
ApoM Bonbda-XumpwxopHa. C, BO3MOXHO, BXOAUT
B COCTaB CMHAPOMA U XapaKTepu3yeTcs BblpaxKeHHOWN
WNHCYJNIMHOPE3UCTEHTHOCTBIO.

https://doi.org/10.14341/PMPE-2022-46

CeMeHHBIH CJIyyall CHHApoOMa
HHCYJIMHOPE3HCTEeHTHOCTH
THIIAa A, THAarHOCTHPOBaAHHOTI'O
Tociie nepeHeceHHoro COVID-19

KypaeBa T.J1., Ceuko E.A., KynakoBa E.I".,
JlanTtes [.H., NeTtepkosa B.A.

®rey «HMULU 3HAoKpuHONOrMM» MuHsapasa Poccuu,
r. Mocksa, Poccus
B ocHoBe 6osblMHCTBA GOPM caxapHoro anabe-
Ta (CA) y aeteilt nexut aeduumT MHCYANHA, OAHa-
Ko BCcTpeuatoTcs apyrue ¢opmbl C, 0b6ycnoBieH-
Hble MHCYNMHOPE3UCTEHTHOCTbIO. K HMM OTHOCATCS
caxapHbiii avMabeT 2 Tuna, a TaKXKe reHeTu4yeckue
nedekTbl AENCTBUA MHCYNINHA (PE3UCTEHTHOCTb
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CBOPHUK TE3UNCOB

HePCOHaHI/IBI/IPOBaHHLIﬁ nmogxon B ,E[eTCKOI:I SHAOOKPHUHOJIOTUH

K WHCyAuHy Tuna A, cuHApPOM [lOHaxblo, CUH-
ApoM PabcoHa-MeHpenxnna, nvnoatpoduUeckuii
anabet). IHCyIMHOpe3ncTeHCTHOCTb TUna A BcTpe-
yaeTcs peAKo U TONBKO Y NINL, }KEHCKOro Nona, y Bcex
nauneHToK oTMeuyaeTcs acanthosis nigricans, xa-
PaKTEPHLIMU KAUHUUYECKUMU MPOABAEHUAMU TaKKe
ABNAIOTCA rMnepaHApoOreHns B nybepTaTHbIA Nepu-
o4 (rMpcyTusMm, akHe, onuroameHops). HapyleHus
yrneBogHoro obMeHa B 4eTCKOM BO3pacTe, KakK npa-
BW0, OTCYTCTBYIOT, B OTAE/bHbIX CAyYasiXx BO3SMOXKHO
HapyLlLleHne TONepaHTHOCTU K MioKo3e.
KnuHuyeckum cnyyan

B petckoe otaeneHne OreyY «HMWUL sHpokpu-
HoJlorMM» MwuHsgpaBa Poccun nocTynuam ase ce-
cTpbl, 13 1 11 neT, B CBA3K C NOBbILWEHNEM TINKe-
MUKW MNOCNie MNEepPeHEeCeHHOW BUPYCHOM WUHeRUUN
COVID-19. [o 3aboneBaHuns COVID-19 y obeux ce-
cTep onpeaensnacb HopMoraMkemus (NpoBoOAMACS
NepuoANYECKUI KOHTPONIb YPOBHS THOKO3bl B YCNO-
BUM nabopaTopuu B CBSI3U C OXMPEHMEM, @ TaKkKe
CA2 y 6abyLukn).

Crapwas cectpa, 13 net, oxupeHue c 3 JerT,
B 12 net npubaBKa B Bece 15 Kr. Yepe3s 5-6 MecsiLeB
nocJsie nepeHeceHHoro COVID-19 nosiBUAMCH anobbl
Ha nNpucTynbl cnabocTu, BANOCTU, OLLYLLEHMA Kapa
B Tene, nosbiweHue AL 130/90 MM.pT.CT., 3adUKCMpo-
BaHa runeprankemMms B nabopaTopHbIX yCA0BUAX 7,2—
7,7 MMONb/N, TNUKUPOBAHHbI remornobun (HbA1c) —
6,2 %, runepuHcynuHemus — 14,3 MME/n

Mnapwas cectpa., 11 net, ¢ 3-x net HabnoaaeTcs
Yy HeBpoJiora C 3a4ep:KKOoi pasButusa, B 6 net auna-
FHOCTMPOBAH ayTu3M, O¥upeHue ¢ 3 neT. B cBA3M
C runeprivkeMuen y ctapLuen CecTpbl U NepeHeceH-
HOM MHpeKumnen COVID-19 nccnepoBaH yrneBOAHbIN
06MeH: rMMKeMms Hatow,ak — 7,2 MMonb/n, HbAlc —
6,2 %.

06enm cecTpam HasHayeHa Tepanus MeTGOpPMUHOM
500 mMr/cyTKu.

MaTb, 40 neT, oxupenue ¢ 24 net, CA2 gnarHocTu-
poBaH ogHOBpeMeHHO ¢ feTbMu B 40 neTtuyepes 5-6 me-
csAueB NepeHeceHHon BMpycHon nHdekuum COVID-19.
Mukemma Hatowak 11 mMmonb/n, HbAlc — 6,4 %, Ha-
3HayeHa Tepanusa: AanarandosnH, CakcarTMnTUH,
MeTPOPMUH. CEMENHBIA aHaMHE3 OTATOLLEH: Y 6abyLl-
Kn CA2 c 58 neT 6€3 0XKMpeHus, nofyyaeT Tepanunio ba-
3a/1bHbIM UHCYIMHOM.

0O6cnenoBaHNe cecTep NPOBEAEHO yepes 6 Mec.
Crapwas cecTtpa: poct — 167,6 cm (SDS 1,5),
Bec — 93 kr, UMT — 33,1 kr/mM? (SDS 2,3). Acantosis
nigricans NoAMbILWEYHbIX BNAAUH U LWENHOW CKNAAKM,
CTpuM 6arpoBOro LBeTa Ha BHYTPeHHel NMoBEepXHO-
cTn beaep, 6OKOBLIX MOBEPXHOCTAX MMBOTA, TaHHEP
3 (P3; B3), Me abs. MITT (Ha ¢oHe OoTMeHbl MeTdop-
MWUHA): roKosa: 5,27-10,73-8,45 MMOb/N, UHCYAUH
63,6-306,1-502,1 MKEa/n, HOMA — 14,9 (HopmMma
[0 3,2) — AMarHOCTMPOBaHO HapylleHWe FANKEMUU
HaTtowak (HMH), HapyleHWe TOJIEPAHTHOCTU K o=
Ko3ze (HTT), NP. HbA1c — 6,2%. Y naumeHTKM O0TMe-
yalTCcA MposAB/EHUS MeTabosM4yeckoro cuHapoma:

ancamnuaemms (xonectepuH obwmn — 7,2 Mmonb/n,
JINHA — 5,2 mMonb/n, INBN — 1,2 MMOAb/n), npo-
BOW renaTos, apTepuasibHas rmnepTeH3us.

Mnapwasa cecTpa: poct — 165,5 (SDS 2,38),
Bec — 67,3 kr, UMT — 24,6 kr/m2 (SDS 1,63). Ctpuu
Ha OOKOBbIX MOBEPXHOCTSX XMBOTa 6arpoBoro LBeTa,
TaHHep 2 (B2, P2), Me abs. HbA1c — 6,0%. NI'TT (Ha
$oHe oTMeHbI MeTPOpPMMHA) — IOKO3a 6,32-12,24—
8,11 MMonb/n, MHCynnH 42,9-172,4-217,4 MKEa/mMn,
HOMA — 12,06 (Hopma mo 3,2) — AMarHocTupoBa-
HO HIH, HTI, UP. OTMeuanucb nposeiaeHus metabo-
JIMYECKOro CUHApOMa: Aucaunuaemus (xonecTepuH
obwuin 5,3 mmonb/n, JINHM 4,04 mmonb/n, NNBM
0,95 MMob/N), *MPOBOII renatos, apTepuanbHas ru-
nepTeH3us.

Cneunduryeckmne naHKpeaTmyeckne aHtuTena (ZnT8A,
IA2, GAD) oTpuuaTenbHble y 0beunx cectep.

YuntbiBasg OTATOWEHHbIW CEMEeWHbIW aHaMHes
no C/l B Tpex MOKONEHUSIX, OTCYTCTBME CMELUNPUUHBIX
ana CAO1 AT, npoBeAeHO MOJIEKYJIIPHO-TeHeTUYEeCKoe
nccnepoBaHue, BbiIBJEHA paHee He OnMcaHHas, na-
ToreHHas mytaumsa B reHe INSR p.V167M y obenx ce-
cTep, Matepu 1 6abyLuKkn.
3aKknoyeHue

AyTOCOMHO-AOMVHaAHTHbIE MyTauuuM B reHe pe-
LenTopa WMHCY/AMHA Bbi3blBAIOT CUHAPOM MHCYAMHO-
PE3NCTEHTHOCTM TUMa A, OCHOBHbBIMU MPOSABJIEHUAMMU
KOTOPOro SBASKOTCA FMNEpUHCYNnHeMus, acantosis
nigricans, runepaHaporeHnss uU MNOJIMKUCTO3 AUYHU-
KoB, IP npu aaHHOM 3abo0JsieBaHUM YacTO coYeTaeTcs
C HapylWeHusaMM yrneBoAHoOro obMeHa, B TOM uucie
c CO. Y obeunx cectep ¢ HapyLIEHUAMU YIAEBOAHOIO
obMeHa HEMMMYHHOIO FreHesa B COYeTaHuM C Oxunpe-
HMUEM U BbipaxkeHHoOW VP BbisBneHa retepo3nroTHas,
paHee He OMNUCaHHas, MaToOreHHas MyTauusi B reHe
INSR. Tpurrepom MaHupecTauum HapyLleHWn yrne-
BOAHOro obMeHa y obeux cecTpe u MaTepu, o4eBUA-
HO, MOCAyXuna nepeHeceHHas BUPYCHas UHbeKums
COVID-19.

https://doi.org/10.14341/PMPE-2022-47

OueHKa KayeCcTBa JXU3HH
IO POCTKOB C CaXapHbIM
nuaberoMm 1 THIIA

KnunHuka BIMY, r. Yoa, Poccusn

CaxapHblin anabet 1 tuna (CA1) — xpoHuuecKkoe
3aboseBaHne, XxapaKTepusytloweecs pasBUTUEM
cneunmprUecKUX OCNOMKHEHUIA, NPUBOASLLNX K paH-
He WMHBaNUAM3auumM, YTO M OonpepenseTr ero Bbl-
COKYI0 coUMasbHYl0 3HauyMMOCTb. WrHopupoBaHue
cBoero 3abosieBaHuA, OTCYTCTBME KeNaHUs afeKkBaT-
HO MEeHsITb IeYeHMe, yBENNYEHME BEPOATHOCTA pas-
BUTUA AEMNPECCUBHbIX COCTOSIHUIA B NMOAPOCTKOBOM
BO3pacTe MPUBOAUT K CHUMKEHMUIO KayecTBa MU3HU
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naumeHTtoB (Hassan K., Loar R., Anderson B.J,
Heptulla R.A.et al., 2006). MauuneHTol ¢ CA paccma-
TpMBalOT CBOE 3aboneBaHMe Kak NPUUUHY TPYAHO-
CTEN B NOBCEAHEBHOWN MU3HW N couManbHOW chepe
(Cohen M., Tripp- Reimer T., Smith C. et al., 2008).
OnutenbHocTb CA1 ABNAETCHA BaKHbIM MPOrHOCTU-
YECKMM MnapaMeTpoM KauvecTBa ¥u3Hu (KXK) u pas-
BUTUS OCNOXHeHuli (Buresova R., Veleminsky M.,
Veleminsky M. et al., 2008). MoapOCTKOBLI BO3pacT
XapaKTepusyeTcs paclUMpeHUEM pPEeXUMa HKU3HU,
yTO TPEBYET 3HAUUTENBHOMN GU3NUECKON aKTUBHOCTW.
PasButme ocnoxHeHuin CL, orpaHnumBaeT Kpyr 3Tux
BO3MOMHOCTEN. ®dusnyeckoe OGYHKLMOHUPOBaHMWE
npu yBeanUYeHUU ANUTENbHOCTU 6onesHWM nporpec-
CYBHO yXYALIAETCH, TOrAa Kak NCUX03IMOLMOHaNbHOE
OYHKLMOHNPOBaHME MaKCMMalbHO CTpajaeT B Ae-
6toTe 3abonesaHus (bonotosa H.B. 1 go., 2006).

TakuM o6pasom, KX siBnsieTcs BaKHbIM MOKasaTe-
nem anga usydyenus sanaHua CA1 Ha ncuxocoumalib-
HYl0 ajanTauuto, 3SMOLMOHaNbHOE COCTOsAHUE, GU3Kn-
yecKkoe GyHKLMOHMPOBaHME NOAPOCTKOB.
Llenb nccneposaHus

OueHnTb BAUAHME Nona, MecTa NPOXMUBaHUA, Ha-
NINUNA OCNOXHEHUI Ha KauyeCTBO ¥M3HU NOAPOCTKOB
C caxapHbiM anabeTom 1 Tuna.
MaTtepuanbl n MeToAbI

MNpoBeaeHo nccneposaHne 86 NOAPOCTKOB B BO3-
pacte 13-17 net (cpeaHuin Bo3pacT 15,5 ner), Ko-
TOpble COCTaBWIM OCHOBHYK rpynmny, B T4. Majb-
ynkoe — 41 (47,7%), nesouek — 45 (52,3 %).
AnvtenbHocTb 3aboneBaHns BapbupoBana ot 1 o
13 neT (cpeaHAs AnnTeNbHOCTHL 6,5 neT). KonmyecTso
NOAPOCTKOB, MOMMNBAKOLWLMX B FOPOAe, COCTaBmnao 46
(53,5%), B cene — 40 (46,5 %) uenoBek. Y 26 noa-
pocTKoB (30,2 %) oTMeYanuchb pasyinyHble OCIONKHe-
Husi: HepponaTtma — y 7 (8,1 %), xaliponatna — y 11
(12,8%), Henponatua — y 22 (25,6%), peTuHo-
natma — y 3 (3,5%) o6cnenoBaHHbiXx. C NOMOLLbIO
OMPOCHWKa OLLEHKM KauecTBa *n3Hu PedsQL 4.0 (06-
LLero MoAyns) nNpu yyacTum OAHOro U3 pPoOAUTENEN
NPOBOAMNACE OLLEHKa BJAWSIHUA Mofa, MecTa npo-
HUBaAHUA, HaNMuMa OCNIOMHEHWI Ha MoKasaTenu
dun3nyeckoro QyHKUMOHMpOBaHMA (DD), coumanb-
HOro QyHKUMOHUpOBaHMA (CD), ncmxmyeckoro 3a0-
poBbsa (M3), 3MOUMOHANLHOIO0 GYHKLMOHMPOBAHMSA
(3®), wKonbHOTO GyHKUMOHMpoBaHua (LUD) n cym-
MapHoro6anna (CB)noaaHHbIM AETCKOTO U pOANTENb-
CKOT0 OMPOCHMKOB. KOHTPOJIBHYO Fpynny COCTaBuAn
NoApPOCTKM 6e3 caxapHoro anabeTta, COOTBETCTBYIO-
lwue no nonay, Bo3pacTy M MeCTy MPOMKUBAHUA OC-
HOBHOW rpynne. CTaTucTuMyeckas obpaboTka nony-
YEHHbIX AaHHbIX MPOBOAMNACE C MOMOLLbIO MakeTa
nporpamMm «CrtaTtuctuka 6.0». PacnpeneneHne 3Ha-
YeHWn B BbIOOPKE He SBUJIOCb HOPMasbHbIM, MO3TO-
MYy pacCuMTbiBannMCb MeAnaHa v MPOLLEHTUNbHBIN pas-
MaXx, OLLeHKa CTaTUCTUYECKON 3HAYMMOCTM pasanuni
npoBoAMAach No KpuTeputo MaHHa — YUTHK, a Kop-
pPensiLMOHHOM CBA3N — No K03d dnumeHTy CnnupmeHa.

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u CIALMONATISHUIR MERMMHCKIA oo
IM=
Pasnnums cunmTanucb CTaTUCTUUYECKU 3HaYMMbIMU
npu p<0,05.
Pe3synbTaTbl U 06CyKAEHME

B HaweM wuccnepoBaHuu nokasatens ®P po-
CTOBEPHO HWMXE MpW HaJauuMm HenponaTum u pe-
TUHOMATUM NO  AaHHbIM  AETCKUX OMNPOCHUKOB
(p=0,044 n p=0,038 COOTBETCTBEHHO) U POAUTESb-
ckux (p=0,034 n p=0,019 cooTBETCTBEHHO) ONpOC-
HWKOB, HO annTenbHocTb CA1 He KoppenaupyeT C Ha-
YasoM 3TUX OCNOXKHEHWN. MonyyeHHble pesynbTaThbl
SIBNAOTCA CNeACTBMEM 0COBEHHOCTM naTonorum —
NPoSBASAIOWMNECA BBUAY XPOHUYECKOW runepriavke-
MWW N CHUXEHUS TEMOAMHAMUKN B NEPUPEPUYECKMX
HepBax ABUraTesbHble N CEHCOPHbIE HApPYLUEHUS, CYy-
aoporu, 60an 3HaYMTEeNbHO OrpaHMUnBalOT pusnve-
CKYIO aKTUBHOCTb.

Mpu cpaBHEHUW Tpynn 340POBbIX W 6GONbHbIX
NOAPOCTKOB, MPOMWUBAKOLWLMX B Cene, BbIIBIAEHO,
yTo 3® 1 Cb HMXKe y noapocTKkoB ¢ C/ll, ueM y 340-
poBbix (p=0,033) u cocTaBnasdeT COOTBETCTBEHHO
70,80 1 79,85 6annos. OgHaKo poaUTenM oTMeYaloT
noCTOBEPHO Bosiee HM3KKUIA NoKasaTenb P y 60nb-
Hbix C[l NOAPOCTKOB MO CPaBHEHWIO CO 340POBbLIMU
(76,5 n 88,0).

OTMeuaeTcs BbiCOKasa oueHka CO cpean nogpocT-
koB ¢ C/, npoXuBawLWMMN Kak B ropoge, Tak U B
cene (100 1 90 6annoB cooTBeTCTBEHHO) (p=0,045).
C® manbumnkoB ¢ CA41 fOCTOBEPHO BbIWe, YEM Y 3[0-
pPOBbIX MO AaHHbIM geTckoro (p=0,039) u poau-
Tenbckoro (p<0,001) onpocHuKoB. [lony4YeHHble
LaHHble CBMAETENbCTBYIOT O HOPMajbHOM YpOBHE
obLLeHMA BONbHbLIX AeTell CO CBOMMU POBECHMKAMMU.
MpoxuBawwme B ropoge nogpoctkm ¢ CA1 nmenun
BbICOKMe nokasatenun CPO (100 6annos), P (75 6an-
noe), N3 (81 6ann), Cb (79,5 6anna), uto AocTo-
BEpHO Bbille MOKasaTenen 340POBbIX MOAPOCTKOB
(p=0,002; 0,023; 0,017; 0,020 COOTBETCTBEHHO).
Mo pesynbTaTaM POAUTENbCKOrO OMPOCHUKA 3Hauu-
MO Bbllwe y nogpoctkos ¢ CA1 nokasatenu CO n Cb
(p=0,006 1 p=0,022 coOTBETCTBEHHO). BbiCOKME MO-
KasaTenu WwKanbl CO cBUAETENbCTBYIOT O FOTOBHOCTU
noAAepXuBaTb COLMANbHYIO aKTUBHOCTb U CTpeMe-
HUKN LOBUTLCS BbICOKUX pe3ynbTaToB B yuebe, HeCMo-
TpsA Ha 6ose3Hb.

TakuM 06pa3oM, BbiCOKMe MokasaTenn KX ceuae-
TeNbCTBYIOT 06 ajanTtaumum NOAPOCTKOB K 60NE3HMU,
LEATENIbHOM OTHOLLEHUMN K HKUSHWN.

OP Manbumku ¢ CA1 oueHWUnM Bbille, YUEM AEBOY-
Kn (cooTBeTcTBEHHO 90,6 n 81,3 6anna, (p=0,044).
OnoHako poauTenu [aHHblA MOoKasaTeNb OueHuBa-
toT HuKe (87,5 n 78,1 banna COOTBETCTBEHHO). IO
BbilLE Y MasbuMKoB (80 6an/10B) N0 CpaBHEHMUIO C Ae-
Boukamu (70 6annoB) (p=0,046). CymMapHbIi 6ann
KM y MajibuMKOB 3HaAuMMO Bbile, YEM Yy [AEBOYEK
(84,8 n 79,4 6annos cootBeTcTBEHHO) (p=0,049).

B xoae KOppensuumoHHOro aHanausa LOCTOBEPHOMN
3aBUCMMOCTM MeXAY pesyfibTaTaMi LUKaJMpoBaHUs
U AANTeNnbHOCThbio 3aboneBaHua He Habnopaetcs.
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Tak e He O0TMeyasnoCb 3HAYMMOWN CBA3U MENKAY NOo-
kasatenamum KX n yposHem HBA1C.

PesynbTaThl nccnefoBaHWs NoOKasanu, UTo Hanu-
yme xarponaTum AOCTOBEPHO He BAuUsAeT Ha KX noa-
pocTkoB (P>0,05). TakXe He npoc/exunBaeTcs Kop-
pensunoHHaa cBa3b anautenbHoctn CA1 K Hauany
XanponaTtun. 3To MOXKeT bbITb 06bsicCHEHO He3bones-
HEHHbIM TEYEHWEM OCJIOXHEHUS, OAHOCTOPOHHUM
XapaKTepoOM MOpaXeHuss WAM OrpaHWYeHueM noa-
BMMKHOCTWU CyCTaBOB 1-i1 cTeneHn 6e3 panbHeliwero
nporpeccupoBaHus.

Takum obpasoM, C11 okasbiBaeT 60/bllUEE BAUSAHME
Ha 3MOLMOHaNbHOE GYHKLMOHNPOBaHMe, TOrAa Kak du-
3nyeckoe QYHKLMOHWPOBaHWE CTpajaeT B MeHbLUuel
cteneHn. CoumancHoe e QYHKLMOHMPOBaHME OCTa-
€TCs Ha BbICOKOM YPOBHEe.

https://doi.org/10.14341/PMPE-2022-48

PacnipoCTpaHEeHHOCTbH
OJXHPEHHA Y JeTeH B Bo3pacTe
7-11 neT B PecrniybHKe
ballkopTOoCTaH

KnunHuka BIMY, r. Yéa, Poccus

MN36biTOuHasi Macca Tefa M OXUPEeHWe pasBuBa-
I0TCS B pe3ynbTaTe XPOHWUYECKOro nocTynjieHus us-
6bITKA 3HEpruM MpuM HU3KOM YPOBHE ee pacxoja.
OKono 95% Bcex cnyyaeB OXMUPEHUS MMEEeT 3K30-
FeHHO-KOHCTUTYLMOHAbHbIA TeHe3, 4YTO CBfA3aHOo
C U36bITOYHLIM MOCTYMNJEHVEM Kanopuii U Manonoa-
BMMHbIM 06pas0oM KMU3HW, a TaKKe Hanmunmem 6ams-
KUX POACTBEHHWKOB, MMEKOLWMX W3ObITOUYHbIA Bec.
C ANUTENbHOCTHIO TEUYEHUS U CTENEHbl OXUPEHUS
CBAi3@aHbl Cepbe3Hble OCJIOKHEHUA: HeasIKkoronb-
Has XMpoBasi 60one3Hb NeyeHu, HapylleHHas Tone-
PaHTHOCTb K M/1I0KO3€e, CaxapHblii AnabeT 2 Tuna, rm-
nepxonecTepMHeMunsl, aprtepuanbHas TrUNepTeH3us,
WHCYNIMHOPE3UCTEHTHOCTb W, KaKk cneacTBue MNOBbI-
LUEHHbIA PUCK CEpAEYHO-COCYAUCTbIX 3aboneBaHuiA,
HapyLeHNs oNnopHO-ABMIraTeNbHOro annaparta ¢ pas-
BUTMEM OCTEONOpOo3a, MOBbIWEHHbIA PUCK pPa3BUTUSA
OHKOJIornyeckunx 3abonesaHuin (Butebekas A.B. u co-
aBT., 2021; EppemeHkoBa A.C. n coaBT., 2021; 3BAruH
H.10. n coasrT., 2021; MNeTepKkoea B.A. n coasT., 2020;
Faienza M.F. et al., 2019; WHO, 2021). B nocnegHue
AECATUNETUS NO AaHHbIM POCCUMCKMX U 3apyBekHbIX
nccnegoBaHUiA 0TMeYaeTcs PocT U3bbITOYHOW Mac-
Cbl TE/IA N OXUPEHUSA Y AeTel U NOAPOCTKOB.

Mo paHHBIM 0dUMUMANBHON CTAaTUCTUKK, Npea-
cTtaBneHHbiMM T.A.lonukosoit (2021), B 2020 roay
B Poccumn oxumpeHue cpegn AeTein COCTaBUNO MoYUTU
1318 cnyuvaeB Ha 100 TbiCAY AETCKOro HaceneHus,
y nogpocTkoB — B 2,3 pa3sa Bbiwe, uan 3075 cnyvaes
Ha 100 TbiCclU NOAPOCTKOB. NP1 3TOM, NPM BLIGOPOUYHOM

aHKeTMPOBaHMN LUKOJbHWUKOB, MPOBELEHHOM B paM-
Kax denepanbHOro npoekTa «YKkpenjeHue obuie-
CTBEHHOr0 3J0pOBbsi» HALWOHANbLHOrO MNpPOEKTa
«[emorpadua», n3boiTouHas Macca Tefia BbisiBJeHa
y 18%, oxupeHme — y 8% LWKOJbHMKOB, @ N0 OT-
LenbHbIM pernoHaMm B 1-4 Knaccax KOAMYecTBO fJe-
Ten c u3bbITOUHOW Maccon Tena npesbiwaeT 30%
(Tonukoea T.A., 2021). [daHHble O pacnpoCTpaHeH-
HOCTWU OXUPEHWUs cpeau AeTel 3HauYUTeNbHO pasnn-
yalTCcA B pasfiMyHbix cybbekTax PO c KonebaHusiMM
oT 2,3% a0 14,5% (AHydpueBa E.B. n coasT., 2020;
Mpw 4.B. n coast., 2019; lorunosa A.4. u coasrT.,
2019; MysaHKoBa H.B. n coasTt., 2019). Mo AaHHbIM
NapuoHosoi M.A. 2021r pacnpoCTpaHEeHHOCTb OMMU-
peHus cpeaun aetei npenybepTtaTHOro BospacTta Co-
cTasnaet 93,1 Ha 1000 ob6cnenoBaHHbIX.

PacnpocTpaHeHHOCTb OMWUpEeHUs cpean peTen
0-14 neT no AaHHbIM JlapuoHoBoik M.A. u coasrT.
(2019) 3a 10 net yBenumumnacb ¢ 5,4 po 16,2 Ha
1000 peTcKkoro HacesieHus, cpegun nMOAPOCTKOB
15-17 net — ¢ 7,5 no 45,4 Ha 1000 noapoCTKOB.
Mo aaHHbIM AHy®pueBoin E.B. cpean peteii 0-14 net
yacTtoTa oxupeHus 3a 15 net Bo3pocna ¢ 8,3 a0
16,3 Ha 1000 peTcKoro HacesieHus, cpeamn noapocT-
koB 15-17 net — ¢ 11,8 po 35,5 Ha 1000 noapocT-
KOB. BOMIBWIMHCTBO UCCNeA0OBaHNM yKasbiBaeT Ha 60-
Nlee BbICOKYIO YacToTy 3abosieBaHUSA y MaJibuMKOB.

MpoBeaeHa oOLEHKa WHAeKkca Maccobl Tena (MMT)
MUTaHUS YYalMXCA HayasibHbIX KJaCCOB Tpex LUKON
B Bo3pacte 7-11 net. AnA OUEHKM paccuunTbiBanCs
WHAEKC MaccChl TeJla Kak COOTHOLLeHMe Beca (Kr) K po-
cTy (M2). B cooTBeTcTBUM C PepepanbHbIMU KANHUYE-
CKUMU peKkoMeHaaumamMm «OxunperHne y aeten» (2021)
n3bbITOUHas Macca Tena AMarHocTMpoBanaacb, €cau
WUMT Haxoauncs B nHtepsase +1 SD po +2 SDS, oxu-
peHne — ecan MT 6bin 6onee +2 SDS.

Tabnuua 1. YacTtoTa nsbbiToUHOM Macchbl Tena
M OXKMpeHus y neten B Bospacte 7-11 net

Mon Manb4yunKn, [eBouYKNn, Bcero,
n= 842 n=704 n=1546
Abc. % | Abc. % Abc. %
N36bITOUHAA 123 | 14,6 | 81 11,5 | 204 | 13,2
Macca Tena
OupeHuve 97 11,5 30 4,3 127 8,2
NToro 220 | 26,1 | 111 | 15,8 | 331 | 21,4

Mo pesynsTataM nNpOBEAEHHOro Wccief0BaHuA
OTMeueHo, uTo 13,2% obcnenoBaHHbIX AeTel MMe-
0T M3bbITOUHYO Maccy Tena u 8,2% o0xupeHue,
YTO COOTBETCTBYET 0OLLEPOCCUACKMM MOKasaTensm.
Cpenu MasbuMKOB O¥UPEHUSA BCTPeYanoch B 2,7 pasa
yawe (cooTBetcTBeHHO 11,5% u 4,3%, x2=26,79,
p<0,001). Pasnuumss B yactoTe M3ObITOYHON Mac-
Cbl TeNa MeXAy MajibuMkaMn U AeBOYKaMK OKasanacb
CTaTUCTMUYECKN HE3HaumMMon (x2=3,22, p=0,082).

MpoBeneHHOe nccnenoBaHWe MOKasbiBaeT, UTo UC-
TUHHasA PacnpoCTPaHEHHOCTb OXUPEHUA Y AeTel 3Ha-
UYNTENbHO MpeBbIaeT oduLManbHbie CTaTUCTUYECKNE
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MUHUCTEPCTBO HAYKW
W BbICLLENO GEPAZOBAHUS
POCCUMIACKON OEAEPALIMA

faHHble. OTMeuaeTcs No34HAA obpallaeMocTb K AeT-
CKOMY 3H[OKPWHOJIOrY, Yalle Npy Haanumm y pebeH-
Ka ye BbIpa*KeHHOro oXXnpeHud, B0 MHOIrnmx caydaax
y¥Ke Npu HaAnumMm OCIOXKHEHUI. laHHOe obcToATE N b-
CTBO CBUAETENILCTBYET O TOM, UTO POAMTENAMU U Bpa-
YaMun-negnatpaMn He yapendetcda AO0JIXKHONo BHUMa-
HUSA AeTAM Ha HayaJibHOM 3Tane Habopa Macchl Tena
M He MPOBOAATCSA COOTBETCTBYIOWME NpoduiakTmye-
CKne meponpuatna, HanpaBseHHble HA HOPMOKaNo-
puiiHOEe No BO3pacTy NMUTaHWe W afeKkBaTHble GU3n-
yecKkue Harpy3sKku. 3a4yacTyto nocTeneHHas npubaska
B BECE HauMHaeT opMMpoBaTbLCA Y AETEN C MAaALIEro
LWKOJIBHOTO U A0LWKOAbHOI0 BO3pacToB. JOCTYNHOCTb
B HacToslLee BpPeMs B LLEHOBOW KaTeropuu npoayk-
TOB ObLICTPOro NUTaHUsl, NPOAYKTOB C pasIMYyHbIMU
BKyCOBbIMU f06aBKaMu, paHHee Ha4yano ynotpebne-
HUEe X AETbMU U MpUBbIKAHWE K AaHHbIM BKYCOBbIM
KauecTBaM cnocobcTByeT 6osee paHHeMy Hauany
bopMMpoBaHNS «HEMPaBUIbHbLIX» FMNEPKaN0OPUIAHBIX
BKYCOBbIX MPUBbIYEK.

TakuMm 06pasoM, CBOEBPEMEHHOE BbISIBNIEHNE Ae-
Tel MNajwero BospacTa C M36bITOYHOW Maccol Tena
N OXUPEHNEM N CBOEBPEMEHHO HauaTas paboTa no Kop-
pekuMn NuTaHms u GU3nMUYeCcKol akTUBHOCTU C pebeH-
KOM, @ TaKMe C ero CEMbEN, ABNSETCA BaXKHbIM feueb-
HO-MPOUNAKTUYECKMM MEPOMPUATUEM B pPa3BUTUU
OKMpEHUs B NOAPOCTKOBOM BO3pacTe, B3POCJOM CO-
CTOSHUU WM NpPefoTBPaLLEHUN BO3HUKHOBEHUS THAXKe-
JIbIX OCJIOMKHEHWI M36bITOYHOTO BECA.

https://doi.org/10.14341/PMPE-2022-49

Pe3yspTaThl HEOHATAJIBHOTI'O
CKPHMHHWHIA Ha BPOJXXAEHHBIH
THIIOTHPEO3 B Cy6bexTax
IIpHBOJIXKCKOI'O
dbemepanpHOro OKpyra

'ManueBckui 0.A., 3A6bpyKoBa A.B., *AnekceeBa T.J1.,
2babpan A.A., bapxaHckoBa E.A., 2byabinvHa M.B.,
I'puHKeBwud A.B., 2lo6pontoboBa M.B., 2EpycoBa
A.B., 23opuHa C.A., 2KoBaneHko T.B., 2KonbacuHa
E.B., 3KyTKkoBa l0.K., 2MaKkeeBa H.B., 2Muxaiinosa E.T.,
2MyxuHa J1.10., *HeHaweBa C.A., 2CBuHapeB M.H0.,
2lHanpynnuHa M.P., 24uctoycosa I.B.

'Ore0yY BO bawkunpckuii FAY, r. Yéa, Poccus

2rnaBHble BHELUTATHbIE IETCKME CNELNANNCTLI SHAOKPMHOIOMU
cybbekToB MpuBOMKCKOro deaepanbHOr0 OKpyra

3COpr.CI,HVII-(M MeANKO-reHeTU4YeCKUX KOHCYNbTa unn

AKTyanbHOCTb

BpoaeHHblit runotupeos (BI) — oaHo 13 Hanbo-
Jlee yacTo BCTPeYaroLLMXCS BPOKAEHHbIX 3ab0neBaHuii
LLMTOBUAHOMW ¥enesbl y JeTel, B OCHOBE KOTOPOro ne-
UT NOSIHAA WM YacTUYHAs HeA0CTaTOYHOCTb TUPEO-
WAHbIX TOPMOHOB, NPUBOASLLAS NPY NO34HEK 3aMecTu-
Te/IbHOl FOPMOHaIbHOM Tepanum K 3aflepKKe pa3BuTus
BCEX OPraHoB ¥ CUCTEM OpraHu3Ma. 3T0 pa3HopoAHas

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u CIALMONATISHUIR MERMMHCKIA oo

IN=
no aTuonoruu rpynna 3aboneeaHuii, 06yCNOBAEHHbIX
yauie Bcero MopdodYHKUMOHANBbHOM HE3PenocTbio
LM nnn, 3HauMTENbHO peXKe, NopaxKeHWeM rumnora-
NaMo-rmnodusapHoin cucTembl. BbipaKeHHbI aedu-
LUUT TUPEOUAHbIX TOPMOHOB rpy60 HapyLlaeT He ToJb-
KO pOCTOBbIE NPOLECCHI, HO 1 AnddepeHLNPOBRY BCEX
OpraHoB M CUCTEM OpraHn3Ma, 0CO6EeHHO LLeHTPabHOM
HepBHOW cucTeMbl. Ecan HapylweHuss 60/blLIMHCTBA
OpraHoB U cucTeM Ha (OHe 3aMecTUTesbHOW Tepa-
nuyM npenapaTtamMy TUPOKCUHA SIBASOTCS 06paTUMbI-
MW, TO MOpa*KeHue LEeHTpasibHON HEePBHOW CUCTEMbI
npu No3fHen ANarHoCTMKe BOCCTAHOBUTb YKe HEBO3-
MOHO.

YacToTa BPOMAEHHOrO rMnoTupeosa Konebnet-
ca ot 1:3000-4000 HoBOpoOXAeHHbIX B EBpone
n CesepHon AmMepuke Ao 1:6000-7000 HOBOPOX-
LEHHbIX B SANOHUW. Y N1l HErpouaHon packl 3a6o-
JieBaHWe BCTpevyaeTcs AOCTAaTOYHO peaKko (npumep-
Ho 1:30 000), a y naTMHoaMepuKaHLUEeB, HaNnpoTuB,
yacto (1:2000). Y peBouek 3aboseBaHue BCTpe-
yaetca B 2-2,5 pasa uawe, 4YeM Yy MaJib4MKOB.
PacnpocTpaHeHHOCTb BI' B Poccuiickon depepaunu
no pesynbTaTaMm HeoHaTaJlbHOr0 CKPUHMHIa COCTaB-
nset 1 cnydyait Ha 3600 HoBopoOXAeHHbIX (denos
N.WN. n coasT., 2018).

CKPWHMHI NO3BOJISeT NOCTaBUTh AMArHO3 B Mep-
Bble HW XMN3HW pebeHKa 4,0 NOosABJIeHNS pa3BepPHYTON
KAMHMYECKOW KapTUHbI 3aboneBaHns 1, Taknum obpa-
30M, 13bexaTb TAMKENbIX NOCNeACTBUI 3aboneBaHuns,
B NepBYylo ouepeb 3a4ePHKKN YMCTBEHHOIO 1 pusnye-
CKOro pa3BuTus pebeHKa. B cBsA3M ¢ 4OCTATOYHO Bbl-
COKOW BCTPEYaeMoCTblO F’MNOTUPen3a, He3HauYnTeNb-
HOW BbIPAXXEHHOCTbIO €ro KNMHUYECKNX NPOSABAEHUN
B MepBble AHW U HEeLENIN XU3HU, a TaKKe CepbesHbl-
MW NOCNEeACTBUMAMUN NO3AHEN AMArHOCTUKWK, C cepe-
AVHbL 70-X M. BO MHOMMX pas3BUTbIX CTpaHax Mupa,
a ¢ 1993 ropga u B Poccuiickon depepaunn bbinia
BHeApeHa rocyfapcTBeHHas CUCTEMA HEOHAaTaNlbHO-
O CKPUHWHIA Ha BPOMKAEHHbLIA TMNOTUPEO3, KOTOPLIN
npeanoJsiaraeT MaccoBoe obcnefoBaHMe BCEX HOBO-
POXAEHHbIX AETEeN Ha rMNOTMpPeo3 C OonpenesieHu-
eM TTI B KanuAnapHoOW KPOBW.

Lenb n 3apaumn

OueHKa pe3ynbTaTOB HEOHATaNbHOIM0 CKPUHMH-
ra Ha BPOMAEHHbIN rMNoTupeos B cybbeKkTax Mpu-
BOJI}KCKOro dpeaepanbHOro okpyra.

MaTtepuan n metopabl

B paHHoOM paboTe npoBeaeH aHanAn3 pesysnbTa-
TOB HEOHATaJIbHOr0 CKPUMHWHIA BPOXAEHHOrO n-
notupeosa BO Bcex cybbeKkTax [puBosiKCKOro ¢e-
fAepanbHoro oKkpyra. [aHHble 6bliv NpesocTaBieHbl
rMaBHbIMW BHELWTATHbIMW [AETCKMMM CneunanucTa-
MU MuHucTepcTB/[denapTaMeHTOB 34paBOOXpaHeHus
CYObEKTOB W/UAN PYKOBOAUTENSAMU pPErvoHasbHbIX
MeLNKO-reHeTUUYeCKNX KOHCYNbTauuin. HekoTopsle pe-
FMOHbI CMOMAW NPeACTaBUTb AaHHbIE HE C NepBbIX NeT
CKPWHWHra, T.K. NepBOHavya bHO UCCnefoBaHne ypoB-
Ha TTI npoBoAunoCh B 1abopaTtopusax HeOHaTaNbHOro
CKPWHWHra apyrmx cybbektoB PO, B CBA3K C YEM AeT-
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CKMe 3HAOKPUHOMOMM He CMOMAN NpefoCcTaBUTb 3TU
JaHHble. B cOOTBETCTBMM C NPOLEAYPOV CKPUHUHTA
Ha MepBOM 3Tarne B POAWJIbHbIX AOMax y BCEX HOBO-
POMAEHHbIX HA 4-5 feHb KU3HU (Y HELOHOLIEHHbIX Ha
7-14 pneHb XWU3HKU) NPOBOAMIICS 3ab0p LENbHOK KPOBU
Ha crneunanbHyto GUNbTPOBaNbHYO byMary. 06pa3subl
KPOBW OTNpaBAsAMCh B nabopaTopun HeoHaTaNbHO-
ro0 CKpWHWHra. B KauecTBe BepxHero AOMNyCTUMOro
npeaena (Touka cut-off) npnHUMannce pasHolie ypoB-
HW TTI (nepBoHauyanbHO 6onee 20 MME/n, B HacTos-
ee Bpemsi bonee 9 MME/n). B cnyuyae noBbILLEHHOMO
ypoBHa TTI B Tex e obpasuax KpoBM OCYLLECTBASA-
NI0OCb NOBTOPHOE UCC/ief0BaHME ero KOHUEHTpaLuu.
Ha TpeTbem sTane aeTu Bbi3biBaAucCb B Jjaboparto-
PUN HEOHaTaNbHOro0 CKPWUHWHIa ANS WCCNeAoBaHusA

YPOBHS TUPEOUAHbLIX FOPMOHOB B CbIBOPOTKE KPOBMU
1 nepefaBanncb Nog HabnwaeHne Bpaven — AEeTCKUX
3HAOKPUHONOrOB.

Pesynbratbl. MonyyeHbl pesynbTaTbl HeOHaTalsb-
HOr0 CKPWHMHIA Ha BPOMAEHHbLIA TUNOTUPEOo3
y 1337279 HOBOpPOXAEHHbIX. B nepsble rogbl CKpu-
HUHra OXBaT HOBOPOM/AEHHbIX B HEKOTOPbIX CyOb-
eKTax b6bl1 HeAOCTATOUHbIM U cocTaBaan 56-82 %,
OAHAKO B MOC/JeAylOLLeM BO BCex 6e3 UCKIYEHU-
SIX pernoHax yaanocb yBenmuutb ero Ao 99-100 %.
YpoBeHb TTI Bbile NOPOroBOro 3Ha4yeHUs BbISIBJIEH
y 0,08-1,6 % HOBOpPOMXAEHHbLIX. ViccnenoBaHue ypoB-
HA TUPEOUAHbIX FOPMOHOB U TTI B CbIBOPOTKE KPOBU
no3BoanMn0 BepudMUMPOBaTb AMArHO3 BPOMKAEHHO-
ro runotmpeosay 1740 peten.

Tabs1. Pe3ynbTaTbl HEOHATa/IbHOIO CKPUHWUHIA HA BPOXAEHHbIN rMNnoTMpeos
B cyb6beKTax NMpuBosiKcKoro ¢peaepasibHOro OKpyra

Cy6beKkTbl MHO oAbl CKpUHKUHTa, KonnuectBo KonnuectBo | PacnpocTpaHeHHOCTb B,
BKJIIOUEHHbIE HOBOPOXAEHHbIX 60NbHbIX 1 cnyvaih Ha KONMYecTBo
B ny6aukauuio cBr HOBOPOMXAEHHbIX
Pecnybnuka bawkopTocTaH 1993-2021 1337279 321 1:4165
Pecnybnvnka Mapwuit an 2006-2021 136055 29 1:4692
Pecnybavnka MopaoBsus 2007-2021 109956 38 1:2894
Pecnybnvka TatapcTaH 2006-2021 770201 232 1:3319
YaMmypTckas Pecnybaunka 1995-2021 495096 146 1:3391
YyBaluckas Pecnybnuka 1995-2021 327924 101 1:3247
MepMcKuii Kpan 2006-2021 539279 155 1:3479
KupoBckas obnacTb 2009-2021 189462 57 1:3323
Hukeropoackas obnactb 2002-2021 672008 214 1:3140
OpeHbyprckas obnacTb 2007-2021 353089 82172145 1:4305
MeH3eHcKas obnacTb 2019-2021 28875 2 1:14437
CamapcKast obnactb 1994-2021 724704 171 1:4238
CapaToBcKkas obnacTb 1994-2021 678497 145 1:4679
YnbsiHoBCKasi obnacTb 2006-2021 205284 47 1:4368
Bcero 6 567 709 1740 1:3775

TaknM 0b6pasoM, pacnpocTpaHEHHOCTb 3ab0neBaHUs NO CKPUHUHIY cocTaBuaa 1 caydyai Ha 3775 HOBOPOHK-
[leHHbIX, YTO NONHOCTbLIO COOTBETCTBYET TAKOBOW B LLeNOM B Poccuiickon @eaepaumn (1 cnyyain Ha 3600 HoBO-

POMAEHHbIX).
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Pe3ysIpTaThl HEOHATAJIBHOI'O
CKpPHHHHTIA Ha BPOXXAEHHYIO
OHUCPYHKIIHIO KOPBI
HaAIIOYEeYHHKOB B CybbexTax
IIpuBoOJIXXCKOro PpemepasbHOro
oKpyTra

'ManueBckum 0.A., 3A6bpyKkoBa A.B., 3 AnekceeBa T.J1.,
2pabpaii A.A., bapxaHckoBa E.A., 2ByabinvHa M.B.,
I'puHKeBuY A.B., 2lo6pontoboBa M.B., 2EpycoBa
A.B., 23opuHa C.A., 2KoBaneHko T.B., 2KonbacuHa
E.B., 3KyTKkoBa l0.K., 2MaKkeeBa H.B., 2Muxaiinosa E.T.,
2MyxuHa J1.10., *HeHaweBa C.A., 2CBuHapeB M.H0.,
3Tumodeesa T.A., 2llaiaynnuHa M.P., 24uctoycosa I.B.

'Ore0Y BO bawkunpckuii FAY, r. Yéa, Poccus

2rnaBHble BHELUTATHbIE ETCKME CNELNaNUCTbl SHAOKPMHOIOMU
cybbekTOoB MNpUBOKCKOrO heaepanbHOro oKkpyra

3COT[J)’.CI,HI/II‘(I/I MeAUKO-reHeTUYEeCKNX KOHCYNbTa L

AKTyanbHOCTb
BpoxaeHHas AMCOYHKUMS KOpbl HaANOYeYHU-
KoB — rpynna 3aboneBaHuii C ayTOCOMHO-peLec-

CVYBHbIM TWUMOM HacnefoBaHUsA, B OCHOBE KOTOPbIX
NEeXnUT nedeKkT 0a4HOro n3 GepMeHTOB NN TPAHCMNOPT-
HblIX 6€/IKOB, MPUHUMaAIOLWMX yyacTue B BMOCUHTE3E
KOpPTM30Jla B KOpe HaAmo4vyeyHMKOB. Ha cerogHsaw-
HUA AeHb U3BECTHO 7 GOPM BPOKAEHHOW ANCPYHK-
UMK Kopbl HaanodeuHukoB (BAKH). Camoii uacToi
dopmoii BAKH siBnsieTcs nednumt 21-ruapokcmnassl,
Ha KoTopbIn NpuxoanTcs 6onee 90 % BCcex NaLMEHTOB
¢ BAKH. YacTtoTta aaHHoOro 3aboneBaHusi B MMPOBOIA

3 I I DenepanbHoe rocyaapcTeeHHOe BIOAXKETHOE yupexaeHne
«HALMOHASbHbIA MEPMLIVIHCKMFI
: h UCCNEQOBATE/IbCKUU LEHTP SHOOKPUHOJIOTNIN»

ﬁ MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

nonynsuMm, paccunmTaHHas no JaHHbIM HeEOHaTaNbHO-
ro CKpuHMHra, coctasnseTt 1 cayyain Ha 14000 Kun-
BbIX HOBOPOXAEHHbIX. B Poccuun no gaHHbIM CKPUHUH-
ra vyacrtoTa coctasnseT 1:9500.

B paMKkax HauMOHanbLHOro MNPUOPUTETHOrO NpOo-
eKTa «340poBbe» B CybbekTax Poccuiickon depe-
pauuu B MporpamMMmy HeoHaTajlbHOr0 CKpPUHUHIa
B 2006 roay 6bina BKAKOUEHA BPOMAEHHAA ANCHYHK-
LMSA KOpbl HAAMNOYEYHNKOB, B pe3ynbTaTe Yero yacrora
BCTPeYaeMoCTn AaHHOro 3abonesaHusa Bbipocna 6o-
Nee yeM B 2 pasa, COKpaTMACA CPOK NOCTaHOBKMK Ana-
rHO3a, YMEeHbLUMAach BblPa¥eHHOCTb 3NEKTPOSIUTHBIX
HapyLLeHWN.

MaTtepuan un meToabl

B naHHOV paboTe mpoBeneH aHanv3 pe3yibTaToB
HEOHaTa/lIbHOr0 CKPWHUHIA Ha BPOMAEHHYIO AUC-
OYHKUMIO KOPbl HAAMOYEYHWKOB BO BCEX CybbeKkTax
MpuBoaxcKoro genepanbHOro oKkpyra. JaHHble 6bian
npefocTaBNeHbl MaBHbIMW BHELITATHLIMU AETCKUMU
cneumanuctamm MuHuctepcTs/enapTaMeHTOB 34pa-
BOOXPaHEeHUs CyOBbEeKTOB 1/WUNK PYKOBOAUTENAMU pe-
FMOHAaNbHbLIX MEANKO-TEHETUYECKUX KOHCYNbTaUMUN.
PesynbraTbl

MonyueHbl pesynbTaTbl HEOHaTaNbHOrO CKPUHWH-
ra 4 979 031 HoBOpOKAEHHbIX. B HacTosAwee Bpems
0XBaT HOBOPOXAEHHbIX CKPUHUHIOM BO BCEX permo-
Hax cocTtaBnseT 99-100%. [MOBbILWEHHbIA YPOBEHb
17-OHP 6bin BbisBNeH y 0,14-0,76% HOBOPOXAEH-
HbIX, BKJIOYEHHbIX B MPOrpamMMy CKpPUHWUHra. ITUM
HOBOPOX/EHHbIM B MOC/EeAYIOLLEM NPOBOAUICS pe-
TecT ypoBHA 17-OHP B uenbHO KanuAnsapHON Kpo-
BW. NIpM NOBTOPHO NOBbLILLEHHOM YPOBHE MoKasaTens
LeTn BbI3blBAaAUCb B nabopaTopum HeoHaTasbHOro
CKpPUHWHIra ansa nccneposanus yposHa 17-0OHP, kanus
M HAaTPUSA B CbIBOPOTKE KPOBMU.

Tabn. Pe3ynbTaTbl HEOHATaJILHONO CKPUHWHIA HA BPOXKAEHHYIO AUCOYHKLMIO KOpbI
HaAano4Ye4yHMKOB B cy6bekTax MpuBomKCcKoro peaepanbHOro okpyra

CybbeKkTtbl MNP0 oAbl CKPUHWUHrA, KosunyecTBo KosunyecTBo PacnpocTpaHeHHOCTb BT,
BKJIIOUEHHbIE B HOBOPOXAEHHBIX | 60abHbIX C BI | 1 ciyyali Ha KOAMYECTBO
ny6avKauuio HOBOPOMAEHHbIX
Pecny6bnvka balwKopTocTaH 2008-2021 680996 73 1:9328
Pecnybaunka Mapuit 3n 2006-2021 136056 13 1:11338
Pecny6nvka MopaoBus 2007-2021 109956 16 1:6872
Pecnybnuka TaTapcTaH 2006-2021 770201 47 1:16387
YamypTckas Pecnybivka 2006-2021 306570 38 1:8067
YyBalluckas Pecnybanka 2011-2021 163537 7 1:23362
MepMcKuin Kpan 2006-2021 539279 87 1:6199
KnpoBcKasi obnacTb 2009-2021 189462 24 1:6139
Huskeropoackas obnacTb 2006-2021 548528 73 1:7514
OpeHbyprckas obnacTb 2007-2021 353089 28 1:12610
MeH3eHCcKas obnacTb 2019-2021 29283 5 1:5856
Camapckasi obnactb 2006-2021 560739 48 1:11327
CapaTtoBckasi 0bnacTb 2006-2021 403068 43 1:9374
YnbsiHOBCKas obnacTb 2006-2021 205284 22 1:9331
Bcero 4 979 031 524 1:9502
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CBOPHUK TE3UNCOB

HePCOHaHI/IBI/IPOBaHHLIﬁ nmogxon B ,E[eTCKOI:I SHAOOKPHUHOJIOTUH

BporaeHHas AUMCOYHKLMA KOPbl HaAMOYeYHU-
KOB 6blNa AMarHOCTMpoBaHa Yy 7524 HOBOPOXAEH-
HbiX. PacnpocTpaHeHHOCTb 3aboneBaHus B LEIOM
B lMpuBoiKCcKOM denepanbHOM OKpyre cocTaBuna
1 cayyain Ha 9501 HOBOpOXAEHHbIX. [JaHHbIA NOKa-
3aTeNb CyLLeCTBEHHO He OT/IYaeTCs OT aHalorMYHO-
ro B 60nbWINHCTBE Apyrux cybbekTtoB PO u B apy-
rmx cTpaHax.

TaknM 06pa3oM, pacnpoCTPaHEHHOCTb Khaccu-
yeckux ¢opm pgeduumta 21-rmapokcunassl B LEJOM
B lpuBomkCKOM denepasbHOM OKpyre CyLLeCTBEH-
HO He OT/IMYaeTCs OT TaKOBOW B H6O/MbLIMHCTBE ApY-
rmx cybbekToB PO 1 B Apyrux cTpaHax u coctaBasieT
1 cnyyari Ha 9501 HOBOPOXKAEHHbIX.

https://doi.org/10.14341/PMPE-2022-51

IIpeHaTaJIbHOE BHIABJIEHHE
BPOXIAEHHOH AUCOYHKIIUH KOPBI
HaAIIOYeYHHKOB BO BTOPOM
TpUMecTpe bepeMeHHOCTH
B HEOTSTOLLIeHHOMH
3a60J1eBaHHEM CeMbe:
KJIHHHYECKHH cyJyan

MwuHanyeBa J1.U., ConoBbéBa E.B., CKnennMoBa
M.M,, CyxaHoBa T.U., CentoBa I H., TopxoBa H.B.,
HasapeHko J1.I1.

HNW meanumnHcKom reHeTnkn, Tomcknin HAML, PAH,
r. ToMck, Poccusa

BeepeHve

BpoxaeHHas AnCHYyHKUMA KOPbl HaAMOYEUYHUKOB
(BOKH; appeHoreHnTanbHbIi CUHAPOM) — Fpynna Ha-
CNeACTBEHHbIX 3ab0sieBaHMIA C ay TOCOMHO-PeLLeCCUB-
HbIM TUNOM Haciea0BaHMsA, 06yCNOBNEHHbIX AeDEKTOM
depMeHTOB 6BMOCUHTE3a@ KOpTMKOCTEpoMaoB. bonee
90 9% cnyyaeB BAKH obycnoBieHO MyTauuaMu B reHe
CYP21A2, koaupytoweM 21-rngpokcunasy. BAKH Bbi-
ABNSETCH Y HOBOPOMKAEHHbLIX AETel Npu NpoBeAeHUN
HeoHaTaNbHOrO CKpUHMHra (onpeaeneHve ypoB-
Hs 17-ruapokcunporectepoHa B KpoBu). HecmoTps
Ha yCnexu no paHHeMY BbISIBJIEHUWIO 1 neyeHunio 3abo-
JNieBaHusl, npeHaTasbHasa anarHocTuka (NA) octaetcs
aKTyaNbHOW ANS NPefOTBPALLEHUA POXAEHUSA AeTeNn
c Taxkenon ¢opmon BAKH. NHBasneHas M npoBoanT-
CSl ON151 OTArOLLEHHbIX CEMEN, UMEIOLWLNX AETEN C 3TUM
3aboneBaHneM. Llenb HacTosAwen paboTel — onuca-
HUMe KanHundeckoro caydas N4 BAKH B ceMbe C HeOTH-
rOLWEHHbIM aHaMHE30M.
MaTtepuanbl n MeToAbI

BepeMeHHas xeHwmHa (28 net) n cynpyr (26 ner)
obcnepoBaHbl B MeanKo-reHeTnyeckoM ueHtpe (le-
HETMUYECKON KNMHMKe) HUWN MeanuMHCKON reHeTu-
Kn Tomckoro HWML. KpoBHOe poACTBO cCynpyru
OTpULLAAN, CAy4YaeB MOHOreHHbIX 3aboneBaHuii (B
TOM UunC/ie aApeHOreHUTasbHOro CUHAPOMA) B CEMbE

He 6biN0 BbiiBNEHO. BepeMeHHOW NpPOBOAMNOCH Yiib-
Tpa3ByKoBoe uccnepoBaHue nnoga (Y3U) B 12,5 He-
[LeNlb B paMKax paHHero npeHaTanbHOro CKpPUHWHIa
nepsoro Tpumectpa (PMNC), n B 19,4 Heaenb recTa-
umMm (Y3W BToporo TpumecTpa). KopaoueHTes Bbl-
NONHANCA CTaHAApPTHON METOAMKOW MNOoA KOHTPOJIEM
Y3W; obpa3ubl NynoBUHHOW KPOBM NAOAA WCMOJb-
30Baan ANA CTaHAAPTHOro LMTOreHeTMYeCcKoro uc-
cnepoBaHma n Bblaenenna AOHK. Takxke OHK Bbige-
nannm 13 06bpas’LoB KPOBU HepeMeHHOW U cynpyra.
MonerynspHO-reHeTMYeckne uccnepoBaHua (aHa-
N3 YacTbiX MyTauuih B reHe 21-ruapokcunassl
CYP21A2, wecTtn STR-MapkepoB, CLENNEHHbIX C re-
HoM CYP21A2 1 aHanns reHoB AMEL n SRY) BbINonHs-
n ¢ npuMeHeHnem Metoaos MNUP, pecTpMKLUMOHHOIO
aHaNn3a, renb-anekTpodopesa n GparMeHTHOro aHa-
nusa.
PesynbTraThbl

Mo pesynstatam PMNC OTKAOHEHWUI He ObIO BbisiBNiE-
Ho. Mpu Y3W BTOpOro TpuMecTpa OBHapyMeH BPOXK-
AEHHbIN nopok pa3sutus (BMP) nonoBbix OpraHoB
nnoga. lfeHMTannm MAeHTMGULNPOBANNCH HEOMNPEAEEH-
HOro TUMa: YMeHbLUEHWE NeHnca (MMbo yBeanyeHne Knn-
TOpa), MOLLOHKa YeTKO He BU3yanusmpoBanacs. Mpu npo-
BeAeHUN MHBasusHoM N[ KapuoTun naopa onpeaeneH
KaK HopMaJibHbIl }KeHCKuiA (46,XX), aHanns Monekynsp-
HO-reHeTUYeCcKMx MapkepoB nosa (reHsl AMEL n SRY)
NOATBEPAUN }EHCKU NoA NNoAa. AHaM3 MyTauui reHa
CYP21A2 BbisiBUA Hannume Tpex MyTaumii (P30L, IVS2AS
A/C-G,-13 n 8 bp del) B roM0o3urotHoM, nmbo remmsmu-
FOTHOM COCTOSIHMM Y Moja U B reteposurote y bepe-
MEHHOM nauMeHTKW. BKAloYeHHble B uMcCCnefoBaHue
STR-MapKepbl CBUMAETENbCTBOBAAN B MNOJb3Y OLHOPO-
AVNTENbCKOM AMcoMuu. NpoBeaeHbl MeamKo-reHeTude-
CKOE KOHCYNLTMPOBaHWE U NepuHaTaNbHbI KOHCUANYM,
MaumMeHTKa NpUHAIa peLleHne He NPOosIoOHIrMpoBaTh be-
peMeHHOCTb. 06CcnefoBaH Cynpyr *eHLUMHbl, 06Hapy-
¥EH aHaNornyHbI reTepo3nroTHbLIN CTaTyc No MyTaun-
sIM U STR-MapKepaM. TakuM 06pa3oM, B aHHON CeEMbe
YCTaHOBJ/IEH BbLICOKUIA PUCK FOMO3WIFOTHOrO BapuaHTa
natosiornyeckoro reHotuna reHa CYP21A2 (yumTbiBas
aYTOCOMHO-PELLECCUBHBIA TUM HacnenoBaHus — 25 %).
CynpyKecko nape pekomMeHAoBaHO nposeaeHue N[
a/lpeHOreHNTaNbHOrO CMHAPOMa B noceaytolme bepe-
MEHHOCTMW.

3aknoueHne. BoiseneHne BIP nonoBbix OpraHoB
y njoga npu Y3 BTOpoOro TpuMecTpa U MoJekynsap-
HO-reHeTu4yeckasa M4 nossonmnu sbiaBuTL BAKH B He-
OTArOLWEHHON CeMbe.
KoHTakTHOE nuuo

MwuHainuesa Jlapuca iBaHOBHa, A.M.H. Bpa4 reHeTuK,
3aBeaylowas KANHUKO-ANArHOCTUYECKUM OTAENIeHN-
eM Meanko-reHetTmyeckoro ueHTpa (MeHeTnuyeckas
KAWHWMKA) HayuyHO-MccnenoBaTeNbCKOro  UHCTUTY-
Ta MeAWUMHCKOW reHeTUKn TOMCKOro HauuoHanbHo-
ro uccrenoBaTeslbCKOro MeAuLMHCKOro LeHTtpa PAH,
Tomck, Poccus.

TenedoH: +7 (913)-864-61-71

E-mail: larisa.minaycheva@medgenetics.ru
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B3auMoOaeHCTBHE
C FeHeTHYeCKOM CyKb0i
B MpOBeAeHHH HeOHATaJIbHOIO
CKpHHHHTra B CaMapcKoi
obnacTu

2MuxawnnoBa E.I, 3HeHawesa C.A., 'CkBopuoBa 0.B.,
'lWeBKyneHko W.I., 'KanabuHa E.B., 'A.B. KynsiioBa

'"TBY3 «COAKB nm. H.H. NBaHoBOI», I. Camapa, Poccus
20re0y BO CamMy Munsppasa Poccun, r. Camapa, Poccus
3[BY3 «CaMapckas obnacTHas KiMHUYecKas 6oabHULA
uM. B.A. CepepaBuHa», r. Camapa, Poccus

HeoHaTaNbHbIA CKPUHWHI NPOBOAUTCA B TOM CAy-
yae, Korga sabosieBaHMe MMeEET yeTkue Buoxmmuue-
CKME U KNIMHMYECKNe KpuTepun. YactoTa 3aboneBaHus
B A@HHOI nonynsumm n3eectHa. 3abosieBaHue 6e3 ne-
YEHWUA UJIN C NO3AHO Ha4YaTbIM JIeYEHUEM MPUBOAUT K UH-
BaAUAHOCTU UK CMepTU. JleueHne B AOKINHUYECKUN
neprvos 3HauuTenbHOo ynydywaeT nporHos. JleueHue
3QPEKTUBHO M AOCTYNHO. ECTb 3TUYHbIA, 6e30nacHbI
N OOCTOBEPHbIA CKPUHUPYIOLWMIA TecT. Hanuume 3ako-
HOMWYECKOM SPPEKTUBHOCTM HEOHATaNIbHOro CKpu-
HWHra. Ha ocHoBaHWM 3TOro Ha Tepputopumn PO pas-
BEPHYT HeOHaTaNbHblA CKPUHWHI 5 HacneaCcTBEHHbIX
BPOMAEHHbIX 3ab0neBaHuWIA, Ba U3 KOTOPLIX ABASIOTCA
30HOWN UHTepeca AeTCKUX IHAOKPUHOJIOrOB.

SHAOKPUHONOIMYECKOI CNYKOON COBMECTHO C Me-
LVKO-TeHeTUYeCKnM LeHTpoM B Camapckoi obnactu
c 1995 ropa HauaTo npoBeneHWE HeoHaTaNbHOro
CKPUHMHIa BPOXAEHHOrO runoTupeosa. Ha ToT Mo-
MEHT CpPeAHWA BO3pacT BbiiBNEHWS 3TOro 3abosieBa-
HMA npuxoamncs Ha 8 Mecsues, NocCae MNOSABEHUSA
KJMHNYECKOWN KapTWUHbI 3ab0neBaHuns, UTO NPUBOANIO
K MHBaAuamMsaummn naumeHToB. HaumHasa ¢ Toro mo-
MeHTa BCe 60/bLIMIA NPOLLEHT HOBOPOXAEHHbIX MpPO-
XOAWN Yepes npoueaypy CKpUHUHra. 3a 5 ieT OH Bbl-
poc c 82 1o 99 %, npwn 3TOM BO3pacT Ha4yasa nevyeHus
cHM3mnca ¢ 8 Mecsaues Ao 1 Mecsua, 4TO NpUBENO
K HOpPMaJibHOMY NCYXOMOTOPHOMY pasBUTUIO Y Naun-
E€HTOB C BPOMAEHHbIM runotupeosom. C 2001 roga
100% HOBOPOMAEHHbIX OXBAuY€HO HeoHaTajlbHbIM
CKPWHWHIOM, YTO NPUBENO K BbiSIBNEHWNIO 3abosieBa-
HMA U Hayany ero neyeHus B TpexHeLesibHOM BO3pac-
Te.Bcero 3a 23 roaa HeOHaTaNbHOIrO CKPUHMHIA BbIN0
obcnepoBaHo 724704 pebeHka, BbiseaeH 171 naum-
€HT C BPOMXAEHHbIM FMNOTMPE030M. TakuM 06pasom,
yacToTa BPOMAEHHOro runotupeosa no Camapckou
obnactn 1:4238 ( no Poccumn 1:3689). TakKe 6blN0
npoaHaanu3MpoBaHO CpefiHee KOJNYeCcTBO CJiyyaeB
CypOBHEM HeoHaTanbHOro TTI. 3Touncnio Konebnetcs
0K010 30% , cBMAETEeNbCTBYS O HAJMUYMKN NOAHOIO Ae-
buunTa nerkon n cpegHeTAKenon cteneHn. Mo nony-
UeHHbIM pesynbTaTaM chopMMpOBaHa pernoHanbHas

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u ALORAT R MERMHCIO - o e
IN=
KapTa oaHoON obecneyeHHOCTM MO KOTOPOWN MpPOBO-
AATCSA MEPONPUATUA NOAHOW NPOUNAKTUKN.

C 2006 ropa Hauyato npoBejeHWe HeoHaTalbHO-
0O CKPWHWUHIa Ha BPOXAEHHYI AMCOYHKLMIO KOpb
HaanoyeyHuMKoB. Bcero 3a 15 netr obcnepoBaHo
530824 pebeHka, U3 Hux, BbisBNeHO 50 aeTel ¢ 3a-
b6oneBaHneM : 41 c conbTepsiower GopMoi. Y Manb-
YMKOB YacToTa 3abosieBaHMSA BbIlLE. YEM Y [EBOYEK.
AvnarHos BepuduumnpoBaH reHeTnyecku. Mo nocnen-
HUM AaHHbIM YacToTa BCTpeyaeMocTu 3aboneBaHus
B Camapckoli obnactu coctasnsieT 1:11327, no PO —
1:9563. CpeaHuin BO3pacT MOJiyyeHUs pe3ynbTaToB
CKpUHMHra 18 AHen, nosToMy y [AEBOYEK C WUHTEep-
CEKCYaNbHbIM CTPOEHUEM TreHUTaNNA [OCKPUHUH-
rosas [AMArHOCTMKa BUPUNBHOW W CONbTEPSIOLLEN
¢dopm 3aboneBaHus coctasasieT 95%, y MalbuMKOB
conbTepsaiowas dopmMa AMarHOCTMpyeTcs A0 MOJy-
UeHWss pes3ynbTaToB CKpuHMHra B 60% cnyuaes.
AnarHos BupunbHoi Gopmbl 3abosieBaHNA y Maibum-
KOB BblCTaBisieTcs B 061acTu No pesyabraTaM HEOHa-
TaNbHOrO CKPWHWHIa, YTO NpejoTBpaLlaeT pasBuTue
NIOXHOIro NpexAeBpeMeHHOro N0A0BOro CO3peBaHus
B nocsegHue 10 ner.
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PacrpocTpaHeHHOCTh H36BITKA
MacChl TeJia ¥ OJKUPEeHHUSA
y AeTeH LIKOJIBHOI'0 BO3pacTa
B ropoge Camape

TBY3 «COAKB uM. H.H. NBaHoBoOI», . Camapa, Poccus
20reQy BO CamrMy MuHsapaBa Poccuu, r. Camapa, Poccus

AKTyanbHOCTb

[leTCKOe OXupeHue sABAAETCHA aKTyasibHONW npo-
671eMOI COBPEMEHHON NeaMaTpun U OQHOI U3 rNaB-
HbIX NPUYNH GOPMUPOBAHUA UHBANNAHOCTN U CMEPTHU
B M0JI0OA0M BO3pacTe. Cepbe3Hblil HAYyUYUHO-NpaKTude-
CKMA WHTepec npeacTaBAseT pPacnpoCTPaHEHHOCTb
3abosieBaHMA U ee ANHaMUKa.
Llenb

OLeHKa pacnpocTpaHeHHOCTM N36bITKa Macchl Tena
(UMT) n oxunpeHns B AMHAMUKe Ha NpMMepe LEeTCKOro
HaceneHns ogHOro U3 panoHoB r. 0. Camapa c yue-
TOM MOJIOBOV MPUHAANENKHOCTUN U CTENEHU OXUPEHUS
B YCJIOBMAX BbICTPO MEHSAIOLLMXCS CTEPEOTUMNOB NUTa-
HUS1 1 06pasa XKU3HW.
MaTtepuanbl n MeTOAbI

lNpoBefeHO peTpPOCNEKTMBHOE OAHOMOMEHTHOE WUC-
cnepoBaHve. B xoae OCYLLECTBJIEHUS €XerofHoro
npodunakTnyeckoro ocmotpa obcnepgosaHbl 1503 pe-
6eHKa B Bo3pacTe OT 7 A0 14 NeT C OLEHKON aHTpo-
NMOMeTPUUECKUX AaHHbIX, CTaAUN MOJSIOBOr0 pa3BuTUS,
pacyeToM MHAEKCA Macchbl Tesia N ONpefeneHnem ero
SDS (cornacHo KpMTEPUSIM aHTPOMNOMETPUYECKUX CTaH-
napTtoB BO3). PacnpocTpaHeHHOCTb IMT 1 oxupeHus
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BblYMcCasANach B BUAE NPOLEHTHOO COOTHOLLIEHUS CAy-
YaeB OTKJIOHEHWS Beca OT 06LLero ymicia aeTei.
PesynbTraThbl

06uias pacnpocTpaHeHHOCTb UMT y LWIKONbHUKOB
coctaBuna 20,9 %, a oxunpeHunsa — 13,5% c KonebaHu-
AMun oT 8,3 % A0 32,5 % B pa3nnUHbIX BO3PaCTHbIX Fpyn-
nax. MMHUManbHbIN NOKalaTelb PacnpoCTPaHEHHOCTH
OXMpEeHMs 0TMeYancsa y noapoCTKOB, MakCUMabHbIN —
B Bo3pacTe 7 net. PacnpocTtpaHeHHOCTb WMT Tak-
e Hambonee yacTo BCTpeyanacb B Bo3pacte 14 ner.
Y neTeli ¢ oxupeHuem I cteneHb 3aboneBaHma obHa-
pyeHa B 67,2% cnyuaes, II cteneHb — B 23,8 %, III
cteneHb — B 9,2 %. OxupeHue IV cTeneHun y petem uc-
cNefyeMon rpynmnbl BbIIBNEHO He 6b110. Npy 3TOM 0Xu-
peHune y LWKOJbHMKOB Yalle BbiABASA0Ch Y MaJbYyMKOB,
yeM y aeBouek (63,58% 1 39,48 %, COOTBETCTBEHHO).

HaM yaanocb CpaBHUTb MOAY4YEHHble pe3ynbTaTbl
C AAHHbIMUK, NOAYYEHHBIMU B XO4€ MPOPUNAKTUUYECKNX
OCMOTPOB WKOJbHMKOB . Camapsbl B 2006 1 2014 rr.
OKasanocb, YTO B TeueHue nocnaegHux 15 net noka-
3aTesib pacrnpoCTpaHeHHOCTN oXupeHuna n UMT y pe-
Tel nsyyaemon rpynnbl NocaeaoBaTelbHO HapacTaeT
(c 3,6% n0 13,5% u c 10,6% a0 20,9%, cooTBeT-
CTBEHHO). B TO e BpeMsi, BO3pPaCTHOW MUK pacnpo-
CTPAHEHHOCTU OMUPEHUSA Y LUIKOJbHUKOB CHU3MUJCSA
c 11-13 po 7 ner.
3aksiroyeHve

PesynbTathl UCCNef0BaHUA MOATBEPKAAKT HE TOJIb-
KO BbICOKYIO pacnpocTtpaHeHHOCTb VIMT n oupeHus
cpeaun WKoAbHUKOB . CamMapsbl, HO N OYEBUAHYIO TEH-
NEHUMIO K ee yBenuyeHuio. MuK aeblota oxupeHus
NPUXOANTCA Ha PaHHWI LUKOAbHBIM BO3PacT, YTO 3Ha-
YNTENbHO MOBbLILWAET PUCKU PasBUTUS KOMOPOUAHbIX
COCTOSIHUIA N OCNOXHEHWI NULWIHEro Beca B noce-
aywouem. MNMpeacrtaBieHHble AaHHbIE ONpeaensoT ce-
Pbe3HY0 3HAYMMOCTb M3yyaeMoli npobnembl N HEOB-
X0AMMOCTb pa3paboTKu 1 BHEAPEHUS B KIUHUYECKYIO
NPakTuKY 3QPeKTUBHbIX NPOPUAAKTUYECKMX MpPO-
rpamm.

https://doi.org/10.14341/PMPE-2022-54

Cny4yay BpOXAEeHHOH
OHUCOYHKI[MH KOPBI
HaAIOYeYHHKOB y pebeHKa,
CBA3aHHBIH C MyTallleH B Ir'eHe
CYP11A1

[AY PC (1) «PBEN21-HLM», . AkyTCK, Poccus

Oeduunt depmeHTa oTLWENNEHMA BOKOBOW Lenu
20,22-pecMmonasbl  (11a-ruapokcunassl) (MyTaums
CYP11A1), oTBeualowein 3a HayaNbHbIA 3Tan CUH-
Tesa CTEPOUAHbLIX TOPMOHOB, KaK MPUYMHA BPOXK-
AEeHHOW AMCcYHKUMM Kopbl HaanouyeuHukos (BAKH)
BCTpeyaeTca KpaliHe peako. MpuBoaMM onucaHue

KNMHMUecKkoro cnydyaa BAKH, obycnoBneHHol aepu-
umMTom pepmeHTa, Koanpyemoro reHom CYP11A1.

PebeHoK oT nsitoli 6epemMeHHocTM nyTem 3KO
(1 sriuerkneTKa MaTepuHcKas, 1 AOHOPCKas) NepBblid
13 ABOVHW. BepeMeHHOCTb NpoTeKkana 6e3 naToso-
run. Poabl nepeble Ha 35,5 Hepese nyTeM 3KCTpPeH-
HOro KecapeBa CeuyeHus B CBA3U C rMNOKCUen nnoaa,
Bec 2800 r., annHa Tena — 47 cM. MNpu poxaeHumn co-
CTOsIHWE TAxenoe, 0bycnoBiieHHOE AblXxaTeNbHOM He-
LOCTAaTOYHOCTbIO, HEBPOJIOTMYECKON CUMNTOMATUKON.
PebeHoK 6bln nepeBeneH B OTAENEHME peaHMMaLuu
HOBOPOX/AEHHbIX, AMarHoCTMpOBaHa BpPOXKAEHHas
NMHEBMOHUS, MUKOMa3MeHHas MHGeKuuns. 7 AHel bbin
Ha VIBJ1. Ha 14 CyTKM XU3HN 00UNIbHbIE CPbIFMBaAHUS,
CHUMEHMe MacChl Tena, rmnepnurMeHTaLmnsa KOXHbIX
nokpoBoB. Mo pesynbTataM 06ciefoBaHHUS BbiSB-
JIEHO CHUMKEHMe YpOBHS KopTusona Ao O HMonb/n,
nosbileHne ypoBHs AKTE go 809,1 Hr/mi, peHuHa
no 335 nr/mn. HapyHble noJsioBble opraHbl chop-
MWPOBaHbI MO EHCKOMY Tuny, BUPUAM3ALUM HET.
HeoHaTaNbHbIA CKPUHWMHI He MpPOBeAEeH B BUAY OT-
cyTcTBMA peaKkTtusa. Mo MPT HagnoyeyHWKU pacno-
JIoXKeHbl 06bIYHO, POpMa M CTPYKTypa He M3MeHeHa.
YcTaHoBsieH anarHos: lNepBnyHas HaanovyeyHUKoBas
HEeAO0CTaTOUYHOCTb, HA3HauUeHa 3aMecTUTeNbHas Tepa-
nus kopTed (3,75 Mr/cyT = 15Mr/M2/cyT) nKOpTUHEDD
(37,5 mr/cyT). HecMoTpsa Ha NeyeHue, A0 3 MecsLEB
COXPaHSANUCh CpbirMBaHusA. B Bo3pacTe 3 Mecsua ro-
cnuTanMsupoBaHa B 3HAOKPUHOJIOrMUYECKoe oTaene-
Hue MeaunaTpuyeckoro ueHtpa (MNAL) PB Ne1-HUM.
Poct—54cM,Bec— 5,6 Kr. Mpu ob6Ccie,OBAHUM TNIOKO-
3a — 4,92 mmonb/n, 17-0OH nporectepoH (17-0HM) —
7,8 HMonb/n, TectocTtepoH — 0,1, AKTI — 413,8 Hr/
MJI, peHUH — 288,56 nr/mn, Kaanin — 5,77 MMonb/n,
HaTpuihi — 133 MMonb/n. BbinucaHa Ha Tepanuu:
kopted — 3,75 mr/cyT (7.00 u — 1,25 Mr (/s Tabn),
15.00 y — 1,25 mr (/s Tabn), 22.00 y — 1,25 Mr
('/s Tabn)), koptnHedd — 25 mr/cyT (12,5 MKr —
/e Tabn 2 pasa B cyTkn B 8.00 u 1 18.00 u).

B Bo3pacTe 7 MecsdueB pebeHOK HanpaBfieH
B HMWUL, 3HpoKpuHONOrMU C Uenblo poobcneno-
BaHWsA, YTOYHEHUS AMarHosa, KOppekuumm Tepa-
nuu, onpejeneHns fanbHelnllen TakTUKU BeaeHus.
*anobbl Ha CcpbIrMBaHUs, 3a4epXKYy OGU3NYECKO-
ro U MCMX0-MOTOPHOro pasBuTuA. PoCT cocTaBun
61,7 cm, SDS pocra: -2,47, Bec — 6,5 kr, SDS Beca:
-1,19; UMT — 17,19 kr/m2, SDS UMT: -0,3, NNT: 0,35;
YCC — 130 B MuUH., AL — 75/40 MM.pT.cT. Npun 06-
CNefO0BaHUN BbiIBNE€Hbl MUKPOLIMTApHas rMnoxpom-
Has aHeMWs Nerko cCTerneHu, rMNOriuKeMUs HaTo-
wak (2,86 MMOAb/n), 3NEKTPOAUTHbIE HapyLUEHMUA
B BMAE runoHatpuemun (126 Mmonb/n), runoxnope-
mMum (96 mMmonb/n), runepkanuemmsa (5,5 mmonb/n),
BbiICOKME ypoBHM AKTI (908,6 nr/mn) u peHuHa
(6onee 500 MEa/n). Mpu nccneaoBaHun cTepoui-
HbIX TOPMOHOB C UCMNONb30BaHMWEM TaHAEMHOW XpO-
MaTOMacC-CNeKTPOMETPUM BbISIBJIEHbI HU3KME MO-
Kasatenm 17-OHN — 0,01 HMonb/n (Hopma 0,2-7),
anbpoctepoHa — 10 nmonb/n (Hopma 71-980),
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Lle30KCUKopTUKocTepoHa — 0,01 Hmonb/n (0,21-
1,5), KopTuroctepoHa — 0,01 Hmonb/n (1-50).
HapnoueuHukn no Y3W He nameHeHsbl. Mpun Y3 ma-
Nloro Tasa BM3yanusmpoBaHa MaTKa, pasMepbl KOTO-
pOi COOTBETCTBYIOT BO3pacTHOM HopMe. o pe3ynb-
TaTaM flabopaTopHbIX UCCNEAOBAHWUA NOATBEPKAEHA
nepBUYHasa HeA0CTaTOYHOCTb KOPbl HAAMOYEUYHNKOB.
Mo pe3synbTaTtaM NabopaTopHOro UCCiea0BaHMs Bbl-
SIBeHa AeKOMMNeHcaumsa no rnoKo- 1 MMHEepanoKop-
TUKOWAHOW HefoCTaToOMHOCTM. B cBA3M € 3TMM Gbin
HasHaueH Cony-KopTted 12,5 Mr BHYTPMMBILIEYHO
OAHOKpaTHO, yBe/JuYeHa f[o03a KopTeda B 2 pasa
C MOCTeNeHHbIM CHuXxeHuem po 3,75 Mr/cyT, posa
KopTuHedda yBennueHa go 100 Mr/cyT, B nuwy Ao-
6aBieHa Y2 YaliHOWM NIOKKKN CONN.

Mpu MoONekynspHO-reHeTUYeCKOM UCCnefoBaHUu
BbIfBJIEH KapuoTun 46 XY myTauums B reHe CYP11A1.
TaknM o06pasoM pebeHKy YCTaHOBNEH AMarHos:
HapyweHue dopmumpoBaHus nona 46 XY, BPOKAEH-
Has AWCOYHKUMS KOpbl HaAMOYeyHUKoB, aeduuunt
CYP11A1 (aeduUuUMT FNOKO-, MUHEPASIOKOPTMKOMAOB
U MONOBbLIX TOPMOHOB). B HacToswee Bpemsa pebe-
HOK KOMMEHCUMPOBaH MO FNIIOKO- U MUHEPANOKOPTU-
KOMAHOW HefOCTaTOYHOCTU, MOCTOSHHO MpPUHUMaeT
KopTed B no3e 7,07 Mr/cyT u KopTuHedd 50 MKr/cyT.
B nnaHoBOM nopsaKe peKoMeHAOBaHa rOHaA3KTOMUS.

https://doi.org/10.14341/PMPE-2022-55

I[IpeHaTanpHada Tepanusa BI'KH:
OIMHCaHHe KJIHHHYEeCKOro
ciayd4yasa

TOKMUHSAH T @., 'JlaTbiwes 0. 0., 3CTpyHKuHa U.B.,
'Kucenéra E.B, PomaiikmHa A.C., 'KacaTtkuHa 3.11.,
'CamcoHoBa J1.H.

'®r60Y PMAHMNO MuHsapaBa Poccuu, r. MockBa, Poccus

20rAQY BO PHMY nmeHun H.U. Muporoesa MuHsapasa Poccuu,
r. Mockea, Poccus

3SrBY3 «ANKB M. 3.A. bawnsiesoit 3M», r. MockBa, Poccus

BeepeHne

MNpeHaTtanbHaa Tepanua BIKH, HanpaBneHa Ha npe-
LOTBpaLLEHNEe BUPUAN3ALUN HaAPYHHbIX FEHUTaNuin
y NJioja eHCKOoro noJjia 1 NpPoBeAeHNsA B Nocieayto-
LWEeM reHUTONNacTUKMN.
Uenb

MpeacTaBUTb ONLIT NpeHaTanbHOW Tepanun BIKH.
KnuHuueckuin cnyyam

BepeMeHHas eHuWuWHa obpatunacb Ha 10-11 He-
Jene recrtaumun B LLEHTp NpeHaTanabHOW ANarHOCTUKMU
AN KOHCYNbTauWKW, Tak Kak B CEMbe BOCMUTbIBANCSH
CblH cTpapaowmi BrKH (aebnunt 21-ruapokcuna-
3bl), BUpUIbHas ¢opMa. Y MaibuyuKa, POXKAEHHOIO
B [AOCKPVMHWHIOBbLIA Nepuoj, AwarHos sepuduum-
poBaH B Bo3pacTte 7,7 neT, Ha OCHOBAHWWN NOMHOIO
NnpexAeBpeMEeHHOro noJioBoro passBuTuMsa MO M30-
CeKCyasibHOMY Tuny, NoBblWEHHOro yposHsa 17-0OHP

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u CIALMONATISHUIR MERMMHCKIA oo
IN=

(70 HMoONb/N), N NOATBEPKAEH pe3ynbTaTtaMu Mose-
KYNSiPHO-reHeTMUYECKOro aHanamsa (Aeneums reda
CYP210HB B retepo3vrotHOM COCTOSIHUM W MyTa-
ums R408H B reMM3NIoTHOM COCTOSIHUK). YunTbiBas,
YTO KEHLWMHON 6bINI0 MPUHATO pelleHne O Ccoxpa-
HEHMN O6epeMeHHOCTM U NOoAMUCAaHO MUHPOPMU-
poBaHHOe cornacue, 6bla HasHavyeHa Tepanus
nekcameTa3oHoM 0,5 Mr B cyTKuM (8,3 MKI/KF B cyT-
Ku). TpeHaTanbHas AMarHoCTWUKa, NpoBeAeHHas
Ha 13 Hepene recrauuu, BKAKYana: uccneposa-
HVWe KapuoTuna naoaa v aHanus AHK, BbiaeneHHOM
N3 BOPCWH XOpPUOHa. Pe3ynbTaTbl NpOBEAEHHOMO UC-
cnefoBaHUA CBUAETENbCTBOBAAN O MEHCKOM Kapu-
otune — 46,XX 1 Hanuuum y naoga Aeneumun reHa
CYP210HB B reTepo3nroTHOM COCTOSAHUM N MyTaL UK
R408H B reMn3snroTtHoM coctossHuK. Mo pesynbraTtam
KocBeHHOW [OHK- anarHoCTUKM C MCNOJib30BaHMEM
nonmmopdHoro Mmapkepa HLA CA2, cuenieHHOro
c reHoM CYP210HB, nnoa n 6onbHow pebeHOK no-
NyYnnu OoT poauTesien O4MHaKOBble XPOMOCOMbI 6.
MporHo3 Aans nnoaa HebnaronpusiTHbIA — oOXuaa-
JloCcb poMAaeHue aeBoukn ¢ BrKH (pednumt 21-ru-
ApOKCKAasbl), BUpuMAbHaa popma. Tepanus aekcame-
TasoHOM, MPOAOJIKEHHass A0 KOoHUa bepeMeHHOCTU
B MUHUManbHoOM ao3e — 0.5 Mr B CyTKMW, nepeHoOCU-
Nlacb EeHLWMHOM Xopowo. Poabl cpoyHble Ha 39 He-
pene rectaumu. NMpu poxaeHUn ANnHa Tena AeBOYKMK
50 cM, macca Tena 3070 r, oueHKa no wkKane Anrap
9/9 6annoB, CTPOEHWE HapYKHbIX MOJIOBbIX Opra-
HOB MO XEHCKOMY Tuny. HeoHaTaNbHbIA CKPUHUHI
Ha AIC Ha 4-blll AEHb MWU3HW — OTPULLATENIbHbIN,
BblMMUCaHa M3 POANNBHOIO AOMA Ha 5-blli AE€Hb XU3-
HW C peKOMeHAauMAMU 06pPaTUTLCS K AETCKOMY 3H-
LOKPUHONOIY ANS MNOATBEPMKAEHUA AMAarHosa U Ha-
3HaveHuss Tepanuu. Mpu obcnepoBaHUM Ha 12-bIA
AEHb XU3HM XKanob M KANHWUYECKUX CUMMNTOMOB,
NAaTOFHOMOHMWYHbLIX HaAMNOYEeYHWUKOBOW HeaoCcTaTou-
HOCTW, He BblNO, MOKasaTenn 31eKTPOJNTOB B CbIBO-
poTKe Kpoeu (K — 4,8 mmonb/n, Na — 140 mMonb/n)
B npegenax HopMbl. [loaTBepxaawowas AMarHo-
CTMKa OCHOBbIBajsacb Ha pesynbraTtax MynbTUCTE-
pouagHoro aHanmsa: 17-OHP — 79,2 Hmonb/n (0,2-
7,0 HMonb/n), 21-ge30KcuKkopTnU3on — 20 HMoNb/N
(0-7.0 HMonb/n), aHApPOCTEHANOH — 8.3 HMOAb/A,
(0-2,4 HMonb/n). MaToreHeTuyeckas Tepanusa Ha-
3HayeHa c144HSA ¥U3HU N BKOYaNa rMApPOKOPTU3OH
B CTapTOBOW A03€e 50 Mr/M? B CYyTKU C MOC/IEAYIOLIUM
YMeHbLLIEHNEM CYTOUYHORN A03bl A0 20 Mr/m2.

Mpu obcnepoBaHMM B Bo3pacTe 8,2 /IeT Ha Tepa-
NN rMAPOKOPTU30HOM — 13,75 Mr/cyT (13,1 MrMZB CYT-
Kn): pocT — 132,2 cM (+1,05 SD), macca Tena — 29,8 Kr,
NMT=171 kr/m2. (+0,49 SD), KOCTHbI/Ai BO3pacT —
8,5-9 net (+0.7 SD), nonosas ¢opmyna — MaiP1, 17-
OHP — 6,23 HMonb/n (0,1-8,64 HMONb/N), TECTOCTE-
poH — <0,35 HMonb/n (<0,62 HMOAb/N).
3aknryeHue

B npeactaBfieHHOM KAMHUMYECKOM CJliyyae CBO-
€BPEMEHHO Has3HauyeHHas npeHaTanbHasa Tepanus
BMKH Hu3KMMK po3amMu pekcameTasoHa Mo3BoJunia
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npeAoTBPaTUTb BUPUAU3ALMIO HAPYMKHbLIX MONOBbIX
OpraHoBy nnojaa *eHckoro nona. OgHako oTCyTCTBUE
CTaHAapTU3MPOBaAHHOIO MNPOTOKO/AA@ npeHaTanbHOM
Tepanuu pekcametas3oHoM BIKH., ponrocpouHoro
Hablo4eHNA 3a KEeHLMWHaMN 1 AeTbMUK, NoJyYaBLUn-
MW nNpeHaTaNbHOE Jle4yeHne AeKcaMeTa3oHOoM, OTCyT-
CTBWE peecTpa 3TOM rpynnbl NaunueHToB, NpoTUBOpe-
YMBbIE U MANoYMCEHHbIE AaHHblEe 06 3 dERTUBHOCTM
Tepanuu He MO3BOJIAIOT Ha CEroAHSALWHWNA AeHb pac-
cMaTpuBaTb NpeHaTanbHylo Tepanuio BIKH, Kak py-
TUHHYIO KIMHUYECKYIO NPaKTURY.

https://doi.org/10.14341/PMPE-2022-56

Br160p nona y pebeHka
c medurToM 5a-pepyxkrassi II
THIIA B IepHOoa MHHH-NTybepTaTa

OpewkKuHa E.M., ileptoruHa J1.A., lonrose b.B.,
Pauropopckas H.10.

®re0y BO CapaTtoBckuit 'MY um. B.. PazayMoBCKOro
MwuH3papasa Poccun, r. CapaTos, Poccus

Oednuunt 5-anbda-peaykrasbel 2 Tuna- oAHa U3
NPUUYUH ABOMNCTBEHHOrO0 UAM (GEMUHHOIO CTPOEHMUSA
Hapy*HbIX MOJIOBbIX OPraHoB y MauUWEeHTOB C Kapu-
otunom 46, XY. MpuumHoi 3abosieBaHus ABASIOTCSH
MyTauum B reHe SRD5A2, KOTopble HacneayTCcsa Nno
ayTOCOMHO-peLecCMBHOMY Tuny. BocnurtaHne B My -
CKOM MoJie NpeanoYTuTesbHO ANst pebeHKa ¢ aeduum-
TOM 5-anbda-peayKktasbl 2. AN NAaUMEHTOB C COXpa-
HEHHbIMM TOHaAaMu MNPOrHO3MpyeTCcs BUpPUNMN3aLUS
B Mepuoa MOJIOBOr0 CO3peBaHus, 06ycioBneHHas
BbICOKOW NMPOAYKLMEN TecTocTepoHa. PaHHAS Bepu-
duKauma amarHosa Heobxoamma ana Bbi6opa noso-
BOW MPUHAANEKHOCTM N CBOEBPEMEHHOrO Je4vYeHUs
pebeHKa.

PebeHoK . poanncs oT 2 CPOYUHbIX POAOB MYTEM
onepaunu KecapesaceuveHus,cpoctom50cM, Mmaccon
3080 r. Hapy*KHble NoJIOBble OpraHbl NMPU POXAEHUN
B 6onblein CTEeNeHM COOTBETCTBOBaAAN GEMUHHOMY
deHOTUNY, BUpUAM3aLMa 2 CTaaum No Knaccupumka-
uuu Mpagepa. NMpu nanbnaunm B NOJIOBbIX CKNAAKaxX
onpeaensanucb andku. Kapuotun — 46, XY. B po-
AWJIbHOM JOME OCMOTPEH AeTCKMM YypPOJIOroM, 3HAO-
KPVUHOJIOrOM, PEKOMEHA0BaHO OT/IOMUTb perucrpa-
Um0 nona pebeHKa A0 3aBepLIEHUS TOPMOHANBHOIO
N MONEKYNSIPHO-reHeTMUYecKkoro obcneaoBaHus. Mo
pesy/sbTaTaM ropMoHasbHOro obcnenoBaHus B BO3-
pacTte 19 AHell, B nepnoa MUHM-Ny6epTaTa, BbISBNEH
MOBbILLIEHHbIN YPOBEHb TECTOCTEPOHA — 8,3 HMO/Ib/N
m NI — 6,23 MME/MNn npu HOpPMaJibHOM YpPOBHE
®Cr — 1,16 MME/mn. YpoBeHb AT — 0,83 HMoOAb/A,
cooTHoweHue T/ArT=10. [laHHbIX 33 BPOMAEHHYIO
ANCOYHKLUMIO KOPbl HaAMOYEYHWKOB HE MONY4YeHO:
AKTI — 24 nr/mn. MNoBbllIEHNE YPOBHA TecTocTe-
poHa u JIl npy HopManbHOM cooTHoweHun T/ACT
noTpeboBaNo WCKIOUEHUS CUHAPOMA PE3UCTEHT-
HOCTM K aHaporeHam. MoJieKynsapHO-reHeTu4yeckoe

obcnegoBaHne 6bI1O0 NpoBeaeHO Ha 6ase HMUL
SHAOKPUHONOTMN B paMkax HaumoHanbHoOI 6naro-
TBOPUTENbHOM NMPOrpamMmbl MOMOLLKN AETSM C 3HAO-
KPUHHBIMK 3aboneBaHuaMu «Anbda-dHao». MMpwu
nccnepoBaHmm reHa AR MyTauunii He oBHapyKeHo.
B Bo3pacte 1 ™Mecsaua npoBefeHO MONEKYNSAPHO-
reHeTM4yeckoe uccnefoBaHue KpoBM MeTOAOM na-
pannenbHOro CeKBEHUpOBaHUA Ha naHenn HON,
BblSIBIEHbI 2 BE OAHOHYKJEOTUAHbIE 3aMeHbl B re-
TEPO3UroTHOM cocTosHun p.L54P n p.Y90D B reHe
SRD5A2, ycTaHoBJieHO HapyweHne dopMmpoBaHus
nona, obycnosneHHoe peduumtom 5-anbda-pe-
LYKTasbl 2. B Bo3pacTe Tpex MecsLeB Mo peLeHunto
BpayebHO KoMucCUM BblNO NpoBeAeHO NpobHoe
NleyeHne npenapatoM [AuUrnapoTecTOCTEPOH refb
2,5% no 1,25 rp B CYTKM Hapy*HO, C NONOKUTENb-
HbIM 3G dEKTOM B BUAE MNOABAEHWNS KABEPHO3HbIX TEJ.
COBMECTHO C pOAUTENIIMU MPUHATO peLleHne o BoC-
NMUTaHUM pebeHKa B MYXKCKOM FpaxaaHCKoM roJe.

[aHHbIN KANHUYECKNIA Cliyyalh NOATBEPKAAET He-
06X0AMMOCTb TOPMOHANLHOrO W  MOJIEKYNAPHO-re-
HeTMYecKoro obcnefoBaHusA AeTell C HapylleHueM
dopMmnpoBaHusa nona B nepunos MuHun-nybeprtata ans
anbdepeHumanbHon anarHoctukn HOM, Beibopa no-
NOBOV MPUHAANENKHOCTN, oNpeAeieHNss ropMoHanb-
HO N XUPYPrUUYECKon TaKTUKN leveHuns.

https://doi.org/10.14341/PMPE-2022-57

IPEX-mT0m00HBIH CHHOpPOM
y MaluueHTa C HOBOH
MyTaluueH B reHe LRBA

"MeTpsankunHa E.E., 2TuxoHosuu K0.B, 'KoHgpaTeHko U.B.,
'Baxnspckas C.C., 'lemuHa E.C., 'BopoHuoBa U.I,
"MyTnnuHa E.A., “*Tionbnakos A.H.

'PAKB ®IAQY BO PHUMY um. H.W. Nuporosa MunHsapasa Poccuu,
r. Mocksa, Poccus

20rAQY BO NepBblit MockoBCKUii focyaapCTBEHHbI MeANLUHCKUIA
YHuBepcuteT nm N.M. CeueHoBa, r. Mocksa, Poccus

3OreHY «MIHU», r. MockBa, Poccus

B HacToswwee BpeMs N3BECTHO 0K010 20 reHoB, OT-
BETCTBEHHbIX 3@ MOHOIEeHHble POPMbI CaxapHOro aAna-
6eta (CL)y neteii. 0coboe MecTo cpean HUX 3aHUMaeT
CA B cocTaBe CMHAPOMOB ayTOMMMYHHOW AUCPeEry-
naunun. bonesHn MMMYHHOW AUCPeryasumMm OTHOCAT-
CA K MepBMYHbIM UMMYHOAEDUUMTHBIM COCTOSTHUSM
(ML), BO3HMKAOLWMM 3@ CYET HapyLIEeHUs GYHKLMUK
T-perynsaTopHbix AumooumToB. OaHUM U3 Hanbonee
M3BECTHbIX CUHAPOMOB, BCTPEYAIOWMXCA B NPAKTUKe
LEeTCKOro 3HAOKPUHONOra, ABASETCH X-CLENnNeHHbIN
CYHAPOM ayTOMMMYHHOW AUCPerynaumm, noansaHAo-
KpuHonatum n aHTeponatum (IPEX-cuHapom) B pe-
3ynbTate reMU3SUroTHbIX MyTaumii B reHe FOXP3.
3abosieBaHUsA C MOXOXUM (GEHOTMMOM B pe3y/bTaTte
MyTauuin B reHax IL2RA, STAT5b, STAT1, LRBA n T.4.
nosayunau HaseaHue IPEX-Nof06HbI CUHAPOM.
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MUHUCTEPCTBO HAYKW
W BbICLLENO GEPAZOBAHUS
POCCUMIACKON OEAEPALIMA

NeyeHne M c HapyweHUAMU UIMMYHHOW peryns-
LMK SBASIETCS CNOXKHOM 3a4aueit, MOCKONbKY TpebyeT
TWaTesbHOro noabopa MMMYHOCYNpPECCUU Y CyObeEK-
TOB C MOBbILWEHHbIM PUCKOM MHOEKLMIA; MOSTOMY paH-
HSI AMarHOCTMKa 3aboneBaHna KPpUTUYHA ANS HAa3Ha-
UYeHuUs MaToreHeTUYeCcKomn Tepanuu.

Mbl npeacTaBnsieM onucaHwe cnydas MHCYAMH3a-
Bucumoro CJ1 B coyeTaHUn C TAMKENON ayTOUMMYH-
HOM 3HTeponaTuel y nauMeHTa paHHero Bo3pacTa
C HOBOW KOMNayHA-FreTepo3nUroTHON MyTaL e B reHe
LRBA.

Lenb

MpeactaBuTb onucaHne cnydvas IPEX-nogo6bHoro
CYHApOMa B pes3y/nbTaTe KOMMayHA-reTepo3nMroTHOM
MyTauun B reHe LRBA.

MaTtepuansl n MeToAbl

KnuHuko-nabopatopHoe obcnepoBaHve nauneHTa
NPOBOAWNOCH B OTAENEHUU UMMYHONOMMKN Poccnincrom
LEeTCKOWM KNMHu4Yeckor 6onbHmubl (PAKB), . Mockea.

MonekynsipHO-reHeTUYeCKNUN aHaan3 NpoBOAUNCSH
B YAaCTHOW MeaULMHCKOI nabopaTtopumn.

PesynbraTbl

MaumneHT 2,5 ropa. MNpu poxaeHUn pocT — 53 cmM,
Bec — 3520 rpamMm, paHHee QuU3Myeckoe, NCUXOMO-
TOpHOe pa3BuTue 6e3 ocobeHHocTen. C 1 roga 11 me-
cAueB MaHUdecTauns MHCYIMH3aBUCMMOI0 CaxapHoro
anabeta (CA). C Toro e Bo3pacTa HECKOJIbKO 3Mu-
30[10B PBOTbl, YACTOr0 WUAKOro CTyna C pasBUTUEM
ocTporo aAnabeTnyeckoro Ketoaumaosa v rocnutanm-
3aumeri B8 OPWUT. MpoBoaunack anddepeHuUManbHas
AMArHOCTMKa C uennakuei, 6onesHblo KpoHa, MHQEK-
LMOHHbIM 3HTEPOKONNTOM. YUnTbIBas OTCYTCTBUE KN-
Huyeckoro a¢¢pekTa oT NpoBoaMMoN Tepanun (B TOM
ynce, OT arjloTEHOBON AMeTbl), Y pebeHKa MyCKoro
noJjia C paHHen MaHudecTaLmen sHTeponaTum U NHCY-
NvH3aBucmumoro CJ 6bin 3anono3peH IPEX-cnuHapoMm.

Mpun obcnepoBaHun B OTAENEHUW WMMMYHOJIOMUK
PAKB BbiAiBNEHbl ayTOMMMYHHaa LMTONEHUA, No AaH-
HbIM UIMMYHOJIOrMYeCcKoro obciel0BaHUS MoOKasaTeun
cybnonynaumii AMMGOLUTOB M CbIBOPOTOYHBIX WM-
MYHOrno6ynnHOB B npeaenax pepepeHCHbIX 3Haye-
HUI, akcnpeccua FOXP3 Ha HUXHEN rpaHuLe HOPMBI.
lMpoBeaeHO MOJIHOE CEeKBEHMPOBaHME 3K30Ma: B reHe
LRBA BbisiBJieHa paHee HeonncaHHasa KoMnayHa-rete-
po3uroTHasa MyTaums.

YCTaHOBJIEH KAWHWYECKUI AunarHo3: [epBUYHbIN
nMMyHoaednumTt. CMHAPOM WMMMYHHOW AUCperyns-
umnmn: CaxapHsblii AnabeTt. AyTOMMMYHHas aHTeponaTus.
AyTOMMMYHHas UNTOMNeHMA. HasHayeHa TapreTHasa Te-
panus OpeHcust (AbaTauenT) B Ao3e 10 Mr/Kr/cyTku
C NONIOXKUTENbHLIM 3Q(EKTOM: MOJIHBIM KyNnUpPOBaHU-
€M KenyLoYHO-KULEYHbIX HapyLUeHW, LOCTUKEHNEM
LeneBbIX NoKasaTenen KOMNeHcaum caxapHoro ana-
6eTa, yAOBNETBOPUTENIBHOIMO COCTOAHMS.
3aknroyeHue

npeacTaBNEHHbIA KAWHUYECKUA Ccnydvyalh AEeMOH-
CTPUPYET CIOMHOCTU AnarHocTukn IPEX-nogo6bHoro
CYHAPOMa B CBA3W C PEeAKOCTbIO AJaHHOW NaTonoruu,
HeCcneunPUUHOCTbIO KANHUYECKON KapTUHbI Yy AEeTeNn

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u ALORAT R MERMHCIO - o e

Ih=
paHHero Bo3pacTa, a TaKXe HeobXx0AUMOCTbIO MeX-
ANCUMMNJNHAPHOro noAaxoAa K BeAEHUK TaKux na-
uMeHToB. [leHeTuueckas BepuduKaumsa ArarHosa
HeobxoamMMa ans nposefeHus anddepeHUnanbHOR
AVarHoCcTuKu ¢ IPEX-CMHAPOMOM 1 ApYyrMMu GopMamu
IPEX-noaobHoro cnmHapoma 1 Bblbopa onTUManbHOM
TaKTUKN BeeHNS NaLneHTOB.

https://doi.org/10.14341/PMPE-2022-58

HeoHaTaIbHBIH
CKPHHHHT BPOXXJAEHHOI0
TUIIOTHPEO03a U BPOKAEHHOH
BHUCOYHKIHH KOPBI
HaZIIOYeYHHKOB
B lleHTpasibHOM dpefepasIbHOM
okpyre Poccurickon Pepepanuu
B rmepHop c 2019 mo 2021 rr.

2MNeTpsaiikuHa E.E., 'BopoHuoBa U.T.,
3besnenkuHa 0.b.

'®rA0Y BO PHUMY um. H.WN. Nuporosa MuHsgpasa Poccun,
r. MockBa, Poccus

’I'bY3 «Mopo3soBckasa AFKE A3M», r. MockBa, Poccus
3¢reY «HMUL sHaokpuHonornn» Munsapasa Poccun,
r. MockBa, Poccus
BeepeHne

B Poccun MaccoBbili HeOHaTasbHbIA CKPUHUHT (HC)
nposoautca Cc 1993 ropa, M3HayanbHO BKAKOYaN
B ceba aBa 3aboneBaHusi. C 2006 roga HC 6bin pac-
LUMPEH A0 NATU BPOXAEHHbIX 3aboneBaHuin, ¢ 2018 .
B MoCKBe NPOBOANTCH MacCOBbI HEOHATaNbHbIN CKPU-
HUWHT Ha 11 3aboneBaHunii. Hanbonee yacTo No pesysb-
TaTaM HC BbisiBAsitOTCS 3ab0/1eBaHMsA KaK: BPOKAEHHas
AMCOYHKUMS Kopbl HaanoveyHukoB (BAKH) n Bpo-
[EeHHbI runoTupeos (BI).

BAKH (anpeHoreHuTanbHbIi CUHAPOM, BPOXKAEHHAN
HaAMOUYEUYHMKOBAsA runepnnasva) — rpynna 3abone-
BaHWI C ayTOCOMHO-pPEeL,EeCCUBHbLIM TUMOM HacaeA0Ba-
HUS, B OCHOBE KOTOPbIX NEXUT fledeKT oaHOro 13 pep-
MEHTOB WM TPaHCMOPTHbIX OENKOB, NMPUHMMAIOLWLMX
yyacTue B briocmMHTE3e KOPTN30J1 B KOPE HaANOYeYH-
KoB. Jeduunt pepmeHTa 21-rnapoKcunassl aBasieTcs
CaMbIM YacTbiM BapuaHToOM 1 cocTasnseT 6osee 90 %
Bcex cnyyvaes BAKH. Mo pesynstatam HC 1 MaH HOBO-
POMAEHHbIX B pa3sHbiXx CTpaHax Mupa 6bina onpeae-
NeHa yacToTa Khaccuueckux dopm gedmumnta 21-ru-
Apokcunasel — 1:14199. B Poccum nocne BBeaeHus
HC onpepeneHa yactoTa gedmumta 21-rugpokcuna-
3bl B OTAENbHbIX pernoHax Poccuu, Kotopas Bapbupy-
et ot 1:5000 g0 1:12000.

BpoaeHHbl runotupeos (B) — oaHo u3 Hau-
6osiee 4yaCTo BCTPEYUAOLMXCS BPOMAEHHbLIX 3a60-
NeBaHuWiA wmnToBMaHOW *Kenesbl (LX) y aeteit, B oc-
HOBE KOTOpPOro JIeXWUT MOJIHas WAM 4YacTudHas
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CBOPHUK TE3UNCOB

HePCOHaHI/IBI/IpOBaHHBIﬁ nmogxon B ,E[eTCKOI‘/JI SHAOOKPHUHOJIOTUH

Tab6n. 1. HeoHaTaNbHbIV CKPUHWHT Bl 2019-2021 rr. B LPO PO

foa KonnuecTtBo 06CcnefoBaHHbIX KosnyecTBo KosunyecTBo YacToTa
HOBOPOXAEHHbIX BbISIBJIEHHbIX NOATBEPKAEHHbIX
2019 356389 331 132 1:2700
2020 342261 371 140 1:2445
2021 331931 321 119 1:2789
Bcero 1033898 1023 391 1:2644
Tab6s. 2. HeoHaTanbHbI CKPpMHUHT BAKH 2019-2021 rr. B LUGO PO
loa KonnuecTtBo 06CnefoBaHHbIX KosnnuecTtso KonnuecTso YacrtoTta
HOBOPOXAEHHbIX BbISIBJIEHHbIX NOATBEPKAEHHbIX
2019 358026 508 53 1:6755
2020 343222 461 48 1:7150
2021 332650 455 39 1:8529
Bcero 1033898 1424 140 1:7385

HEeAO0CTaTOYHOCTb TUPEOUAHLIX TOPMOHOB, NPUBOASA-
LLas K NaTonorum BCex opraHoB U CUCTEM OpraHM3Ma
npu OTCYTCTBUN CBOEBPEMEHHO HAUaToOro NeveHus.

Mo pesynbratam HC (1997-2015rr.) B Poccun pac-
npocTpaHEHHOCTbL Bl cocTtaBnsna 1 cayyari Ha 3600 Ho-
BOPOXAEHHbIX.

[ns CBOEBpPEMEHHOro OKasaHusa cneuunannsnpo-
BaHHON MeAMLMHCKOW MOMOLLW NpU BbiABAEHUN 3a-
6oneBaHNs Ha LOKJAMHUYECKOW CTajuu, NOTUCTUKA
nporpamMmbl HC BbICTpOEHa MO TeppuTopuanbHOMY
NPuU3Hakry, NPOBOAMTCA MaccoBoe 0b6cnefoBaHme BCEX
HOBOPOXAEHHbIX AeTell. CKPUHUHI MO3BONAET Mo-
CTaBUTb AMarHo3 B MepBble AHU KM3HU pebeHKa
L0 MNOABNEHUS Pa3BEPHYTON KAWMHWUYECKOW KapTUHbI
3aboneBaHUs 1, TaknM 06pas3oM, M3beraTb TAKENbIX
OCJIOXKHEHU 3aboneBaHns, MHBaAUAN3ALNMN N CMEPT-
HOCTW feTeN.

MaTtepuanbl U MeTOAbI

MpoBeaeH aHanu3 aNMAEMUONOrMYeCKUX NoKasare-
Nei BbiABNEHHbIX 3aboneBaHui B T BAKH Ha ocHoBa-
Hun pesynstatoB HC ¢ 2019 no 2021 rr. B LleHTpasbHOM
depepansHom okpyre (LPO) Poccuiickor depepaumm
(P®). AnarHocTuka 3abonesaHmnii B u BAKH ocyuecT-
BNseTca cornacHo pesynstatam HC Ha onpepeneHue
B KPOBW TUpeoTponHoro ropmoHa (TTI) n 17-rnapok-
cunporectepoHa (17-0H-MM). leTu ¢ aHOMabHO BbICO-
KuM ypoBHeM TTI u 17-0OH-M TpebyioT B AafibHeLIEM
yrnybneHHoro obcnenoBaHua anst BepudmKkaumm 3abo-
neBaHus.

O6cnepoBaHue 1 fanbHeliwee HabnwLeHne peTen
OCyLLecTBNAETCA B TPUX 3Tana:

— I atan — poAnnbHbIR A0M,

— Il aTan — MeanKo-reHeTnyeckas nabopatopus,

— III aTan — peTckasa NoJNKAUHUKA.

PesynbTraThbl

3a aHanusupyembli nepuog (2019-2021 rr.) o06-
cnepgoBaHo 1033898 HOBOPOMAEHHbLIX AeTel, po-
amBwnxca B LUeHTpanbHoM @epepasbHOM OKpyre
(Ud0). BoisBneHo 1023 «MNONOMKUTENbHBIX» 3Haye-
HWUR, U3 06CnenoBaHHbIX AeTel No AaHHbIM peTecTu-
pOBaHUA 1 NOCNeAyOLEen YyTOUHAIOLWEN ANAarHOCTUKN

noatBepxaeH 391 cayuaii Bl (Tabn. 1), Takxe noa-
TBEpXAeHO 140 cnyyaeB BAKH (tabn. 2).

B pervoHax LU®O oTmMeualoTcq pasinuma B 4yactoTe
Bl Camas BbiCOKas yactoTa NoATBEPHKAEHHbIX Cllyya-
eB Bl, oTMeueHa B MockBe 1 cayuvait Ha 1983 obcne-
LOBaHHbIX HOBOPOMAEHHbIX, pexe Bcero 3abonesa-
Hue BCTpeuaeTcs B dpocniaBcKol obnactu: 1 cayvan
Ha 6448 obcnef0BaHHbIX HOBOPOMKAEHHbIX.

B pernoHax U®O oTMmevyaloTcqa pasivuua B 4a-
CTOoTe AaHHOW natonorun. Camas BbICOKas 4acTo-
Ta nNOATBEpPXAEeHHbIX cnyvyaeB BJAKH oTMmeueHa
B Kany»ckoi obnactu 1 cnyuan Ha 4298 obcnepno-
BaHHbIX HOBOPOMAEHHbIX, B ViBaHOBCKOI obnactu
3a 3 rofa He BbISBNEHO HU OHOI0 NOATBEPKAEHHO-
ro cnyuas.

BbiBOoAbI

3a nocnegHue 3 roga B UPO PP obcneposa-
HO B pamkax HC 1033898 HOBOpPOMAEHHbLIX, N3 HUX
noatesepxaeH 391 cayuvan Bl n 140 cnyuyaes BAKH.
YacTtoTa BI' cpeamn obcnepoBaHHbix B LPO PO HoBO-
pOXAeHHbIX B nepuod ¢ 2019 no 2021rr. cocTtasuna
1 cnyyaii Ha 2644 yenoBsek, yactota BAKH B LLOO PP
cpean obcnepoBaHHbIX B 2019-2021 rr. HOBOPOXK-
LeHHbIX — 1 cnyyant Ha 7385 yenoBsek.
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Mopesnp AHUCTAHIHOHHOTO

MEeAMIIMHCKOT0 KOHTPOJIS

B yIpaBJIeHUH CaXapHbIM
nuaberoMm 1 THIIa

y AeTeH, HCIIOJIb3YIOLIHX

CHCTEeMBI HelIpepbIBHOTO

MOHHUTOPHPOBaHU A

YPOBHS I'JIIOKO3BI

MpomuH U.A., 2KnsieB A.B., 'CnoBak M.A.,
'AcTtawoBa E.C., 'BaHunoBanTe K.B.

TAY3 CO «O[KB», r. EKaTepuHbypr, Poccus
°®dre0y BO YIMY MuH3gpaBa Poccuu, . Ekatepunbypr, Poccus

BeepeHne u uenb

LLinpokoe BHeApEHUE B KAMHUYECKYIKD MNPaKTUKY
NbroTHOro obecnevyeHuns geTel C caxapHbiM gnabeTom
1 Tuna (CA1) cmcteMaMu HeNpepbIBHONO MOHUTOPUH-
ra raoKkosbl (HMIN) Ha ¢oHe HeAOCTaTOYHOWN OLLEHKM
CO CTOPOHbI poauTenen AMHAMUKU TIUKEMUN N CBO-
€BPEMEHHOM KOPPEeKUMN WHCYNMHOTepanuu, npeno-
npefenuno cosgaHve MoAenun AUCTaHUMOHHOro Me-
ANLUMHCKOro KOHTpoJsa B ynpasneHun CA1 ¢ uenbto
npefoTBpaLLeHns pa3BuTUS anabeTU4ecKoro Kertoa-
umaosa (AKA) 1 TSKeNbIX TMMNOMIMKEMUIA Y AEeTEN.
MeToabl

Ha 01.01.2022 529% (860 3 1645) aeteii ¢ CA1,
npoxusatowmx B CBepAsOBCKO obnactu, obecneyve-
Hbl aaTymkamu «Freestyle Libre». 97 % (838 n3 860)
neTell NOAK/UYEHbl K akkayHTy O6iacTHOro LeHTpa
[NeTCKOM 3HAOKpMHONOrMM nnaTtdopmbl «LibreView.
B exeHefenbHOM peXuMe BbIFpyKarlTcsa U aHanmsu-
pyloTCs BblbpaHHble HaMW KCUTHabHbIE» NapaMeTpbl:
TAR >17,0 MMonb/n; TBR <3,0 MMOJNb/N; NpK yCAOBUK
AKTMBHOCTM AaTumka =70 % 3a 2 Hepenu. Mpn TAR/TBR
>10 % 3a nocsefHune 2 HeAean, NaumeHT nHGopMu-
pPyeTcs O BbICOKOM PUCKE PasBUTUSA OCTPbIX OCNOXKHE-
HUMN U poauTensaM npeanaraeTcs BHemnaaHOBas O4Has
nnn TeneMeanUMHCKas KOHCybTaums.
PesynbTraThbl

3a 2 Mecsua C MOMeHTa BHeApEeHUs MOLeNn npo-
BeAeHOo 65 BHeNaHOBbLIX KOHCYAbTAUM AeTel C Bbl-
COKMM pUCKOM pa3ssutusa AKA n 18 — petent ns rpyn-
Nbl PUCKa NO PasBUTUIO TAXKENOW TFUNOMINKEMUN.
Hu 'y o4HOro 13 3TUX NaLMeHTOB HE BO3HUKO OCTPbIX
OCNOXHEHWUI N HEOTNIOMKHbLIX FOCNUTaNM3aLNNA.
3aknyeHue

JanbHenwaa onNTUMM3aUMA «CUFHabHbLIX» napa-
METPOB, peXuMa aHaAUTUKM U obpaTHOl CBS3M B
paMKax paspaboTaHHO MoAeNN ANCTAHLMOHHOIO Me-
OVILLMHCKOIO KOHTPO/ISt MO3BOJIMT MOBbLICUTL 3QPEeRTUB-
HOCTb ynpasneHus CA1 y aeteir, ncnonbsytowmx HMI,
NpefoTBPaTUTb Pa3sBUTUE OCTPbLIX OCJIOKHEHUIA U CHU-
3UTb UMCNO HEOTNOXKHbBIX rOCNUTaNN3aLmi.

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

3 I I DenepanbHoe rocyaapcTeeHHOe BIOAXKETHOE yupexaeHne
«HALMOHAJbHbIA MELULMHCKUIA
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CuHapoMm CMHTa-JIeMaH-OnHIa:
KJIHHHUYECKHH cy4yaH

Panropoackas H.10., Nonsikos B.K.,
CtynbHuKoBa K.A., bonotoea H.B.

®re0y BO CapaToBcKkuii MY nMm. B.N. PasyMoBCKOro
MwuHspapasa Poccuu, r. CapaTos, Poccus

CvHapom Cmuta-Jleman-Onnua — penkoe Hacnen-
cTBeHHoe 3aboneBaHue, 1:20000 — 1:40000 HoBO-
POXAEHHbIX, C ayTOCOMHO-PELLEeCCUBHLIM TUMNOM Ha-
chefoBaHusa, obycnosneHo aedmuMtoM (depmeHTa
7-0ernapoxonecTepuH-peayKTasbl, KatanusmpyioLwen
npespalleHve 7-aernipoxonecteposa B X0NnecTepor.
[narHo3 cTaBMTCA Ha OCHOBAHWM COBOKYMHOCTU KN-
HWYECKNX NPU3HAKOB C NOBbLILLEHWEM YPOBHSA 7-Aerun-
L pOX0JiIecTepPONa B CbIBOPOTKE KPOBU W/UAM NPU UAEH-
TMdMKaunum GuannenbHblx MyTaumin B reHe DHCR7.
3abonieBaHNEe MMeEET LUMPOKMWIA CNEKTP KIMHUYECKMX
NPOABNEHUIA, TAMECTb KOTOPbIX MOMET ObiTb 06y-
C/IOBJIeHa HeAO0CTaTOMHOCTLIO MUTAHUA U 3aEPXKKON
GM3MYEeCKOro pasBUTUS, YMCTBEHHOW OTCTaNOCTbiO,
HapyweHneM 6uMOCUHTE3a CTEPOMAHbIX TOPMOHOB.
[lobaBneHune xonecteprHa B NMTaHne pebeHKa MoxKeT
YAYUYLWUTb KAMHUYECKUE NPOSIBAEHMSA, YTO 0bycnaBau-
BaeT He06X0AMMOCTb PaHHEN ANArHOCTUKMN.

Manbunk C. poaunca Ha 38 Hepene recrauum
OT MaTepu, CTpajalollelii caxapHbiM AunabeTom
1 Tna, c poctoM 51 cM u maccon 3200 r. Mpwu poxae-
HUM OBHapyKEeHO HenpaBWUJIbHOE CTPOEHUE HapyK-
HbIX MOJIOBLIX OPraHOB: MOLIOHOYHas runocnaaus.
KapunoTtun 46, XY. PebeHOK HaxoAuncs Ha WCKyC-
CTBEHHOM BCKapMAMBaHUKN afanTUPOBAHHON MONOY-
HOW cMecblo. CpeaHss exeMecsyHas npubasBka mMac-
Cbl Tena B MNepBOM MOAYroAMU XU3HW cCOCTaBasfna
600-700 rp. B Bo3pacTte 4,5 MecsaueB HayaTo BBe-
feHne npukopMma. HecMmoTpa Ha aAeKBaTHOCTb
BCKapMJunBaHUA, BO BTOPOM MOJIYrOAMUN HU3HU NPU-
6aBKa B Macce pesKo yMeHblimfacbh A0 50-100 rp
B Mecsil. TeMnbl pocTa pebeHKa COOTBETCTBOBaIU
Bo3spacTy. lpu obcnepoBaHun B Bo3pacte 11 Me-
caueB PocT pebeHka cocTaBnsn 76 cM, SDS po-
cta 0,62, Macca 7,5 kr, SDS UMT -3,5. B Bo3pacTe
1 ropa 2 mecsiueB PocT coctaBun 79 cM, SDS pocTa
0,05, Macca — 8,1 Kr, Habaoaanocb Nporpeccupo-
BaHWe 6eNKoBO-3HEpPreTMYecKoh HeaoCcTaToO4YHO-
cTn: SDS UMT — 4,6. OTMeuanach nerkasa sajepx-
Ka HEPBHO-NCUXMYECKOr0 pa3BUTUS C OTCTaBaHUEM
Ha 1,5-2 Mecsua. Mpu ocMoTpe pebeHKa obpalanu
Ha cebs BHMMaHWe WCTOHYEHME MOAKOMKHO-KUPO-
BOr0 C/10f, MblleYHas TUNOTOHUSA, CUHAAKTUAUA
2-3 nanbues cton. YCC 118 ypapoB B MUHYTY, A
80/50 MM pT cT Hapy:KHble NoJIOBblIE OpraHbl MMeau
HenpaBuWJibHOE CTPOEHUE: MOLLUOHKA YaCTUYHO pac-
LenseHa, B pacLlenieHHOW MOLOHKe nanbnmMposa-
JINCb TECTUKYNbl 06bEMOM OKONMO 1 MJI; MOLIOHOY-
Hasa runocnaans.
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Mo COBOKYMHOCTU KAWHUYECKUX AaHHbIX: MpPO-
rpeccupyrowmin geduunt mMaccbl Tena, rmnocnaams,
CUHAAKTUANA 2 — 3 nasJibLLEB HOT, 3a4ep*Ka HEPBHO-
NMCUXMYECKOro pasBuTusA (nerkas) 6oin 3anopo3peH
cuHapom Cmut-Jlemnmn-0nuu.

Mpu obcnepoBaHWM YPOBEHb XOJIeCTEPUHA CO-
cTaBun — 4,3 MMOAb/n, rNOKo3bl — 4,8 MMOJb/A,
Tpurnnuepuaos 0,53 mmonb/n, AST 41,3 U/I; ALT
20,0 U/l; HaTtpms — 139,6 mMonb/n, Kanus —
4,8 MMONb/N. YPOBEHb CbIBOPOTOUYHOIO KOpTM30/a
coctaBun 326 MMoAb/n Npu HopManbHoM AKTI —
10 nr/mMAa; TeCTOCTEPOH Ha POHE CUMYASLUN XOPUO-
HUYECKMM rOHaAOTPONMHOM — 20 HMONb/N

C uenblo reHeTUYeckor BepudMKauum AnarHosa
Ha 6a3e HMUL, 3HAOKpMHOIOrMKM B paMKax nporpam-
Mbl «Anbda-dHA0» 6blI0 MPOBEAEHO CEKBEHMPO-
BaHMe naHenn «HapyweHus GopMmpoBaHusa nosa»,
BblSiB/IEHbI ABE FETEPO3UIrOTHbLIE 3aMEHbI: B 9K30HE 3:
€.G89C:p.G30A 1 B 3Kk30He 6: c.G452A:p.W151X, onu-
CaHHble Npu cnHapome Cmuta-Jleman-Onuua.

Mocne ycTaHOBNEHUS AMarHo3sa pebeHKy 6bi1o pe-
KOMeHA0BaHO f06aBfieHME B MUTaHWe XoJiecTepuHa
n3 pacyeta 100 Mr/Kr/cyTkn. B KauecTBe MCTOYHMKA
XofiectepuHa 6blin AaHbl AUUHbIE KenTku 40-50 Mr
B CYTKUW. 3a 6 MecsaueB pebeHOK npubaeBun B Macce
1 Kkr, SDS NMT cocTaBuno -3,38.
3aknyeHue

HapyweHne ¢OpMMpPOBaHMS HapyMHbIX M0JO-
BblIX OpPraHoB MOXeT 6biTb MaHM(ECTHbIM KAMHMYe-
CKMM cuMnTOMOM cuHApoma Cmuta-Jlemnaun-Onuua.
Mnocnaamsa B COYE€TAHUM CO CTOMKMM AePpULMTOM Mac-
Cbl Tefa ABNSETCA MOKa3aHWeM AN NOATBEPKAEHUSA
AnarHosa. YpoBeHb X0necTepuUHa He ABAAEeTCA MapKe-
poM 3ab0neBaHUs U MOKET HbITb HOPMaJibHbLIM NpU re-
HEeTMYECKM NOATBEPKAEHHOM AMarHose.

https://doi.org/10.14341/PMPE-2022-61

Pe3ynpTaThI paboTsI
HEOHATaJIPHOT'0 CKpHHHHTA
BT. YengbHHCKe

®re0y BO YIMY MuHsapaBa Poccuu, r. EKaTepuHbypr,
Poccusa

AKTyanbHOCTb

Mo3aHAA AMarHoCTUMKa, HECBOEBPEMEeHHad U He-
KOppeKTHass Tepanuss BPOMAEHHOW AUCOHYHKLAN
KOpbl HAAMNOYEYHWNKOB NPUBOAAT K TAMKENbIM NOCNEA-
CTBMAM: rnbenn pebeHKa OT CONbTEPSIOWUX KpU-
30B, OWM6b6KaM B BbIbope NON0BON MPUHAANEKHOCTHU
NpY BblpaXKeHHOW BUPUAM3ALUM HAPYKHbBIX FEHUTa-
JINA Y AeBOYKM, HApYyLIEeHMaM pocTa 1 NoaOBOro Co-
3peBaHus, becnnoanto. isbexaTtb AMAarHOCTUYECKMX
ownbOK MO3BONAET NPOBEAEHME HeOoHaTalbHOro
CKPWUHWHIa Ha BbiaBNEeHUE 21-rMAPOKCUNA3HOro ae-
¢évumTa. iccnepoBaHme nNo mporpamMmme MaccoBOro

HEeOHaTaNbHOr0 CKPUHWUHIA Ha BPOMAEHHYIO AUC-
OyHKUMIO KOpbl HaanodyeyHukos (BAKH) meToaom
onpefeseHns ypoBHS OCHOBHOIO MaToreHeTUYecKo-
ro Mapkepa HeaoCTaTOUYHOCTU 21-rmapoKcunasbl-
17-OH nporecTepoHa B KanuansipHON KpoBu B Ye-
NA6MHCKOM obnacTu HauaTo ¢ nioHa 2006 roaa.
Lenb

Ha ocHoBaHMWM nNpPOBELEHHOro aHanMsa WCTo-
puii 6onesHn petenn ¢ BAKH, Haxoaswmxca Ha 06-
cnefoBaHUM U ledyeHne B AETCKOM SHAOKPUHONOMU-
yeckom oTaeneHve ArKb Ne8 r. YensbuHcKa, oLeHNTb
BO3MOMHOCTW paHHel auarHocTukm BAKH npu wmc-
NoONb30BaHNN HEOHATANIbHOIO CKPUHUHIA.
PesynbraTbl

Bbinn npoaHanusupoBaHbl 30 uctopuii 6onesHen
LeTel, NOCTYNUBLUMX B AETCKOE 3HAOKPUHOAOrMye-
ckoe otaeneHve ArKB N28 r. YensibuHcka B 2005 roay
B BO3pacTe OT 2 Heaenb a0 16 net c agnarHosom BAKH.
N3 30 nauneHTOB, HaxoAMBLUMXCS Ha obcriepoBa-
HUW N JIeYeHUN B OTAENEHUU, TPOe AeTeir NOCTYyNnuan
C BnepBble YCTaHOBJIEHHbIM AMArHO30M. OcCTanbHble
nauueHTbl MNOCTynanayM nNAaHOBO AAS NPOBeAEeHUA
obcnepoBaHMs, OUEHKM 3QPEKTMBHOCTM NpPOBOAU-
MO Tepanuu v onpepeneHve AajbHelhlen TakTUKn
BegeHus. Y 13 nauuneHToB (43,3 %) nMena MecTo Bu-
punbHasa popma 3abonesanus, 17 geteli (56,7 %) nme-
nn conbTepsitowyio Gopmy. Bce getn nonyvanu tepa-
NUIO FIIOKOKOPTUKONAAMU U MUHEPAJIOKOPTUKOMAAMN
(npu conbTepsitoeit dopme). CpOKM NOCTAHOBKM Ana-
rHosa BAKH 6bian pasHbie. Tak y MaibuMKOB C COJb-
Tepsiowleir dopmoii 3abonesaHua B 17% cayuaeB
AvarHos 6b11 3anof03peH Ha 3Tane PoAMAbHOIO A0Ma,
a 10 naumeHTam (83 %) anarHos bbia ycTaHOBNEH B 60-
Jiee No34HUEe CPOKKU NPU SKCTPEHHOM rocnuTanmMsaumm
B CTaLMOHap No NOBOAY YXYALUEHWUS COCTOAHMUSA, CBSA-
3@HHOr0 C pa3BUTUEM CONbTEPSIOLLErO Kpu3a. Y AeBo-
yeK C conbTepstoLLer Gopmow Tonbko B 50 % ciyuaes
AVarHos 6biy1 BbICTaB/IEH Ha 3Tane poAMbLHOIO AoMa.
Y feBOYEK U MaNbUMKOB C BUPWUIbHON GOPMON CPOKM
NOCTaHOBKM AnarHo3a 6biv 0T nepnosa HOBOPOXKAEH-
HocTu po 14 net. C 2006 roga B YenabuHckoit obna-
CTW ObINO HayaTo NpPOBeAEHMNE HEOHaTalbHOMO CKpW-
HuWHra Ha AIC. CTonpoueHTHOro oxBata CKPUHUHIOM
yaoanocb AOCTUYb TONbKO K 2010 roay. B 2021 roay
B ropoae YensbuHcke nop HabnwpeHMeM AETCKUX
3HAOKpPUHONOroB Haxoawnocb 46 petenr ¢ BAKH, nx
HWUX WecTepbIM — ANArHo3 Bblfl YCTAaHOBJ/IEH BNEPBbLIE.
Bnaropaps CKpuHWHTry Ha AIC, 3aboneBaHue 6bl10
BbISIB/IEHO B NePBble 2 HEAENN ¥KU3HWN, YTO NO3BOAUIIO
HauaTb Tepanuio B HeOHaTalbHOM Nepunoe.
BbiBOAbI

AHanus npeacTaBNeHHbIX AaHHbIX MOKa3blBaerT,
UTO A0 BHEAPEHUS HEOHATaNbHOro0 CKPUHUHIa uMe-
Jla MecTo no3aHsas amarHoctuka BAKH, uto Baekno
3a coboM OTCpOYEHHYI0 Tepanui AaHHOro 3abo-
neBaHusa. [poBefeHMe HeoHaTalbHOr0 CKPUHWHra
cnocobcTByeT ONTUMaNbHOMY PpeLIeHMIO BoMpoca
O CBOEBPEMEHHOW AMarHOCTUKe W Hadane Tepanuu
BAKH.
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AHanH3 pe3yJIbTaTOB
HeOHaTaJIbPHOTO0 CKPHHHHTra
Ha BPOJXAEHHBIH 'HIIOTHPEO03
B CapaToBCKO# 06s1acTH 32 1996-
2021 roasl

2CeuHapéB M.10., 2Kypmauésa H.A., 23 ApaHoBu4 B.B.,
’T'ymeHiok 0.U., 'AHgpeeBa J1.M., 24epHeHKos H).B.,
'AHucumoBa C.B., "?[aponuHa K.B., 2koBneBa K.B.

1TY3 «COAKB», r. CapaTtos, Poccus

2®re0y BO CapatoBckuit TMY um.B./1.PasyMoBCKOro
MwuH3gpasa Poccuu, r. CapaTos, Poccus

3000 «MNepBblit AETCKUIA MEAULUHCKNNA LEHTP», I. CapaTos,
Poccusa

B CapaToBCKO 06nacTM HeoHaTaNbHbLIA CKpU-
HWHI Ha BPOXAEHHbIA runotupeos (Bl) npoBoautcs
c 1996 roaa, UTO OKa3anoCb BO3MOMKHbLIM Bnaroaaps
Hainumio B CTpPyKType FY3 «CapaToBcKas obnacT-
Has JeTcKasa KAnHuueckast 6onbHnua» (COAKB) me-
AVKO-FeHeTUYECKOI KOHCyAbTauum ¢ nabopatopueii
CeNeKTUBHOIro HeOHaTaJlbHOro CKPUHUHIA.

MmaBHbIMW 3ajadvyaMn CKpUHUHra Ha Bl aBastoTcA
CBOEBpPEMEHHAsi AMarHoCTMKa AaHHOro 3aboseBa-
HMUA Y HOBOPOMAEHHbLIX U paHHee Hayano 3aMecTu-
TeNbHOW Tepanuu NeBOTUPOKCMHOM, YTO MO3BOAAET
n3bexatb TAXKENbIX NOCNEACTBUIA B BUAE 3aLep-
KW YMCTBEHHOrO M QU3NYECKOro pasBuUTMA Yy 3TON
KaTeropum naumeHToB. COrnacHoO CyLLeCTBYHOLLNM
B HacToslllee BpeMs peKkoMeHAauuaM BCe HOBO-
POMAEHHbIE AOMMHbI MPONTU CKPUHWHI Ha Bl nyTem
onpeaeneHns ypoBHs TUPEOTPONHOro ropmoHa (TTI)
B CyXOM MATHE KPOBW, AOHOLIEHHbIE AeTU — Ha 3-i
[LeHb NOCNe POXKAEHMA, HEAOHOLWEHHblIE — Ha 7-14-1
JeHb nocne poxaeHua. MNpu yposHe TTI B NATHE KPo-
BM > 9 MKME/n (Npu ncnonb3oBaHUn UMMyHOANArHO-
CTUYECKOI cucTeMbl «enpua», PUHASHANS) HEOBXO-
AVMO UCKNOYNTb Hannume Bl [1].

Kpome BbisBneHus aetein ¢ Bl no pesynstatam He-
OHaTaJIbHOr0 CKPUHWHIA MOMHO OMNpefensiTb Koau-
YeCTBO HOBOPOXAEHHbLIX C HEOHAaTanbHOW rUNepTu-
peoTtponuHemuent (HFT) — ypoBHeMm TTI >5 MKME/n,
OCHOBHOW MPUUYNHOI KOTOpOM B IoaoaedUumT-
HbIX pernoHax sIBASeTCs HeaocTaTo4yHOe noTpebne-
Hue lioga 6epeMeHHbIMU KeHwmHaMn [2]. NoaTomy
HI'T B 1994 roay 6biia npusHaHa BO3 ogHUM U3 Kpu-
TEPUEB OLIEHKM CTENEHM TAXKECTM MoaHOr0 aeduumTa.
CornacHo pekomeHgauunam BO3 B pernoHax ¢ gocTta-
TOYHbIM A0HbIM 0becneyeHnem HI'T pernctpupyercs
He bonee ueM y 3% HOBOPOXAEHHbIX, B TEPPUTOPUSX
C NErknUM MoAHbIM AedUUUTOM 3TOT MOKasaTenb Co-
cTasnset 3-19,9 %, c ymepeHHbIM — 20-39,9 %, C TA-
®enbiM — = 40% [3].

MNokaszatenb uactotel HIT panAa oueHku crene-
HU TaXecTu hogoaeduumTa U MOHUTOPUHra 3dpdek-
TUBHOCTM MPOPUNAKTUUECKUX NpOrpamMm sBASETCA

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u ALORAT R MERMHCIO - o e

IN=
9KOHOMUUYECKN BbIFOAHbIM, MOCKOJIbKY CKPUHWUHI
OXBaTblBaeT TMPaKTUYECKM BCEX HOBOPOMAEHHbIX
Ha AaHHOI TeppUTOPMM U He TpebyeT AOMOAHUTENb-
HbIX MaTepuanbHbix 3aTpart [2]. Tak, B 2012-2015 ro-
[lax 0XBaT HOBOPOMAEHHbLIX HEOHAaTaNbHbIM CKPUHUH-
rom Ha Bl B P® goctur 98,0-99,8 % [4].

B CapaToBcKoi o6nacTtu 6onee 20 neT Hasag 6bi10
[lOKa3aHO Ha/inumne NoaHoro aeduumnTta cpeaHen crte-
neHn TaxecTu [5], N0O3TOMy OLEHKa AMHAMWUKK MO-
KasaTenen yactoTel Bl n HI'T B pervoHe 3a nepuog
NPOBEAEHUS HEOHAaTajlbHOro CKPWHUHra sBAsieTcs
Ba*KHOW 1 akTyasibHOWN 3aja4ent.

Llenb uccneposaHus

MpoaHanuauMpoBaTb pes3ynbTaTbl HeoHaTajlbHOro
CKPWHWHIra Ha BPOXAEHHbIN runotupeos B CapaTtoB-
CKoWi obnacTu 3a nepuog ¢ 1996 no 2021 roasl.
MaTtepuanbl U MeTOAbI

MpoaHanunsnposaHa 4actota Bl B CapaToBckou
obnactm no pesynbTataM HeoHaTajlbHOro CKpu-
HWUHra 3a 1996-2021 roabl (631812 nccnepoBaHui
3a 26 neT). Takke cpaBHUAM yacToTy HIT B 1996-
2000 roaax (no pesynbtatam 95657 onpeaeneHnin He-
oHaTanbHoro TTI) n B 2015-2021 roaax (3a AaHHbINA
nepuogn 6110 npoBeaeHo 151991 nccnenoBaHue).

OnpepeneHve KoHueHTpauun TTI B BbICYyLUIEHHbIX
obpasuax KanuaNspHON KPOBWM Y HOBOPOMKAEHHbBIX
NPOBOAMNM HEe No34Hee 3-X CyTOK nocae 3abopa Kpo-
BM B labopaTopuu CENEKTUBHOIO CKPUHUHTA MeAMNKO-
reHeTuyeckomn KoHcynbtaumm Y3 COAKB nmmyHoo-
NOOPECLEeHTHbIM METOAOM C MOMOLLbI0O TECT-CUCTEM
«DELFIA Neonatal hTSH».

Ons aHanu3a yacTtoTbl HI' T 6bn 06paboTaHbl by-
Ma*KHble OT4YeTbl MeAUKO-FeHEeTUYECKON KOHCYNbTa-
umn Y3 COOKB, 3ateM bbiia chopMupoBaHa 3NeK-
TPOHHasA 6asa AaHHbIX U NPOBEAEH CTaTUCTUYECKUN
aHanms.

Pe3synbTaThbl M 06CyKAEHME

B 1996 ropy oxBaT HeOHaTaNbHbIM CKPUHWHIOM
Ha TeppuTopum CapaToBCKOW obnactu cocTaBun
b 63 % HOBOPOMKAEHHDIX, YTO BbIIO CBA3AHO C OT-
cyTcTBMEM OTpaboTaHHOW cucTembl cbopa 1 AocTas-
KW MaTepuwana, HeperynspHbiM NOCTYNJAeHUeM pe-
aKTMBOB. B nocnepyowme roapl oxBaT yBeNIUYUICH
10 97-98%, npeBbicne 99% B 2000-2001 ropax.

3HaunTEeNbHOMY YNYULIEHUIO OXBaTa CKPUHWHIOM
Ha Bl cnocob6cTtBoBano npuHsatue B 2006 roay dene-
pafibHOrO0 3aKoHoAaTeNbCTBAa O MaccoBoM obcneno-
BaHWN HOBOPOMAEHHbLIX AeTell Ha HacNeACTBEHHble
3aboneBaHusa [6].

BaxkHbIM sBAfeTca TOT ¢akKT, uTo, HaudmHas
c 1999 ropa, pons oxeBaTa HOBOPOXAEHHbIX CKpU-
HUHIOM Ha Bl Ha Tepputopumn CapaToBCKOW obna-
CTW 6bl1a He HMKe 98,0 %.

Bcero 3a 26 fieT CKpWHWHra 6blI0 BbIABIEHO
145 peteii ¢ BI. B 1996-2000 ropaax cpeaHsas yacToTa
Bl coctasnana 1 cnyuyan Ha 3700 HOBOPOXKAEHHbIX,
3aTeM HaMmeTunacb TeHAEHUMS MNOCTEeNeHHOro CHU-
eHua faHHoro rnokasatensa. B 2021 ropy vactoTa
Bl coctaBuna 1 cnyyan Ha 4506 HOBOPOMKAEHHbIX,
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yTo B 1,2 pasa HM¥Ke Mo CpaBHEHUIO CO CpeaHen ya-
CTOTOW AaHHOro 3aboneBaHus B 1996-2000 ropax
(tabn. 1).

Tabs. 1. ANHaMKUKa 4yacToThbl
BPOXAEHHOIo rmnoTmpeosa B CapaTtoBCKon
obnacTtn 3a 1996-2021 rogbl NO AAHHbIM
HEOHaTaJIbHOro CKPUHUHra

foabl Yacrtorta Bl OxBaTt
(KonunuecTtBo CKPUHUHIOM, %
HOBOPOXAEHHbIX)
e | e | gmerose
2015 1: 4583 99,5
2016 1: 2459 99,7
2017 1: 3367 99,8
2018 1: 3183 100
2019 1: 4937 98,0
2020 1: 4600 98,6
2021 1:4506 98,4

B 1997-1999 rr. cpeaHunii BO3pacT AeTeil Ha
MOMEHT Hauana nedyeHums Bl paBHsancsa 58 aHaAM,
B 2000-2005 rr. oH cocTaBAasAn, B cpeaHeM, oT 32 a0
42 pHeli ®n3Hu peberka. C 2006 roga CpokM Hava-
na neyeHunsa Bl UMeOT YETKO MOJIOKUTENBHYIO AMHA-
MWKY, CHU3UBLLMCb 3@ NocnefHue 5 net, B cpegHem,
40 16-ro n faxe 13-ro AHS *KU3HW.

B 1996-2000 rogax HI'T B cpeaHeM BbisiBAANach
y 37,4% HoBOpOMAEeHHbIX CapaToBCKoW obnacTwy,
YTO B COOTBETCTBMM C KpuTepuamm BO3 (1994) cenae-
TeNbCTBOBAJIO O HAaAUYMWN B PErMOHE MOAHOro aedu-
uMTa cpefHen cteneHn TaxecTu. Mo gaHHbIM 3a 2015-
2021 ropbl Ha GOHe NpoBeAeHMs TPYyNMOBON MOAHOM
NpoduNakTUKM y bepeMeHHblX 4YacTota HIT cyuwe-
CTBEHHO CHu3uaacb, AocturHys B 2021 roay 4,8%
(tabn. 2).

Tabs. 2. AMHaMWUKa 4acToTbl
HeOHaTaJIbHOW rMNepTUPEoTPONMHEMUN
B CapaTtoBcKown o6nactu c 1996 no
2021 roabl NO AaHHbIM CKPUHUHra
Ha BPOXAEHHbIV rMNOTUpPEos

foabl Bcero Yucno YacToTa
obcnepoBaHo neted c TTr HI'T, %
HOBOPOXAEHHbIX >5 MKME/n
12%9060‘ 95657 35776 37,4
2015 22914 2105 9,2
2016 27051 1988 7,3
2017 23570 1301 5,5
2018 22284 1320 5,9
2019 19748 1468 7,4
2020 18401 1108 6,0
2021 18023 862 4,8

OnHako yacTtoTa HI'T ocTaeTcs Bbile LieneBbIX No-
KasaTenenn BO3 pans riopobecneyvyeHHbIX PeErmoHoB
(<3%), uTo CBNAETENLCTBYET O COXPAHEHMM B HACTO-
silllee BpeMs JIerkoro MoaHoro aepuunta y 6epemMer-
HbIX 1 HOBOPOAEHHbIX CapaToBCKoW obnacTu.

Mo HawuM JaHHbIM MocaefHUX neT oxsaT bepe-
MEHHbIX MEHLUMH pervoHa MOoAHON MPOPUNAKTUKON
ABISETCA HEeAOCTATOUYHbIM, YUTO MPUBOAUT K Mepcu-
CTUPOBaHUIO oAHOTro aeduumta B recTauMOHHOM
nepuoae: NOoAHY NPOOUIAKTUKY NoayyYanun nperpa-
BUAAPHO TONbKO 3,5% XeHLLUNH, a BO BpeMs bepe-
MEHHOCTW pPeryaspHo NpuHMManu npenapaTbl Kaaus
noampa nuwb 57,9% [7].

TakuM 06pasoM, Yy GepeMeHHbIX KEeHWMWH U HO-
BOpPOXAEHHbIX CapaToBCKOW 06nactu coxpaHsieT-
CA HepoCTaTouyHoe noTpebneHve Kopa, 4TO Tpe-
byeT panbHelWero COBEPLUEHCTBOBAHMUS CUCTEMbI
pPernoHanbHbIX MEPOMNPUATUN NO JUKBMAALUN NOLHO-
ro gebunumTta B rpynnax pucka. OgHaKo CyLLEeCTBEH-
HbIA Nporpecc B 6opbbe c iogoaedULMTOM B MUTAHUN
HaceneHuss Poccum MOMKeT 6biTb AOCTUIHYT TOJIbKO
nocJsie NpuMHATUA depepanbHOro 3akoHa 0 BCeoblleM
noamposaHuun conu.
3aknroyeHne

3a nocneaHne 26 net B CapaTtoBcKoM o0bnacTtu
Nno pesynbTataM HeOHaTaflbHOro0 CKPUHMHIA YacToTa
Bl cHmM3unace B 1,2 pasa, a yactota HI'T yMeHbLN-
nace B 7,8 pasa.

C 2006 roga cpoKku Hauyana nedeHus Bl umetoT ueT-
KO MONOXMUTENIbHYIO AMHAMUKY, a 3@ nocaeaHue 5 net
cTapT Tepanuu Bl npuxoautcs, B cpefHeMm, Ha 13-
16 aHel Ku3Hn pebeHka.
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Pesiome

M.HO. CBuHapes, B.B. ApaHosuu, H.A. KypmaueBa,
J1.1. AHapeeBa

HeoHaTanbHbIA CKPUHMHI Ha BPOXAEHHbIN rMno-
Tupeos B CapaToBCKOM o6nacTu: 4TO U3MEHWUJIOCH
3a ABajuartb nert?

B paboTte aHanM3upylTca pesynbraTbl HEOHa-
TaJbHOIrO CKPWUHWHIra Ha BPOMAEHHbIN TUMNOTUPEO3
B CapaToBCKOI 0bnactu B TeueHne 23 NeT ero cylie-
CTBOBaHMA. [NpuBOAATCA CTaTUCTUYECKUE [AaHHble,
LVHaMUKa MokasaTesield oxBaTa, CTPyKTypa Aedek-
Typbl 06cnegoBaHNs U CPOKOB CTapTa Tepanuu, 06-
CyXAatTcs npobneMHble opraHM3aLMOHHbIE BOMpPO-
cbl. Tak¥e npeacTaBfieHbl JaHHble O MOKasaTensax
BbISIBJIEHWUS HEOHaTaJIbHOW rMNepTUPEeOTPONUHEMUN
3a BeCb nepuog HabawoaeHus.

https://doi.org/10.14341/PMPE-2022-63

CaxapHs1ii szuabetr GCK-MODY
B COYETAHHUH C OXKHpEeHHEM
y meTeH

®rby «HMNL sHaoKpuHonorun» MuHsapasa Poccuu,
r. Mocksa, Poccusa

C yBeJInYEHNEM YaCTOTy OXMPEHUA B nonynsauum
Bce 6oJiblle passnyHbIX OPM caxapHoro aunabeta
(CL) 6yayT c HUM coueTaTbCs, B TOM UMCIE, MOHOTEH-
Hble popMbl AnabeTa. OXKMpeHue M ConyTCTBYIOLLEE
OXUpEHME MOXeT MOoAUOUUMPOBaTb KJIUHUUECKYHO
KapTuHy pas3nauuHbix dopm C[, npuBoAsA K AnarHo-
CTMYECKMM owwMnbKaM. YactoTa oxupeHus npu GCK-
MODY cocTaBnsieT 5-6 % u COOTBETCTBYET pacnpo-
CTPaHEHHOCTUN OXUPEHUIO Cpean AeTel B NONyasumun.
NHcynuHopesucTHocTb (UP) y peTeld C reTeposnroT-
HBIMW MyTauMAMW B FeHEe FIIOKOKMHa3bl HabaoaaeTcs
B 15 % 1 accouMMpoBaHa C OUPEHMEM UAN N36ObI-
TOYHOW Maccon Tena, a TaKkke C nybepTaTHbIM CHU-
EHNEM UYBCTBUTEJNIBHOCTU K MHCYNNHY. KpoMme Toro,
B natoreHese WP npu GCK-MODY urpaeT ponb CHu-
EeHHas Ccynpeccus MNpPOAYKUMU [HOKO3bl MNeYvYeHu
npuv GU3N0NOrMYECKON KOHLLEHTPaLUN UHCYIMHA.
KnunHuyeckum cnyyan 1

B petckoe otpeneHve OreyY «HMWUL sHpokpu-
Hosormm» MwuHsgpaBa Poccuu nocTtynuia AeBOY-
Ka, 11 neT, C KanobaMn Ha MOBbILEHWE FUKEMUMN.

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u CIALMONATISHUIR MERMMHCKIA oo
Ih=

M36bITOUHaA Macca Tena c paHHero BospacTa nocTe-
NeHHO NPOrpeccMpyloLLero xapakrepa. Bnepsble rnm-
Kemus 15,8 MMoNb/n 3aduKCMpOBaHa B BO3pacTe
6 neT Ha ¢poHe KUWeYHOo NHOeKruMn. KNMHUYECKNX
cumntomoB C/l He oTMe4danocb. MUKNPOBaHHLIN re-
mornobuH (HbA1c) 5,4 %. Cneuundunueckne anabe-
Tnueckue aHtutena (GAD, ICA, IAA) oTpuuaTtenb-
Hble. YCTAHOBJIEH AMAarHo3 caxapHblil anabeT 2 Tuna.
PekoMeHaoBaHO cobnoaeHne auetbl. Mpu obcne-
posaHun B OIrbyY «HMUL, sHAOKpuMHONOrMM». pPoOCT
151,5 cM, mMacca Tena 54,8 kr, UMT 23,8 kr/m2 (SDS
+2,26), KNNHMYECKMUX nposBneHMn NP He oTMeua-
NOCb, MOAKOMKHO-KMPOBas KieTyaTKka pa3BuTa nsbbl-
TOYHO, pacnpeaeneHa paBHOMepHo, TaHHep 2 (B2,
P2), Me abs. HbA1c — 7,3 %. MNpoba c XKuUaKMM 3a-
BTPaKOM: rnokosa 7,6-7,89-6,62 MMO/b/N, UHCYNNH
17,49-94-19,05 MKEa/mMn, HOMA 5,91 - gnarHocTtu-
poBaHO HapylweHue rankeMun Hatowak (HFH), WP.
AT (GAD, IA2) — oTpuuaTenbHble.

HacneacTBeHHbI aHaMHe3: y MaMbl HapyLleHue To-
JIEPAHTHOCTU K I/1I0KO3€e 6e3 oxupeHns ¢ 17 neT,y aeaa
no AMHUN MaMbl FTMNEpPrankeMust 4o 8 mmonb/n (Npu
HOpManbHOI Macce Tena).

B reHe GCK BbifiBNeHa paHee onucaHHas, naTtoreH-
Hasf MyTauus B reHe INSR p.A188T.

KnunHuyeckum cnyyam 2

B petckoe oTaeneHue OreY «HMWUL aHpoKpu-
Honorm» MwuH3gpaBa Poccum nocTynuia Malb-
UMK, 8 NeT, C XKanobamMy Ha MOBbLILEHNE TIMKEMUN.
M36bITOYHaa Macca Tesla C paHHero Bo3pacTa nocTe-
NeHHO NporpeccupyoLlero xapaktepa. Bnepsbie ru-
Kemnsi 6,4 MMoab/n 3adMKCMpoBaHa B Bo3pacTe 5 net
npu aucnaHcepHom obcnepoBaHun. HbA1c 6,5 %.
AT (IA2) oTpuuaTenbHble. YCTaAHOBJIEH AMArHo3
CaxapHblit gnabeT 1 Tvna, HasHauYeH MHCYAUH Mhap-
rH 6 en.

Mpw obcnepnosaHun B Prby «HMUL, sHAOKpUHOIO-
rum»: pocT 137 cM, Macca Tena 41 kr, UMT 21,8 kr/
M2 (SDS +2,46), KAIMHUYECKUX NposiBaeHnin P He oT-
Me4yasioCb, NMOAKOMHO-MPOBaa KJNeTuaTKa pasBuTa
n36bITOYHO, pacnpeaeseHa paBHOMepHO, TaHHep 1,
Me abs. HbA1c — 6,3 %. OI'TT 6,32-8,34-5,97-7,03-
7,29 ™MMonb/n, nHcynuH 7,87-50,29-24,23-30,63-
26,75 MKEa/mn, HOMA 2,21 - anarHoctupoBaHo HIH,
WP He BbisBneHo. GAD, IA2 — oTpuuaTesibHble. B oT-
LefleHNM OTMEHeHa Tepanus rnapruHom 6es yxyalie-
HWA NoKasaTenen rnnKkemMumn.

HacneacTtBeHHbIn aHaMHe3: y Mambl, 34 roja,
c 33 net C/l 6e3 0XkuMpeHus, NoaydaeT rMapruH, y Tetu
Nno MaTepMHCKON nnHuu, 32 roga, B 32 roaa rectaun-
OHHbI CaxapHblii amuaber.

B reHe GCK BbIiBNneHa paHee onncaHHas, natoreH-
Haa MyTaumsa p.C220X.
3aknyeHue

Y naumeHToB ¢ GCK-MODY ¢ conyTCTBYIOLLMM OXKU-
peHVEM B peasibHOW KANHWUUECKON MPaKTUKE MOMET
oWwmnbouHO anarHocTuposatbcs CA 1 Tuna nan 2 Tmna
CHa3HayeHneM HeoboCHOBaHHO Tepanun. ONUcaHHble
KANHUYECKME CNyYan LEMOHCTPUPYIOT HE06X0AMMOCTb
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CBOPHUK TE3UNCOB

HePCOHaHI/IBI/IPOBaHHLIﬁ nmogxon B ,E[eTCKOI:I SHAOOKPHUHOJIOTUH

ncecnepoBsaHmA CI'IELJ.I/I(])VI‘-IGCHI/IX anabeTtnuyecknx AT,
a MNnpu nx OTCYTCTBUMN — MpPOBEAEHNE MOJIEKYNAPHO-
reHeTn4eCKoro ncciaenoBaHMa reHoBs, OTBETCTBEHHbIX
3a passuTue Cl naumeHTaM C OXMPEHUEM, OTATOLLEH-
HbIM CEMENHbIM aHaMHe3oM no CA u HapylweHnamm
yrnesoaHoro obmeHa.

https://doi.org/10.14341/PMPE-2022-64

AccouHanusa MeXay
aJIJIepru4yeCKUM PUHHTOM
M ITaTOJIOTHYECKHM
yBeJIHUYeHHEeM MacChl Teja
y AeTeH LUIKOJIBHOI'0 BO3pacTa
B I. CaMape.

TBY3 «COAKB nM. H.H.MBaHoBOWY», I. Camapa, Poccus
20reQy BO CamIrMy MunsgpaBa Poccuu, r. Camapa, Poccus

Annepruyeckue 3aboneBaHUs N OXKUPEHUE ABAAIOT-
cA Hanbosee pacnpoCTpaHEHHbIMM NATONOMMUYECKMMU
COCTOAHUSIMM B MMpPE CPEAN AeTCKOIO 1 B3POCJIOro Ha-
CeJieHNsl C HeYKJIOHHO COXpaHsloWwenca TeHaeHumen
K POCTY, HECMOTPSl Ha BceobLLylo 06eCNOKOEHHOCTb
M OPWUEHTMPOBAHHOCTb YYEHblX, MpeAcTaBUTENEN
npodeccrMoHanbHbiX CO0OLWECTB M OpraHn3aTopos
3 paBooOXpaHeHus Ha 6opbby ¢ aTuMKM 3aboneBaHu-
aMn . B nocnepgHune roabl B MEAVMLMHCKON HayuHOW
NMTepaTtype nosBaseTcs BCce 6oabwe nybankauuin,
MOCBSALLEHHbIX aHaNN3y B3aUMOCBA3M MEXAY OMU-
PEHVWEM W anjepruen C yyeToM BbISIBJEHHbIX B CO-
BPEMEHHbIX WCCNeAOBaHMAX O0bWMX MexaHW3MOB
natoreHesa, CBsi3aHHbIX C Pa3BUTUEM XPOHUYECKOIO
HEMH(EKLMOHHOIr0 BOCMNaNeHUsl MPY 3TUX COCTOSHUSX
. PesynbTaThbl MHOrUX UCCNEA0BAHNIA AEMOHCTPUPYIOT,
YTO HaNUuMe OXUPEHUS MONOKUTENBHO KOppenupyet
C KJIMHUYECKUMU MPOSIBAEHUAMU aNNepruyeckmx sa-
6oneBaHuin (@acTMa, anNepruyeckuii puHUT, atonuye-
CKWIA AepMaTnT) nam ypoHem obuiero IgE B ceiBOpOT-
Ke KPOBM Y B3POC/IbIX U AeTel .

OaHVM K3 3abosieBaHWU, NpeAcTaBAAIOWMX Hau-
60/bLLUMIA MHTEPEC ANS M3YYeHMs B 3TOM obnacTu, sB-
nseTcs annepruyeckuii puHuT (AP). C 0AHOI CTOPOHBI,
pesynbTaTbl HEKOTOPbLIX MaclwTabHbIX 3NUAEMUONOTN-
YEeCKUX UCCNefoBaHWUi CBUAETENLCTBYIOT O HaaN4um
NONOMUTENIbHOM KOPPENALUN MeXAY OuUpeHuem u AP.
C Apyroit CTOpOHbI, UMETCS AaHHbIE O TOM, YTO OXU-
peHne/n36bITOK Macchl Tefla accoumMmpoBaHbl ¢ 6onee
BbICOKMM PUCKOM pa3Butus AP B AETCKOWM nonynsuuu,
HO He y B3pocC/bix . Kpome TOro, 3acny»KmBaeT BHU-
MaHUS W LUMPOKWIA AMana3oH pacnpocTpaHeHHOCTH
B nonynsumm AP, JOCTUraloLLMA MO pasHbIM AaHHbIM
0T 10 2040 % . YunTbiBas NpOTUBOPEUMBLIE PE3Y/bTa-
Tbl NPEACTaB/IEHHbIX AAaHHbIX, 3HAYUTEbHbIA UHTEpeC
K NpobnemMe B3aMMOCBA3U aNnepruyeckoin natonorum
N OXUPEHMS, B TOM YMC/Ie CPeAn AETCKOro HaceneHus,

nposejeHne AOMNOJHUTENbHbLIX UCCNeA0BaHUA No U3-
y4YeHWo pacnpocTtpaHeHHoOCTU AP y peTel B pasnunu-
HbIX pernoHax Poccuinckon depepauum n ero acco-
uMaumm € NaToNorMyecknM yBesanvyeHnem Macchl Tena
SBNSETCA aKTyaNbHbIM U LLesIecoobpasHbIM.

OcHOBHas Uenb NpoBeAEeHHOro UCCNef0BaHUA —
M3yunTb pacnpocTpaHeHHocTb AP un un3bbiTKa Mac-
Cbl Tena/oxupeHns y aetein r. Camapsl, a Takxe npo-
aHann3npoBaTb HanMuue MNONOMKUTENbHOM accouuma-
LMK MEXAY 3TUMWN COCTOSAHUAMMU.

MaTtepuanbl u MeTOAbI

PeTpocnekTMBHoe  OAHOMOMEHTHOE  OAHOLEH-
TpOBOE wuccC/iegoBaHMe MNpPOBOAMAOCH Ha 6ase get-
CKOro nosuvkanHuyeckoro otaeneHua Y3 CO CIrb
N210 KyubbilweBckoro pavoHa r. Camapsbl. [daHHble
0 HanMuMnM YCTaHOBJEHHOro [OKTOPOM JuarHosa
AP, a Takxe 0 pocTe u Bece pebeHka bbb nony-
YeHbl W3 NepBUYHON MEeAULMHCKON AOKYMeHTauuu
(yuyetHas ¢opma N°112/y — wncTtopus pasButus pe-
beHKa — aMbynaTopHas KapTa pebeHka, N2026/y —
MeAMUMHCKasas KapTa pebeHKa and obpasosaTesib-
HbIX yupeaeHuii). Bcero 66110 npoaHanmsnMpoBaHo
1503 aMbynaTopHbIX KapT aetent 7-14 net (750 Manb-
UMKOB N 753 AeBOUKM, MeAnaHHbI Bo3pacT 10,8 neT).

KpuTepusiMm UCKAKOUEeHUA ABASAUCL chejylouime
NPU3HaKKN: Hannune CoNyTCTBYIOLLUX XPOHUYECKUX 3a-
6osieBaHUN, BAUAIOWMX Ha HM3MUECKoe pa3BuTuE pe-
6eHKka (comaToTponHasi HefOCTaTOYHOCTb, CUHAPOM
LLiepeweBcKkoro-TepHepa, AeTCKMIA LepebpanbHbili na-
panuy, XpoHMUYeCcKas LeKoMMNeHcauma caxapHoro auna-
6eta 1 1.4.). BceM peTsiM bbin Npon3BefeH pacyeT UH-
nekcamaccol tena (MUMT) nonpeaeneHne SDS (standard
deviation score) nHaekca maccol Tena (SDS BMI) ¢ no-
mMowbio nporpammel AnthroPlus. CornacHo KpuTtepu-
siM BO3, n36bITOK Macchl Tena y AeTel onpeaensercs
N0 AaHHBIM NEPLLEHTUIBHBIX TabaunL, Uan CTaHAaPTHbBIX
OTKJIOHEHWI, B KOTOPbIX YUMTbIBAETCS HE TOJIbKO POCT
1 BEC, HO 1 MO M BO3pacT pebeHKa .

CraTucTnyecknii aHanms 6b11 BbINOJHEH C MOMOLLbIO
nporpaMMHOro rnaketa Statisticav.12.6. lNpoBoannaco
oLleHKa Beca pebeHka, MUMT n SDS BMI y peTeli ¢ Ha-
nnunem nnum otcytctemem AP. Cuctematusaums AaH-
HbIX NpuBeAeHa B BUAE CpeAHeKBagpaTUUYecKoro
oTKNoHeHnss (MxSD). MocKkonbKy BbIGOpKA uMena
OTNIMYHOE OT HOPMajbHOro pacnpejeneHve, cTa-
TUCTUYECKass 3HauYMMOCTb OTAWYMA NPOM3BOAMAACH
C UCnonb3oBaHMeM pacuyéTtHoro U-Kputepus MaHHa-
YUTHW. B3auMOCBA3b MeXAYy M3y4yaeMblM MPU3HAKOM
M napamMeTpaMu OLLEHWBANW C MUCMNONb30BaHUEM XU-
KBagparta lNupcoHa. Pasnnuunsa cumtanu crtatuctmye-
CKM 3HaummbiMu npu p<0,05. AHanns nposoawnscs
Kak B 06Lleli KoropTe AeTel, Tak U OTAE/IbHO MO Noay
1 Bo3pacTy. OueHKa pacnpocTpaHeHHOCTU AP Bblunc-
nsnacb B NPOLLEHTHOM COOTHOLLEHUWN ciiyyaeB 3abo-
NneBaHus oT obliero uncna peTen.

PesynbraTbl

PacnpoctpaHeHHoCTb AP (yCTaHOBNEHHOrO AOK-
TOPOM AuarHosa) Cpeau UCCeAyeMblX LeTel cocTa-
Bunia 6,7 % (6,8 % cpean Manbumkos, 6,6 % cpeau
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LeBOYEK). AHaNM3 n3yyaeMbix NoKasaTeNen He BbISBUI
KOppensumm Mexay Haanumem anarHosa AP 1 naTono-
rMYecKMM yBeJIMYEHNEM MacChl Tena B obLLer rpynne.
Tak, cpefHWe 3HayeHUss Maccobl Tena y aeten C Haau-
unem n otcytcTenem AP coctaBuan 41,61£13,58 Kr
n 40,78+12,27 Kr, cooTBeTcTBEHHO (p=0,686), UMT —
19,09+4,19 n 18,72+3,60, cooTBeTCTBEHHO (p=0,589),
SDS BMI - 0,49%+1,37 n 0,38+1,30, COOTBETCTBEHHO
(p=0,468). MNpu aHann3se Hanuums npusHaka AP B 3a-
BMCMMOCTM OT BeCa, N0Jia 1 BO3pacTa AeTel B nsyyae-
MOW rpynne TaKk»e He 6blJ10 BbISBAEHO CTAaTUCTUUECKM
3HAYMMOW NONOKUTENIBHON KOppenaumn.
06cyxaeHue

HeoaHO3HauHble pe3ynbTaTbl MHOMOUYNCAEHHbIX 3a-
pybeXHbIX N OTEYECTBEHHbIX HAbNIOAEHWUIA, a TaK*Ke
HallMX COOCTBEHHbIX MCCNenoBaHWiA, 6e3ycnoBHO,
3aCNyKNBAKOT CEPbE3HOIr0 BHMMaHMA N TPebyIoT TLLa-
TeNbHOro aHanmsa. Ha Haw B3rnaa, OAHOW U3 npu-
UMH MOJYYEHHbIX MPOTMBOPEUYMIA MOMKET SABAATbCA
HefoCTaTOYHas AMarHoCTUKa AP, cBA3aHHas C HU3-
KMM ypOoBHEM 06paliaemMoCcTy NauMeHTOB N HeaoCTa-
TOYHbIM YPOBHEM 3HaHWIA Bpayel NepBNUYHOro 3BeHa
B BOMpocax annepronorun. HecooTBeTCTBME AAHHbIX
odMUManbHOM CTAaTUCTUKM MO PacrnpoCTPaHEHHOCTU
AP pesynbtatam 3nNuMAEMUONOrMYECKMX UCCefoBa-
HUIA BbINO0 NPOAEMOHCTPUPOBAHO M B MEMKAYHAPOA-
HblX MPOEKTax , YTO MOXeT BAUATb Ha pe3ynbraThbl
NMoucKka B3aMMOCBSI3N Mexay AP 1 M36bITOUHONM Mac-
CoVi Tena/oXMpPEHNEM KaK B AE€TCKOW, TaK 1 BO B3pOC-
Jlo nonynsaumun.
3akKka4yeHue

MonyyeHHble pe3yfbTaTbl HE BbIABUIN NONOKUTENb-
HOW accoumaummn mexay AP 1 naTonornyecKkum yse-
JInyeHneM Maccol Tefna y AeTel LWKOJIbHOro Bo3pacTta
B . Camape. TeM He MeHee, HM3Kaa pacnpoCcTpaHeH-
HOCTb AP (YyCTaHOBNEHHbIA AOKTOPOM ANArHoO3), Bbl-
siIBleHHasa HaMW B M3y4yaeMoOWl rpynne, 3actaBiseT
3ajyMaTbCs 0 HeobxoaumocTu 6onee AeTaNbHOro
noaxoda K aMarHoctuke AP B xoae annaemmonorunye-
CKOro mccnegoBaHMs U NOCAeAyloWweM npoBeaeHun
aHasn3a ero B3aMMOCBA3M C OXMUPEHUEM.

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

3 I I DenepanbHoe rocyaapcTeeHHOe BIOAXKETHOE yupexaeHne
«HALMOHAJbHbIA MELULMHCKUIA

https://doi.org/10.14341/PMPE-2022-65

OnTHMH3ALKS aJITOPUTMA
3THOJIOTMYECKOH JHAarHOCTUKH
M IO XOM0B K TepaleBTHYEeCKOH

TaKTHKH IIPH BPOIKAEHHOM

TUIIOTHpeEO3e Y AeTeH

'CnoBak M.A,, "2KusieB A.B., 3CymnHa M.I,
3BensieBa T.U., “dyryHos WN.C.

'TAY3 CO «OAKB», r. EkaTepuHbypr, Poccus
20reQy BO YIMY MuHsapaBa Poccuu, . EKaTepuHbypr, Poccus
3SFAY3 CO «KAL «O3MPx», 1. EkKaTepuHbypr, Poccusa
4dreY «HMUL, sHaokpuHonorum» MuHsapasa Poccun,
r. Mocksa, Poccus

BeepeHne

YacToTa BpoXaeHHoro runoTtupeosa (Bl B Ao-
CKPUHWHIOBYIO 3py cocTasnana: 1:6700 — 7500 Ho-
BOPOMAEHHLIX AeTel. [locne BHeApeHWS HeOHa-
TaJbHOro CKpUHUHIra Ha Bl no yposHio TTI vacTtoTa
BblSIBJIEHHbIX CaydyaeB Bl y peTteli B Mupe yBenanyu-
nacb B 2-3 pasa: 1:2000 - 4000 HOBOPOXKAEHHbIX
peteli. MocKkonbky 3aboneBaeMocTb Bl HOCUT cno-
paguvyecKUin XapaKTep, CJI0MHO MPearnofioMUTbL UC-
TWHHbIE MPUYMHBI TAKOro JlaBUHOOBpPasHOro pocTa
cnyyaeB Bl B 3Toli cBsisn, Ha3pena HeobxoaMMOCTb
B YTOUHEHUU TUMOB W 3ITUOJNIOFMYECKON CTPYKTYpSI
Bl ¢ nocnepoBatesibHbIM NMPUMEHEHUEM COBPEMEH-
HbIX MeToAOB ob6bcnepoBaHus. KpoMe Toro, Heobxo-
AMMO NepecMOTpeTh NokasaHua Ans Bbibopa npena-
paTa npu Ne4YeHun Tak Ha3blBAEMOro BPOMAEHHOMO
cybKNAnHnyeckoro runotmupeosa (BCr). Mo cytu cBo-
el BCI' — sBnseTcs HEKMM nabopaTopHbiM deHoMe-
HOM, NP KOTOPOM YPOBEHb TUPEOUAHbIX TOPMOHOB,
onpeaensioLLNX pa3BUTUE BCEX TKAHEN UeNOBEKA, Ha-
XOAMTCA B Mpejenax HoOpMasbHbIX 3HaYeHUn Ha GoHe
NOBbILLEHHOr0 ypoBHSA TTI, n3on1MpoBaHHOE NOBbILE-
HMEe KOTOPOro MOXET BbITb CBS3@HO C PSAOM FeHEeTU-
yeCKMx AedeKTOB Ha PasIMUYHbIX YPOBHAX rMnoTana-
MO-rmnodusapHO-TUPEOULHON CUCTEMBI.
Llenb uccneposaHus

CoBeplueHCcTBOBaTbL MOAXOAbI K YCTAHOBJIEHWIO 3TN-
0/1I0TUYeCcKMx GopM BpOXKAEHHOrO runoTupeosa (BI)
y AeTel Ana onTuMmn3saumnm TepaneBTUUYECKOM TaKTUKK
N ANCMaHCEePHOro HabaaeHns
MaTepuanbl n MeToAbI

Ha nepBoM 3Tane 6blia npoaHanusmpoBaHa 6asa
LaHHbIX nabopaTopuM HEOHaTaNbHOrO CKPUHWH-
ra N'bY3 CO «KAL O3MuP», B KOTOpOA uMenacb
MHPOpMaUMsa No pesynbTaTaM CbIBOPOTOYHOrO pe-
TecTupoBaHua 276 peteli ¢ BT, poxaeHHbIx ¢ 2004 no
2021 roabl. Mpu aHanmse paHHbIX n3 PMUC TAY3
CO «OOKBb» ycTtaHoBneHo, yto 115 M3 HMX CcOCTOAT
Ha AMCnaHCcepHOM HabawaeHun B 061aCTHOM LIEHT-
pe LEeTCKoW sHAoKpuHonoruu (OLLA3). Hamm npea-
JIOMEH OpPUrMHANbHBLIN NOAX0A MOC/ief0BaTENIbHOMO
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NPUMEHEeHUs Ccneaylowmx MeTOA0B ANArHOCTUKM:
1) ynAbTpasBYKOBOE uUccaenoBaHue obnactu wewn; 2)
npu otcyTcTeum WX B TMNINYHOM MecTe — onpegesne-
HWe YPOBHS TupeornobynnHa B Kposu (Tr) — Kak na-
60paToOpHOro MapKkepa Haauvuus TUPEOMAHOW TKaHU
B OopraHusMe; 3) B Ciy4yasix OMpeaesiseMoro ypos-
HA Tr — npoBejeHWe paaMOU30TONMHOW CLUMHTUrpa-
¢un wen c pagnodpapmnpenapatom Tc-99M c uenbto
YTOUHEHMS NIOKaNn3aunmn Tkanu; 4) npu Hanmuumm LK
B TUNMNUYHOM MecTe HeobXx0AMMO NPOBeAEHNE MOJIEKY-
NAPHO-reHEeTUYECKOro UCCNefoBaHNsA Ha NaHenb re-
HOB, OTBETCTBEHHbIX 3@ BbIpaboTKy pepMeHTOB, yua-
CTBYIOLLMX B CUHTE3E TUPEOUAHbIX FOPMOHOB.
PesynbraTbl

Y 99 u3 115 petelrt onpeneneH TUn BPOMAEHHO-
rorunotupeosa: «1 rpynna BM» — 67 pete; «2 rpyn-
na BPOMAEHHbIA CYBKAUMHMYECKUIA TMMOTMpPEeos3
(BCIN)» — 32 pebeHka. Tun runotmnpeosa yctaHaBAn-
BaJiC HAa OCHOBAHWW AaHHbIX pe-TecTa npu nposeje-
HUW HEOHaTaNIbHOro CKpUHUHra: Bl — TTI nosbiweH
n cT4 — cHuxeH; BCI — TTI noBbiweH 1 T4 — Bbiwe
HUXHero npeaena pedpepeHcHbIX 3HayeHuin nabopa-
TOPUM HEOHaTaNbHOro CKpUHWHra. Ha ocHoBaHuu
anroputMa 3TUONOMMYECKOW AMarHOCTUKK, npea-
CTaBJIEHHOr0 Ha PUCYHKe, YCTaHOB/EHbI CaejyloLine
dopmbl B «rpynne BM»: 1) ancreHesus LUK (86,6 %)
y 58 u3 67 (U3 HUX, areHesunss — 26; runonnasus — 4,
AMCTONUA pasfNMUYHON nokanunsauun — 28); aucrop-
MoHoreHes (13,4%) — 9 u3 67. dopmMbl B «rpynne
BCIM»: 1) aucreHesus WK (18,7 %) y 6 13 32 (M3 Hux,
ANCTONMA CpeanHHas— 3; AMCTONUA NoAbA3bIYHAA —
2; AMCTONUS B KOPEHb A3blKa — 1); AMCrOPMOHOreHes
(81,3%) — 26 13 32. B cnyyasx ycTaHoBaeHuss BCI
Nno pesynbTataM CbIBOPOTOYHOrO pe-Tecta, HauymHas
c 2019 roaa, 3I'T cTapTOBO He Ha3sHauaeTcsl. PebeHoK
B 1 Mecsal Xu3HM Hanpasasetca B OUA3, rae npo-
BOAMTCA 06CcnefoBaHMe COrfiacHO MpeacTaBieHHOro
anropuTtMma. B cnyuae yctaHoBneHus dakta guctonumum
WM (Y3 — TKaHW HEeT B TUMMUYHOM MECTe, HO uMe-
eTcs onpenenseMblii ypoBeHb TMpeornobynunHa), cpa-
3y e HasHauaeTcs 3I'T. B cayyasax Hanuuua Tupe-
OVUAHON TKaHW B TWUMNWUYHOM MeCTe, HasHaudawTCs
npenaparbl Kanua noanaa C eeMecsauyHblM MOHUTO-
puHrom TTI u CcT4, a Tak¥Ke nnaHUpyeTcs nposepje-
HWEe MONEeKYNApHO-reHeTUYEeCKoro uccienoBaHus
Ha MaHeflb FeHOB «BPOMAEHHbIA FMMNOTUPEO3» Me-
TOAOM CEKBEHWPOBAHMSA HOBOrO MOKOJIEHMSA B nabo-
paTopun MONEKYNSAPHO-FEHETUUECKON ANArHOCTUKU
®reY «<HMUL sHpokpuHonorum» MuHsgpasa Poccuu.
Bce nccnepoBaHus NpoBOAATCS ANS AeTen becnnat-
HO B paMKax «[llporpammbl nomowiu neTsiMm ¢ 3abo-
JIEBAHUAMWN 3IHAOKPUHHOWM CUCTEMbl «Anbda-dHAO0»
BnarotBopuTenbHoro ®oHaa passutus GunaHTponum
«KA®» (pykoBoauTenb — A.M.H. A.B. KapnyLKkuHa).
B Hawen rpynne m“3 26 nNauMeHTOB C BPOMAEH-
HbIM CYOKJIMHUYECKUM TMNOTUPEO30M Ha (oHe Aunc-
ropmoHoreHesa: y 10 aeTeil BbliBAEHbl reTepo3u-
roTHole MyTauum B reHax TPO, DUOX2, RTSH, Tg.
GLIS3 PAX8;y 12 neTeii — MyTauuii He 06HapPYKEHO;

y 4 peten — pesynbTathl B paboTte. Bce nauneH-
Tol ¢ BCI' B HacToslLWee BpeMs nojy4aloT npenaparbl
Kanuin noampa B BO3pacTHbIX Ao3ax. Y 8 nauMeHTOB
c BCT, kKoTtopble npuHuManu 3I'T, Ha3Ha4YeHHYIO paHee
2019 ropa, Hamu 6bina nNpoBeAeHa NpobHas 0TMeHa
JIEBOTUPOKCMHA NOJA AMHAMUYECKUM KOHTPOJIEM rop-
MOHaJIbHOro Npoduasa 1 Npon3BeLeH NepPecMoTp Ana-
rHosa c Bl Ha BCT. B HacToslLee BpeMs BCe OHW Haxo-
AATCA MoA4 AMHAMUUYECKMM KOHTPOJIEM U NPUHUMAIOT
npenapartbl Moaa.
3aknroyeHue

BHeapeHne B KAMHWMYECKYIO MPaKTUKY anroputMa
3TUONOTMYECKON AMArHOCTUKU BPOMKAEHHOr0 rmno-
TUpeosa y AeTel No3BOJINT cAeNaTbh NPaBUbHbIN Bbl-
6op MeTona Tepanuu, B psAe CNy4vyaeB OTKa3aBLUUCH
OT MOXMN3HEHHON 3aMeCTUTEIbHON FOPMOHabHOM Te-
panuu.

https://doi.org/10.14341/PMPE-2022-66

KJIHHHUYeCKHH cydyan
runodpocdarasuu y JeBOUKH
C BBIPajXeHHBIM HapylleHHEeM
IMOXOAKH H HOPMaJIbHBIMH
aHTPOIIOMETPHYECKHMH
IIOKa3aTeaaAMH

CtedaHtoK M.WN., 2HnkntmHa H.B., 'TuxoHosuu H0.B.,
'ButebcKas A.B.

'®rAQY BO MNepBblii MITMY uM. .M. CeuyeHoBa
MuH3apasa Poccuu, r. Mocksa, Poccus

2TAY3 CO «KAL, «03MP», r. EkaTepuHbypr, Poccus

Mmnodocdatasusa (Mpd) — pearoe HacneACTBEHHOE
3aboneBaHve, BO3HMKaloLlee B pesyabTate MyTauuu
B reHe ALPL, KoampytoLeM TKaHeCcneunpuueckyto e-
JNIoyHyto pocdartasy. B HacToslLee BpeMsi BbisiBIEHO 60-
nee 340 MyTauuii, KOTOpble B OTBETE 3a 3TO MeTabo-
NIMJecKoe HapyLleHne. PacnpoCTpaHEHHOCTb TAXENbIX
dopM B MuMpe npeactaBieHa, Kak 1:100000 HoBo-
POXAEHHbIX, Donee MArKMA BapuaHT BCTpedyaeTcs
1:6000 venosek.

Lenb

OnucaHMe KAMHMYECKOro cayyas LEeTCKon dop-
Mbl FPD € BbIpaKeHHbIM HapyLLEHNEM NOXOAKN U HOP-
MajibHbIMW @HTPOMOMETPUUYECKUMUN NOKa3aTENSAMMU.
KnuHuyeckum cnyyamn

MauneHTKa B. 13 aHaMHe3a n3BeCTHO, YTO pebEHOK
0T 3 6epeMeHHOCTU, 3 CPOYHBLIX POAOB, NPU POXAE-
HUKN 4260, pocTt 53 cM. B nepuoae paHHero getcrtea
Habaofanacb NO MOBOAY MbILEYHON TFUMNOTOHUMN.
OTMeuyanocb OTCTaBaHMe B MOTOPHOM pPasBUTUM
(ronoBy AepXUT C 2X MecsALEeB, CMAUT C 8 MecsLes,
xoaMT ¢ 2,5 net). Habnopanacb HeBposorom, ne-
AnaTpoM, opToneaoM C anarHosom: ALUMN, HUKHMIA na-
panapes, paxutonoaobHoe 3aboseBaHne, CUCTEMHOE
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MUHUCTEPCTBO HAYKW
W BbICLLENO GEPAZOBAHUS
POCCUMIACKON OEAEPALIMA

3aboneBaHne ckeneta. OTMEYEHO paHHee Bbinaje-
HWe MOJIOUYHbIX 3yHO0B.

B 3 roga no COBOKYMHOCTU KJIMHUYECKUX, PEHTre-
HOJIOFMYECKUX M NabopaTopHbIX AaHHbIX (BblpaxeH-
HOE CHUXEeHWe YpPOBHS Leno4yHol docdaTtasbl (LLD)
38 EA/n (Hopma 150-350 EAl/n)) 3anopo3peHa Mood.

MpoBeneHo obcnepoBaHve B nabopatopun MoNeRy-
JIAPHOWN rEHETMKN N MeANLMHCKOM reHoMnKM B HMUL3/,
Nno pesysnbraTaMm KOTOporo B reHe ALPL BbisiBfieHbl na-
TOreHHble BapuaHThbl €.571G>A n c.1171del B kKomnaya-
reTepo3nroTHOM COCTOfHWUW. MoAaTBep:AeH AMarHos:
rod, petckas ¢opma, ayTOCOMHO-PELLECCUBHbBIA TUM
HacnefoBaHus.

B 4 ropa 3 mMec BnepBble obcnenoBaHa B YHUBeEp-
CUTETCKON AEeTCKON KAMHu4Yeckoh 6onbHuue Ceuye-
HOBCKOro yHusepcuteta. lNpu ocmoTtpe: poct 105 cMm
(SDS pocTa 0,48), Bec 18,5 Kkr (SDS UMT 0,8); BOpOH-
KoobpasHaa aedopMauus rpyaHON KNETKMW; Banbryc-
Has gedopMaLmMs KOHEUYHOCTEW; HapyLLUeHUEe NMOXOAKN
B BMAE YTWHOW; paHee BbiNafeHWe MOJIOUYHbIX 3y60B
(OTCYTCTBYIOT HUMHME LLEHTPasIbHbIE pe3Lbl); paxutu-
UECKMEe YETKN; CHUKEHME MbILLEYHOro TOHYyCa.

Mpw obcnepoBaHuK: KanbLuuin 1 pochop B npeaenax
HopMbl, LU — 89 en/n, 250H4 — 43 Hr/mn (N >30),
NTr — 0,9 nmonb/n (N1,3-10); No AaHHbLIM Y3U BbI-
SIBJIEHbI 9XOMPU3HAKM YMNOTHEHUS CTEHOK cobupa-
TENIbHOIO KOMMNaeKkca obenx noyeK, rmnepaxoreHHbIx
BKJIlOUEHNI B nupamupkax. OcMoTpeHa opTonenoMm:
NMO3SULMOHHBIA KNUDO3; YKOPOUYEHWE NEBON HUKHEN
KOHEYHOCTW; MJIOCKOBaNbrycHas nedopmauus cTon
C ABYX CTOPOH; NAOCKOBaJibrycHas aedopmauns ro-
NeHen ¢ ABYX CTOPOH. OCMOTpEeHa HEBPOJIOFOM: HUMK-
HUI Napanapes; HapyLleHne MOXOAKM MO napeTuye-
CKOMYy Tuny.

Mo pe3ynbTatam obcnenoBaHms Obl10 pelleHo Bpe-
MEHHO BO34epXaTbCsa OT Ha3HavyeHns achoTa3om asb-
¢da, peKOMeH0BaHO AMHaMU4eckoe HabaoaeHme.

Mpv noBTOpHOM 0b6bcnepoBaHum B 4 roga 10 Mmec
AHTPOMOMETpPMUYECKNEe NMoKasaTennm B npeaenax Hop-
mbl (pocT 109,2 cm (SDS pocTta 0,64), Bec 20 kr (SDS
NMT 0,87), HO OTMEUYEHO YXYALLUEHME NOXOAKM, yCune-
HUe yTOMISEMOCTU 1N 60NEBbIX OLLYLLEHNA NPU XO4b-
6e (paccTosiHMe, KOTOPOE NaLMEHTKA MOXET NPONTU
CaMOCTOSITE/IbHO, COKpaTuiioch Ao 20 Mm). Mpu obcne-
NOBaHUW: Kanbunii obwmn — 2,27 mmonb/n (N 2,08-
2,65), pocdop — 2 mmonb/n (N 0,78-1,65), WD —
89 ea/n (N 70-360), napatropMoH — 0,6 nMonb/n (N
1,3-10). C yyeTOoM OTpMUATENbHON AMHAMUKKU Nauu-
EHTKE pEeKOMeHJO0BaHa Tepanus npenapaToM acdo-
Tasa-ajbda.
3aknyeHue

Penkas BcTpeyaemocTb MP®D 06bsCHAET rMnoamar-
HOCTUKy 3aboneBaHus. 13-3a MHOroobpasuns KAMHu-
yeckux npossaeHu NP yacto MMUTUPYET paa Apy-
rmx 3aboseBaHnn ONOPHO-ABMIaTeNbHOro annapara,
B yacTtHocTh AUIM. Pewatouwee 3HayeHne B AnarHo-
CTMKe 3aboneBaHUs MMEKT KAMHMKO-aHaMHecTuye-
CKue paHHble, onpegeneHve yposHs LD c yueTtom
BO3PACTHbIX HOPM U MONEKYNAPHO-TEHETUYECKUN

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

3 I I ®depepansHoe roCyaapcTBeHHoe 6|on>KeIHoe yupexaeHue
«HAUUMOHANTbHbIM MEOAULIMHCKUU

SHh _,u

aHanuns. PaHHAA AuarHocTuKa anl06pena Hanbonee

Ba*XHOe 3HayeHue nocne noABJieHNA 3aMeCTUTEJb-

HoW Tepanuu acdoTazoin-anbda.

https://doi.org/10.14341/PMPE-2022-67

CKpHMHHHT Ha BPOJXXJAEHHBIH
THIIOTHpeo3 B KpacHoApcKOM
Kpae: IMpollJjioe H HacTosAllee

"TapaHyweHkKo T.E., 'Kucenesa H.T., 2EnnsapbeBa T. 10.,
2JlenMaH T.B.

'dre0y BO KpaclMY um. npod. B.®.BonHo-AceHeLKoro
MwuH3gpaBa Poccuu, r. KpacHosipck, Poccus

2KIBY3 «KKMrI U, r. KpacHosipck, Poccusi

MpodunakTnka HacneaCTBEHHON U BPOMKAEHHOWN
NaTtonormm ssBASIETCS OCHOBHOMN Lesiblo AeATeNbHOCTU
yupexAeHUn u noapasfeneHnii MeanKo-reHeTuye-
CKOW cnybbl. HeoHaTaNbHbI CKPUHMHE OTHOCUTCS
K Ba*KHeuWMM npoduaakTUYeCKUM MeponpusaTUaM

3/ipaBoOOXpaHeHus.
B KpacHOSIpCKOM Kpae HeOoHaTallbHbli CKpU-
HUHI  peasun3yetca BeAYLWMM yupexieHnem —

KpaeBbiM MeAMKO-TreHeTUYECKUM LLEHTPOM, KOTOPbI
¢ 1970 ropa 3aHMMaeTCs BONPOCaMu KOHCY/bTUPOBa-
HUS, @ B HacTosiLLee BPEMS BbIMOJHSAET BECb CNEKTP
NPOPUIAKTUYECKUX U ANArHOCTUUYECKMX Meponpu-
ATUA C MPUMEHEHWEM COBPEMEHHbLIX METOLOB Npe-
HaTanbHON (4OPOAOBON) ANArHOCTUKN BPOMKAEHHbBIX
N HacNeACTBEHHbIX 3aboneBaHW, MepUKOHLLENUM-
OHHOW NpodunakTMKM (MOArOTOBKa K 6bepeMeHHOCTN)
M MaccoBoro obcnenoBaHUs BCEX HOBOPOMAEHHbIX
Kpas Ha HacneAcTBeHHble 3aboneBaHua. C 2006 T.
B paMKax NPUOPUTETHOr0 HaLMOHaNbHOIro MpOeKTa
«3popoBbe» [llporpamMma HeoHaTaNbHOIMO CKPUHUH-
ra 6bina paclimMpeHa Ao naTu 3aboneBaHuin (ranak-
TO3eMWs,, MYKOBMCLMO3, aApPeHOreHUTaNbHbIA CUH-
APOM, GEHUIKETOHYPUSA U BPOXKAEHHbIV TMNOTUPEODS),
pernamMeHTMpyeTcsa COOTBETCTBYHOLIUMA  LOKYMEH-
Tamn (Mpukaszom MwuH3gpascoupassuTus Poccuu
0T 22 mMapTa 2006 roaa N2 185 «0O maccoBoM obcne-
LOBaHWN HOBOPOMAEHHbIX AeTeli Ha HacneaCTBeH-
Hble 3aboneBaHus», MNpukasom MuH3gpaBa Poccun
oT 15 Hos6psi 2012 roga N2 917H «06 yTBepxae-
HUX NOpsiiKa OKasaHWsA NMoMOLWM H6OMbHBIM C BPOX-
OEeHHbIMU 1 (MNIM) HacneACTBEHHbIMM 3aboseBaHu-
sAMu», MpukasoM MuHsgpaBa Poccunm oT 15 Hos16ps
2012 ropa N2 921H «06 yTBepaeHUn MopaaKa oka-
3aHUS MEAMLIMHCKOM MOMOLWN Mo NPOodUI0 KHEOHa-
TONOrnsA») N GUHAHCMpPYETCS 3@ CUET CPeacTB Cybb-
eKkTa PO (KpacHosipcKuii Kpait).

BaHOCTb HEOHATaNIbHOIO CKPUMHWHIA He Bbi3blBa-
€T COMHEHWW, MOCKOJIbKY pesynbraTbl 3TON paboTol
NMO3BOJISIIOT CBOEBPEMEHHO BEpUGMLMPOBATL NATON0-
rmo 1 neunTtb 3aboneBaHuns, KOTOPbie MPeACTaBAAOT
Cepbe3Hble AMarHoCTUYECKUe TPYAHOCTU ANs Bpayei
obLLelt NpaKkTUKK.
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Lenb HacTosiLlero uccnefoBaHusa: peTpPOCNeKTUB-
HbI @Hann3 CTaTUCTMUYECKUX AaHHbIX O pesynbraTax
HEOHaTaNbHOr0 CKPWHWHIa Ha BPOMAEHHbIA rUMNo-
Tnpeos (BIN) B KpacHosipckoM Kpae 3a nepuon 1994-
2021 rr.

BbinoNHeHHass paboTa OCHOBaHa Ha CBeAEHUSX
N3 CTaTUCTUYECKUX 0TYETOB KpacHOSIPCKOro Kpaeso-
ro MeJMKo-reHeTMYeCKoro LeHTpa € AaHHbIMU O KO-
NMyecTBe HOBOPOXAEHHbIX, KONMyecTBe 0b6cnefoBaH-
HbIX W BbIIBNEHHbIX ClyyaeB BI' 3a 26-neTHUI nepuoa.
Bce naHHble, BHECEHHYIO B 3NIEKTPOHHYIO0 6asy, 06-
paboTaHbl C MCMNOJIb30BAaHMEM MakeTa MNporpamm.
3aboneBaeMoOCTb paccuMTbiBanacCb 3a KaxAablh Ka-
NeHAapHbIN rof C y4eToM yncna obcnefoBaHHbIX HO-
BOPOXAEHHbIX M KOJIMYECTBA BbIABNEHHbIX Cly4aeB
3@ TOT e KaneHAapHbIA roga,.

Pe3synbTaTbl U 06CyKAEHMUSA

Brnepsble aHanu3 pe3ynbLTatoB HeoHaTanbHOro
CKpPUHKMHra Ha Bl B KpacHosipcKkoM Kpae 6bii npoBe-
geH B 1995 r. n Brkaoumn 25 130 HOBOPOMKAEHHBIX,
yto cocTtaBuno 91% oT umcna peter, PoOAUBLUUX-
csa *KuBbiMu [1]. YpoBeHb TTI onpenensnca B Cyxux
MATHAX KPOBM MMMYHO- (JIOOPECLEHTHbIM METOAOM
C UCnonb3oBaHMEM KoMMepueckux HabopoB «Delfia
Neonatal hTSH». Ha I aTane CKpuHWHra npu yBennye-
HUWN KOHUEeHTpauuu TTI Bbille NMOPOroBOro 3HayeHus
(bonee 20 MKE[/MN) npu NOATBEPMKAEHUM aHanM3a
NMOBTOPHbIM UCCNeAoBaHMEM (PETECTUHIOM) B TOM Ke
obpasLe KpoBu, pesynbraT pacLeHMBaaCs Kak nep-
BMYHO-MONIOKUTENbHbIA, B JIMIY N0 MeCTy KuTesb-
cTBa pebeHKa HanpaB/An0Ch COobLLEHNE O Noao3pe-
HUWN Ha BPOMAEHHBIN rMNOTMPEO3 1 0 HEOBX0AMMOCTH
NMOBTOPHOro obcnenoBaHWst ANS YTOUHEHUS AMArHO-
3a. Ha II stane CKpuHWHra npu MNOBbIWEHUN YPOB-
Ha TTI 6onee 5 MKEZl/MN B NOBTOPHO B3STOM 0bpasue
KpOBW. Bnepeble Nony4YyeHHble pe3ybTaThl yKa3sbiBaau
Ha cieaytoliee: NEPBUYHO-MONOMKUTENbHbIE NPO6LI CO
3HaueHneMm TTI 6onee 20 MKE[/MA, NoATBEPMKAEH-
Hble PETECTUHIOM, cocTaBuan 3,76 % oOT obLiero unc-
Na MpoBefEeHHbIX UCCnefoBaHuiA (rMnepTMpeoTponm-
Hemus, Tpebytowas npoeseHus II aTana CKPUHUHra)
N oTMeueHbl Yy 946 HOBOPOXAeHHbIX. C y4eTOM OKOHYa-
TeNbHbIX AAaHHbIX YaCcToTa BPOXAEHHOIO rMnoTMpeosa
Ha TeppuTopuun KpacHospckoro kpas B 1995 r. no uto-
raMm HeoHaTaNbHOro CKpWHWHra coctasuna 1:4132.
B Lenom npeacTtasBfieHHble pe3yabTaTbl CKPUHUHIA, Bbl-
nonHeHHoro B KpacHofipcKoM Kpae 25 net Hasaj, no-
3BO/INAV BrepBble 0603HAaUNTbL YaCTOTY NEPBMUHOIO Bl
B pernoHe, 0603HaunTb 400 AETEN C TPAH3UTOPHOM
AnchyHKUMEN LWNTOBUAHON Kefe3bl B HEOHaTalbHOM
nepuoze, BbiCKa3aTb NpeAnosoKeHne 0 B3anMOCBA3U
npexoaslleri rmnepTUpPeoTPoONMHEMUN C OCOBEHHO-
CTAMM afanTauMOHHOIro nepuoja y AeTel B paHHemn
MOCTHaTaIbHOW U3HW 1 NOATBEPAUTL FMNoTe3y o 60-
Jlee No3AHeM CTaHOB/IeHME rMnodn3apHO-TUPEOUHbIX
B3aVMOOTHOLLEHNI C 3ano3ganbiM CHuxeHvem TTM
npv HebnaronpusTHOM TeyeHUn bepeMeHHOCTH, NaTo-
JNlornmn poaos, 3abosieBaHUsAX MaTepu.

KpaTkas nHpopmaums o pesynbraTax HeoHaTalb-
HOro CKpuHWHra Ha Bl 3a nepwuopn 1994-2021 rr.
npeacTaBieHa B Tabnuue 1.

Taban. 1.
[JaHHble HeoHaTaJibHOr0 CKPUHUHIa Ha Bl
3a nepuog 1994-2021 rr.
Hauano ckpuHuHra Ha Bl 1994 r.
2. YNCNO HOBOPOMKAEHHbIX, 914 714
o6cnefoBaHHbIX MO NporpaMme
CKPUHUHra
3. Yuncno HOBOPOXKAEHHbBIX 4574 (0,5 %)
C NONOXUTENbHBIM 1 TECTOM Ha
TTr
4. BbisiBNeHO 601bHbIX C Bl 259
5. YacTtoTa BI' B KpacHoApCKOM 1:3532
Kpae (ycpeaHEeHHbIN
nokasaTesib)
Cut-off no TTI (B nepBbie
2 HELeNN XRU3HK) 20 MKEa/Mn
Ha Hayano CKPUHUHra 12 MKEA/Mn
6. B HacTosLllee BpeMms
Cut-off no TTT (nocne aByx 5,0 MKEa/mn
HeAeNb XKU3HN)

3a nepunog 1994-2021 rr. CKPUHUHT NO3BOJN Bbl-
ABUTb 259 petelt ¢ Br, T.e. bnarogaps HeoHaTabHOMY
CKPUHUHIY 3HauuTesbHas 4yacTb 9TUX [AeTel Hadyana
nony4yatb 3aMeCTUTENIbHYIO Tepanuio TUPOKCUHOM
B MaKCMMaJibHO paHHeM Bo3pacTe (MepBble AHU U He-
LENN HNU3HN). XOPOLLO M3BECTHbI INTEPATYPHbIE AaH-
Hble «AO0CPUHUHIOBOro nepuoja» 0 Mo34HUX CPoKa
NOCTaHOBKW AmarHosa Bl koraa pesynbratoMm Mo3g-
Hel ANarHoCTUKN U HECBOEBPEMEHHOW Tepanuu 6bian
CHUXEHNEe CpefHero MHTeNNEKTYanbHOro Koapouum-
eHTa (IQ), TaAxenas 3ajeprkKa YMCTBEHHOr0 pa3Bu-
TVA, HapyLWeHWs TOHKO MOTOPUKK, OTCTaBaHus B Gu-
3MYECKOM pPasBUTUM, OrpaHMUYEHHble CMOCOBHOCTM
K 0byueHuto 1 1.4. [2,3,4]

CpaBHeHWe nMpeAcTaB/iEHHbIX  BbllWe  AAHHbIX
ot 1995 r. ¢ pesynsTataMm HeoHaTaNbHOro CKpwU-
HWHra 3a nocjefHue roAbl NOKa3ano BaKHble N Mo-
3UTUBHbIE N3MEHEHUS aHaNU3MpyeMblX NoKasaTenewn
B KpacHoapckoM Kpae. Tak [ONA HOBOPOMAEHHbIX
C NEPBUUYHO-MONOKUTENbHBIMU 3HAYeHUsIMK TTT (ru-
nepTMpeoTPONMUHEMUA, MOATBEPHKAEHHAA PETECTUH-
roMm), cokpaTtunach ¢ 3,76 % no 0,5%. 06bsAcHeHMEM
AaHHOro dgaKkTa MoMeT 6biTb CHUXEHWE BKNaAa hoa-
HOM HEeAOCTaTOYHOCTM B HapylUeHWe COCTOAHMUA Tu-
pPeouAHOW CUCTEMbBI KaK Yy MaTepu B nepuos bepemeH-
HOCTW, Tak W MnjaoAa M HOBOPOMKAEHHOrO. XOpowo
M3BECTHO, YTO NpUpoAHasa MoAHas HeLOCTAaTOUYHOCTb
BO BHELUHEeN cpefe NpMBOAUT K PasBUTUIO YMEPEHHO
Bblpa*EHHOro NepBUYHOr0 rMNOTMpeosa C MoBblLLe-
HueM 6asafbHOW U UHAYLMPOBAHHON TUPOMBEPUHOM
cekpeuuun TTI y HeLOHOLUEHHbIX HOBOPOMXAEHHbIX
peTei. PUCK pa3BUTUA TPaH3UTOPHOro rMnoTupeosa
NOBbLILWAETCHA C YBEJNYEHMEM CTEMeHU HeAOHOLUEeH-
HOCTM pebeHKa. BaxKHO, UTO AarKe nerkas CTeneHb
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MUHUCTEPCTBO HAYKW
W BbICLLENO GEPAZOBAHUS
POCCUMIACKON OEAEPALIMA

MOAHOM HefOoCTaTOYHOCTUM MOMET COMpOBOMKAATb-
CA pasBUTMEM TPaH3UTOPHOro rMNOTMpPeosa U TpaH-
3UTOPHOW FUNEPTUPOTPONUHEMUEN Y HOBOPOMKAEH-
HbiX [2]. OA4HaKO 3TN HapyLweHue cekpeunn TTI MOXKHO
npeaynpeauMTb HasHayeHWeEM npenapaToB nopa Ma-
Tepu B nepuog 6epemeHHocTu. NocnegHre roapl pa-
60Tbl NeaAnaTpoB, aKyLIepoB FMHEKOJIOr0B, 3HAOKPU-
HonoroB B KpaCHOSIPCKOM Kpae XapaKkTepusyloTcs
BbICOKOW aKTMBHOCTbIO B OTHOLIEHUU MNpoduNaKkTm-
UECKUX MeponpuaTUiA, Hanpas/ieHHbIX HA OXpaHy Ma-
TEPUHCTBA W AETCTBa; NPU 3TOM MNpeaynpexRAeHUto
nopofedMUMNTHBIX COCTOSHUI yaensdeTca ocoboe no-
BblLLEHHOE BHMMaHWe, He CONOCTaBMMOe C ucTopuye-
CKMM NpoLabiM 25-neTHen LaBHOCTM.

OpyruM nokasaTeneM, KOTOPbIA AEeMOHCTpuUpyeT
NONOMUTENBHYIO AMHAMUKY [AaHHbIX HeOoHaTaNbHO-
roO CKpPUHWHra, ABAAeTCA nokasaTtenb 3abonesaemo-
CTn BI, KOTOpbIA CYWeECTBEHHO CHW3WJACA M COCTa-
Bun 1:3530 (B 2020 r.), npotue 1:4132 (B 1995 r.).
MHOroUnCNEHHbIMU HayYHbIMKU UCCNELOBaHUSAMU LO-
KasaHau HeocnopuMa npuUYacTHOCTb TAMKENION NOLHON

UCCNEAOBATENbCKUM LEHTP SHAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L Ll ALORAT R MERMHCIO - o e

In=
HeLOCTaTOYHOCTM K PasBUTUIO TAXKENOro HeoHaTallb-
Horo runoTtupeosa y 10% nonynsiuMyv HOBOPOKAEH-
HbIX AeTel. 3TO COCTOSTHNE MOXET MMEeTb TPaH3UTOP-
HbIA XapaKTep, HO MPY 3TOM B KPUTUMYECKME NEPUOLbI
dbopMupoBaHMa ronoBHoro Mosra (mepBble Mecsubl
N FOA4bl }XU3HU pebeHKa), LaxKe BPEMEHHbIE CHUMKEHMS
oyHRuumn WX MoOrytT cTaHOBMTbCS MPUYMHONM pas-
BUTUSA 3HAEMUYECKUX MEHTajbHbIX HapyLIeHWR, Ko-
TOpble ONUCaHbl y KJAWHWYECKU 3YTUPEOULHbIX SN,
MPOMMBAKOLWNX B paioHax C 3HAEMUYECKUM 3060M.
XoueTca HafesTbCHA, 4YTO MNPUYMHHO-CAEACTBEHHas
CBSI3b MeXAy MNPOBOAMMON B Kpae MoAHOW npodu-
NaKTKoM (0COBEHHO Yy 6EPEMEHHbIX MKEHLUUH) U CHU-
eHVeM nokasartens 3abonesaemocTu Bl no faHHbIM
HeoHaTa/llbHOr0 CKPWHWHIa BHEC/Ja OonpefeneHHbIN
BKJ1aZ B KOHTPOJIb Haj4 pacCMaTpMBaEMOl BPOXKAEH-
HOW TupeonaTunen.

JaHHble 0 pgone (%) HOBOPOMAEHHbIX, BOBJEYEH-
HbIX B CKPUHWUHT Ha Bl 1 0 KonnMyecTBe BbIABIEHHbIX
chydyaeB 3aboseBaHus B LesOM Mo KpacHOSipCKOMY
Kpato NpeacTaB/ieHbl B Tab. 2.

Tabn. 2.
loa Poannnce YMepau 6e3 O6cnespoBaHo Ha Bl % oxBaTa 3aboneBaeMocCTb
HKUBbIMU obcnepoBaHms CKPUHWHIOM
1994 29160 HeT AaHHbIX 24184 82,9 1:8061
1995 27620 HeT AaHHbIX 25328 91,7 1:3618
1996 26427 HeT AaHHbIX 24975 94,5 1:6243
1997 27333 216 25898 95,5 1:3237
1998 28773 310 27595 97,0 1:3942
1999 27170 328 26331 98,1 1:4388
2000 28268 306 27531 98,5 1:2753
2001 30011 371 29349 99,0 1:3261
2002 31925 251 31485 99,4 1:2421
2003 33119 220 32719 99,5 1:5453
2004 33089 224 32685 99,5 1:4669
2005 31758 200 31385 99,5 1:4483
2006 32084 176 31805 99,7 1:5300
2007 34369 153 34170 99,9 1:3796
2008 37108 149 36868 99,8 1:3072
2009 38230 160 37975 99,8 1:4746
2010 38604 125 38382 99,7 1:2398
2011 38363 104 38136 99,7 1:3466
2012 41256 156 40869 99,4 1:3405
2013 41195 130 40905 99,6 1:4090
2014 41227 125 40975 99,7 1:4552
2015 41053 84 40815 99,6 1:2721
2016 39581 83 39341 99,6 1:1873
2017 35440 83 35212 99,6 1:4401
2018 33427 68 33199 99,5 1:3688
2019 30013 60 29779 99,4 1:2707
2020 28989 66 28766 99,5 1:3595
npeas. 2021 28302 68 28052 99,4 1:4007
WToro 914 714 1:3531
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MpvBeaeHHble B Tabnvue cBeAeHWs YKasblBaloT
Ha 3HauUTeNbHbI MPUPOCT uncna obcnefoBaHHbIX
peteri 4o 2015 r. ¥ HEKOTOPOM CHUMKEHMEM 3TOr0 MO-
KasaTens 3a nociiefHune roabl, YTo obycnossieHa 4emMo-
rpadmyeckMMmn 0CoH6eHHOCTAMM CO CHUKEHUEM POXK-
naeMocTu. BaxHo, obLiee uncno geten, BOBNEYEHHbIX
B obcnepoBaHue, coctaBuio 914 714 uenosek, a f,0N9
(%) oxBaTa CKpUMHMHIOM 3a nocneaHue 20 net
(c 2001 r.) He cHwkancs HuKe 99%. AbconoTHoe
KOJIMYecTBO cnyyaeB 3aboneBaHus Ha TepputTopun
KpacHosipcKoro Kpas B pasHble rofbl Tepputopuu
CYLLeCTBEHHO BapbupyeT OT MUHMManbHbIX (4 noa-
TBEPMKAEHHBIX Cyyas) 4O MakKCUMalbHbIX 3HAYEHWi
(21), npu aToM MeamaHa cocTaBuna 8,5, a cpeaHee
3HauYeHne MOATBEpPKAEHHbIX AMarHo3oB 9,7 cnydyaes
Bl B roa.

CobcTBEHHbIN aHanu3 exxeroaHol 3aboseBaemMocTu
Bl 3a 25-neTHMi nepuoa CBMAETeNbCTBYET 06 onpe-
LeNleHHOl BapnaTMBHOCTM NoKasaTtens (puc. 1).

Puc. 1. 3aboneBaemocTb Bl no AaHHbIM
HEeOHaTaJIbHOro CKPMHUHTra

1994
995 |
1995
997 |
998
1999
2000 |
2001
002
2003 |
2004
2005
2006
007
2008 |
2009
2010
011
012 |
2013 |
2014
2015
2016
017
08
019
2020

npeAa.A

CornacHo npaBufiiaM CTaTUCTUKK, MHOMECTBO
CYMTaeTCd 3HaYMMO HEOLHOPOAHbIM MpY KO3IhPULM-
eHTe Bapuauumm >20%. MNepBble roabl NPoOBeAEHUS
CKpuHMHra Ha Bl xapaKtepusoBajiacb 3HauUTEJb-
HOWM BapuabenbHOCTbIO C KO3IPPULMEHTOM BapmaLmnm
cBbiwe 35%. 3a nocnegHue rofbl K 0COH6EHHOCTAM
3aboneBaeMocTn Bl B KpaCHOSIPCKOM Kpae MOMHO
OTHECTU CYL,eCTBEHHOE CHUMEHWE BbIABASEMOCTHU
Bl B cpaBHEHUN C Ha4vasbHbIMX 3Tanamy MaccoBsoro
obcnepoBaHuUs, CONOCTaBUMOCTb MOJYYEHHbIX CBeAe-
HWIA NO Kpa C AaHHbIMW POCCUNCKON N 3apyberKHON
cTatucTuku [4,5,6]. MpUUNHbI BHYTPUPETMOHANbHOM
HEOAHOPOAHOCTM Pe3yabTaTOB CKPUMHMHIA OCTaloTCA
HeLO0CTaTOUYHO MOHATHLIMK, BMecTe C TeM beccnop-
HbIM C/lleflyeT cuMTaTb Ba*KHOCTb WU 3HAYMMOCTb HEO-
HaTalIbHOr0 CKPUHWHIa B NeAnaTpum n eTCKOM IHA0-
KpMHONOrMn. B Kpae He 3aperncTpMpoBaHO HU O4HOMO
C/aly4yas BPOXAEHHOMo NepPBMYHOrO rMNoTMpeosa, Ko-
TOpbI AMarHoCcTMpOBaH nocsie 06cnenoBaHNs HOBO-
POMAEHHOIr0 Ha BPOMKAEHHbI FMNOTUPEODS.
3aknroyeHue

MNpeacTaBneHHbI PETPOCNEKTUBHBLIN aHann3 cTa-
TUCTUYECKUX [aHHbIX O pe3yfbTaTax HeoHaTalb-
HOIFO CKpPVMHMHIA Ha BPOMAEHHbIA runoTupeos (Bl)
B KpacHoapckoM Kpae 3a nepuog 1994-2021 rr. no-
3BO/INET 06CYXAATb MOJNIOKUTENbHYIO ANHAMUKY 3a-
60/1€BaEMOCTM BPOXKAEHHBIM TMMOTUPEO30M, @ TaKKe

CYLLECTBEHHOE CHUMEeHMNe BbISBASEMOCTN NEPBUYHO-
NONOMUTESNIbHLIX 3HaueHnin TTI (rmnepTupeoTponu-
HEMUS), UTO CBMAETENbCTBYET O NO3UTUBHbIX U3MEHE-
HUAX CUTyauun B permoHe no npodunakTMke nogHoOro
nedvuuTa.
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Pe3ynbTaThl
HeOHaTaJIbPHOI'0 CKpHHHHTIa
Ha BPOJXJEHHBIN 'HIIOTHPEO3
M afipeHOTreHUTaJIbHbIH
CHHApPOM B CTaBpOIIOJIBCKOM
Kpae

TBY3 CK «AKB um. K. duannnckorox», r. CtaBponons, Poccus
2I'bY3 CK «CKKIU», r. CtTaBpononb, Poccus

HeoHaTanbHbIi CKpUHMHI (MaccoBoe o06cneno-
BaHMe HOBOPOMAEHHbLIX) — OAMH M3 3PPEKTUBHbIX
cnocob6oB BbIBAEHUSI Hanbosiee pacnpocTpaHeHHbIX
BPOMAEHHbIX U Hac/NeACTBEHHbIX 3a60/IeBaHN Yy HO-
BOPOXAEHHbIX AeTel. B Hawelr cTpaHe C cepeauHbl
80-X ro0B MPOBOAUTCA CKPUHWUHI Ha QEHUNKETOHY-
puto, c cepeamnHbl 90-X rogoB — Ha BPOXKAEHHbIV M-
noTtupeos (Bl), a c 2006 roaa B paMKax peaansauunm
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3 I I ®depepansHoe roCyaapcTBeHHoe 6IO,EL>KeIHOe yupexaeHue
:::réﬁl’::gl’:;::ggz‘"”ﬂ I I «HAUMOHAJIbHbIM MEAULMHCKUN .,
POCCANCKOM OEAEPALIAM I TN o s sapasooipanirum poccnncson Descpaum
Tabn. 1
rfoasbl Kon-Bo HOBOp-X MNpoBeneHo Kon-Bo OTkas ot 5H3 OTKas B3sTO Ha
CK no AaHHbIM TecTos Ha Bl NOATBEPXAEHHOM (nepBuYHO) OoT peTecTa yyeT B’
POCCTATA BKJ. peTecT-e naTonoruu Ha Bl N0 CKPUHUHIY
2017 32253 32584 8 7 0 8
2018 30670 31672 7 28 1 8
2019 27974 28132 10 29 0 10
2020 27394 26685 5 33 0 5
2021 26987 26912 10 36 0 10
WTtoro: 145278 145985 40 133 1 40

NPMOPUTETHONOHALLMOHANLHOMOMNPOEKTa«340P0OBLEY
B HeOHaTajibHblAi CKPUHWHI BKJOYEHa AunarHo-
CTUKa ajpeHoreHuTanbHoro cuHapoma (ArC), ra-
NIAaKTO3eMUM M MYKOBMCLMAO3A, COrNacHO MpuKa-
3y MunHsgpascoupassutusa Poccum ot 22.03.2006 1.

B — Haubosiee yacTo BCTpevallleecs 3abone-
BaHVe LWMUTOBUAHOWN Kefesbl y AeTel, NpU KOTOPOM
HabnopaeTca CHUMKEHUE OYHKUUW HKenesbl BMAOTb
LO MNONHOro ee BblNafeHWUs, 4TO MPUMBOAUT K 3a-
LepXKe pa3BuTusa n anddepeHUMPOBKN BCEX Opra-
HOB N CUCTEM, U B nepsyt odepeab LUHC. YacToTa
AaHHoM natonorunm coctasnset 1:3000-4000 HoBO-
poXaeHHbIXx B EBpone, ao 1:6000 B AnoHuu, y nuuy
HerpouaHol pacbl 3abosieBaHMe BCTpeyaeTcs A0-
CcTaToyHo peako (npumepHo 1:30000), npu 3TOM
B 2-2,5 pasa ualle BCTpeyaeTca y [AEBOYEK, UYeM
Yy ManbuynkoB. B Poccum 3TOT NoKasaTtesib COCTaBsseT
B cpeaHem 1:3600.

B cBs3n ¢ Manon cneunduUUHOCTbIO U CTEPTOCTLIO
CUMNTOMOB Yy HOBOPOXAEHHbIX, KNMHNWYECKas KapTUHa
3abo/ieBaHUs NPOSIBASETCS NO3/AHO, 06bIYHO He paHee
4-6-TU MeCALEB *N3HWN. B 3TN CpOKMN GOPMUPYIOTCH TS -
)eNble coMaTuyeckme u MeTabosiMueckme Hapylue-
HUA, BCAeACTBUE Yero sQPeKTUBHOCTb JIEUEHUSA PE3KO
CHUMXaeTcA. ToNibKo BKAOUeHne Bl B cucteMy HeoHa-
TaJbHOIO CKPUHUHIa NO3BONSAET OCYLLECTBUTbL CBOEB-
PEMEHHYIO ANArHOCTURY M Hauaso ieyeHns 6onbHbIX
aeteli. 1o 3aboseBaHMe OTBEUYAET BCEM KPUTEPUSAM
HEeoHaTaJIbHOr0 CKPUHWHIA, NO3TOMY OHO BKIKOUYEHO
B MpOrpaMMbl HeEOHaTaJbHOMO0 CKPUHWHIA MpPaKTU-
YeCKn BCex CTpaH. HeoHaTanbHbIA CKPUHWUHI Ha Bl
CTa/l BO3MOXEH NocJie Toro, kak B 1973 . KaHaACKui
yyeHblin [llocco paspaboTtan paanMouMMMyHoOOrMYe-

CKMI MeToA, TECTUPOBaHUA TUPOKCUHA B CYXOM MNATHE
KpoBu. lMepBble CKPUHMHIOBbIE 06CIef0BaHNA Bblan
nposefeHbl B KBebeke (KaHana). B 1975 1. sNOHCKNiA
yuyeHblli Xupowu Hapyce npeanoxmn MetToa onpeae-
JIeHNs B CYXOM NATHE TUPOTPOMNUHA, KOTOPbLIA Moay-
UMN LWMPOKOE pacrnpocTpaHeHWe BO MHOMMX CTpa-
Hax Mupa. B CTaBpOno/JibCKOM Kpae CKPUHUHI Ha Bl
Hauancsa c 1996 r.

B Tabnauue 1 npeactaBieHbl AaHHble MO HEOHa-
TaNbHOMY CKPUHUHIY Ha Bl B CTaBpOMNoJibCKOM Kpae
3a 2017-2021 r.r.

Mo pesynstaTaM HeoOHaTaslbHOr0 CKPWHWHIa 3a
2017-2021 r.r. onpeaeneHa vactoTa Bl Ha TeppuTopumn
CTaBponosibCKOro Kpas — B cpeaHeM 1:3632 HOBO-
POXAEHHbIX.

AFC — rpynna HacneaCTBEHHbIX 3aboneBaHui,
HacJsiegyemMblX MO ayTOCOMHO-PELEeCcCUBHOMY Tuny
N MpoTeKawWmMXx C PasfUYHbIMU  KIAUHUYECKUMN
M TOPMOHaNbHO-MeTaboNIMYECKUMU MPOSABAEHUS-
MW, B OCHOBE KOTOPbIX JIEXUT Ae-OeKT GepMeHTHbIX
CUCTEM, yyacTBylLlMX B 6MOCUHTE3e KOpTM30/a.
HeoHaTanbHbIl CKPUHWUHI MPOBOAUTCH ANA BbIAB-
JIeHUs NUWb OoAHOW Hambosiee pacnpocTpaHeHHOoM
dopMbl AIC, obycnoBieHHoON aeduunTomMm depmeH-
Ta 21-rugpokcunasbl (P450c21); pacnpocTpaHeH-
HOCTb 3TOA GOPMbl B COTHM pa3 npeBbillaeT pac-
NpOCTpaHeHHOCTb Apyrux ¢opm AIC n B cpegHeM
B Mupe cocrtasnger 1 Ha 14 000 HOBOPOMAEHHbIX.
B CTaBpONoO/IbCKOM Kpae CKpUHUHI Ha Al npoBoANT-
cac2006T.

B Tabnauue 2 npeacTaBfieHbl AAHHbIE MO HEOHa-
TanbHOMY CKpuHUHIY Ha AI'C B CTaBpOnoJIbCKOM Kpae
3a 2017-2021 r.r.

Tabn. 2
foabl Kon-Bo HOBOpP-X MpoBeaeHo Kos-BoO OTkas oT 5H3 OTKas oT B3ato Ha yuet Bl
CK no AaHHbIM TecToB Ha Bl | noaTBepAeHHON | (NepBUYHO) peTtecTa Ha MO CKPUHUHTY
POCCTATA BKJI. peTecT-e naTonoruu BI
2017 32253 32584 4 7 1 4
2018 30670 31672 6 28 0 4
2019 27974 28132 3 29 2 3
2020 27394 26685 0] 33 2 0
2021 26987 26912 3 36 4 3
WToro: 145278 145985 16 133 9 16
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Mo pesynbTataM HeOHaTaJibHOrO0 CKPWHUHra 3a
2017-2021 r.r. onpepeneHa vactota AIC Ha Tep-
putopun CTaBpOMNOAbLCKOr0O Kpas — B CpedHeM
1:9080 HOBOPOXKAEHHbIX.

BbiBOAbI

Pe3ynbTaThl HEOHATaNbHOIO CKPUHWUHIA, OpraHm3a-
uma ero nabopaTtopHoro atana Ha Bl u ArC noaTtsep-
LWNN ero BbICOKYH0 3G PEKTUBHOCTb B paHHEl AnarHo-
CTMKe 3aboneBaHus.

Ha paHHMX 3Tanax npoBeAeHWs HeOHaTalbHO-
ro CKpuHmHra B CTaBpOMOJIbCKOM Kpae MOMEHT Mo-
CTAaHOBKW [AmarHosa MW cTapTa JiedeHUs 3aHuMan
[0 2-3 Hepenb. B HacTosWwee BpeMa AaHHbIA CPOK CO-
KpaTuacsa oT HECKOJIbKUX AHEN A0 HeAEeNN, YTO NO3BO-
JIAT CBOEBPEMEHHO HauyaTb CneumMduUecKyio Tepanmio,
npesLoTBPaTUTb HEGNAronNpUATHLIE MCXOAbI, COXPaHMWB
XOpOLlee KayeCTBO MW3HM U MOJIHYIO COLMalbHYIO
ajantaumio naunmeHTa u ero CEMbM.

https://doi.org/10.14341/PMPE-2022-69

CnyuyaH BpOXXAEeHHOH
BHUCOYHKIHH KOPBI
HaZAIMOYeYHHKOB — IIP06s1eMsbI
onpezneseHH NoJya
IIPH POKAEHHH

2dpunumoHoBa A.H0., 2BsiskoBa E.H., *sky6oBckun LU,
“MpwuBanosa E.I., ?llBeuoBa A.O.

'®re0y BO PasrMY MuHsgpasa Poccuu, . PasaHb, Poccus
2I'BY PO «O4KB uM. H.B. iIMnTpureBoii», I. Pa3aHb, Poccus
3rBY PO «OKIMLU», r. PasaHb, Poccusa
“I'BY PO «lopoackas aeTckas noaMKanHuka N°1», r. PsizaHb,
Poccusa

BesepeHne

BpoxkaeHHasa AMCOYHKUMS KOPbl  HaAMOYeYHU-
kKoB (BAKH) (ampeHoreHuTanbHbin cuHapom (ArC),
BPOM/AEHHAs HaAMouYeuyHNKoBas rmnepnaasnsi) — ob-
yCNnoBiAeHa HapyleHWeM CUHTe3a KOPTU30Ha U u-
LPOKOPTM30Ha B KOpe HaAMO4Ye4YyHWKOB, MOBbILIEHN-
€M aApEeHOKOPTUKOTPOMHOr0 FOpPMOHa rMnodusomM.
B 95% cnyuaeB BJIKH aBnseTca pesynsraTtoM aedu-
umta pepmeHTa 21-rugpokcunasbl . lreH CYP21, Ko-
AVpYOLWMA depMeHT 21-rnapoKcunasy, 1o0Kkaan3osaH
Ha KOpPOTKOM nneye 6-1i XpoMOCOMbl. B pesynbrate
nedeKkTa BbIpaboTKM 21-rnmapoKcunasbl CHUXKaeTcs
CMHTE3 KOPTMN30J1a, YTO N0 MexaHn3My obpaTHoli CBsi-
31 cTuMyaupyeT BbipaboTky AKTI B runo¢puse. 310
NPUBOAMUT K rMMepnaasvm Kopbl HaAMNOYEYHNKOB, rae
YCUNEHHO NPOAYLMPYIOTCA TE TOPMOHbI, CUHTE3 KOTO-
pblX HEe HapylweH — NPenMyLLeCTBEHHO aHAPOreH.l.
ObpasyeTcss MHOro NPOMENKYTOUYHbIX MPOAYKTOB CUH-
Tesa KopTusona, Hanpumep 170H-nporecTtepoH (17-
OHNM), oKasbiBalOWNIA HAaTPUIRypeTUUECKOE AeCTBUE.
CuHTE3 KOpTM30/1a U aNbA0CTEPOHA OCTAETCSH HU3KNM.
[laHHble N3MEHEHUS NPUBOAAT K HapyLleHWo obMeHa

3/IeKTPOINTOB — YCWIEHHOMY BbIBEAEHWNIO HATpUS,
XN0pPNA0B, runepkaanemMuu. BblAensaoT Kihaccude-
CKYI0: BUPUNBHYIO U CONIBTEPSAIOLLYIO, U HEKNaccuye-
CKylo popMbl BAKH. Taenoe coctosiHMe NauMEHTOB
yalle OoTMevaeTcs y AUl C conbrepstowein GopMon.
CBoeBpeMeHHas aMarHoCTUKa 1 nevyeHne No3BonsoT
obecneunTb nauuweHtam ¢ BAKH ynyyweHue Kauye-
CTBa MMU3HWU U COUMaNbHYO ajanTauuio.
OnucaHue cny4vas

PebeHoK poaunncs ot 4 6epemeHHocTu (1 6epemMeH-
HOCTb — MaJibuMK 18 net 340poB, 2 6epeMeHHOCTb Me-
pabopt, 3 6epeMeHHOCTb HepasBuBaloLLasAcs), Mpo-
TeKaBWeNn C Yrpos3on npepbiBaHus B 12 Hepens,
cTauMoHapHoe neuyeHue, 20 Hejenb UCTMUKOLLEPBU-
KasbHas HeAOCTaTOYHOCTb, C 26 Hejenb recTauMoH-
HbIN caxapHbIil AnabeT. HacneaCcTBEHHOCTb — Y MaMbl
anddy3HbI HETOKCUYECKNin 306. Poabl 2, camonpouns-
BOJIbHble Ha 38 Hepene, pocT NpU poXAeHUN 52 cm,
Bec — 3170 rp, oueHKa no wkane Anrap 7/8 6annos.
Mpu poXAaeHWM B NepuHaTaNbHOM LeHTpe y pebeHKa
3adMKcupoBaHa ruvnocnaams, Kpuntopxmsm. B nep-
Bble CYTKM OTMEYancCss CHUXKEHHbI YPOBEHb FNKe-
MUK, B CBA3N C YeM Ha 3 CyTKu nepeseneH B OMHHA
06/1aCTHON JETCKOW KAWMHWYECKOW 60nbHWULbI, Ae
npu MNOCTYMJIEHUN OTMEe4yanocCb HernpaBuJibHOE CTPO-
€HMe HapyXHbIX MOJIOBbIX OPraHoB — runepTpodus
KaBepHO3HbIX Ten, obliee MOuYenosioBoe OTBeEpCTME
Yy3K0e, MOLLOHKa HeJopa3BuTa, TECTUKYJbI He onpeje-
NISIOTCA, 3NEKTPONUTBI KPOBU: Kanuih — 5,4 MMonb/n,
HaTpuih — 136,9 MMonb/n, Npu npoBeaeHun Y3W op-
raHoB MOLUOHKWM NOA03PEHME Ha Hanuuune aunyek, Y31
OpraHoB Manoro Ttasa — OnpejenseTcs MaTka, aud-
HUKN 4YETKO He noumpyroTcs. 3anofo3peH AuarHos
BPOXAEHHOM ANCOYHKLMM KOPbI HAANOYEYHMNKOB, MPO-
BeZeHa becepa c poamTensiMm o Heob6xoaMMOCTU BO3-
LEepHKaTbCsa C perncTpaumein pebeHka A0 Nosy4YeHns pe-
3yNbTaTOB HEOoHaTa/llbHOr0 CKPWHWHIa U KapuoTtuna,
OlHaKo pebeHOK OblN 3aperucTpMpoBaH B MYMKCKOM
none. C yyeTOM NOSYYEHHbIX pe3yasTaToB HeoHaTa b-
HOro CKpuHWHra: 17-OH nporectepoH — 80 Hr/mn,
B CbIBOPOTKE KPOBU — 69 HIr/MJ, C MNoKasaTensiMu
YPOBHSA Kanua — 6,9-5,2 MMosb/n 1 HaTpuss — 132,0-
123,4 MMOJIb/N, @ TaK*Ke pe3ynsTaToB MyJbTUCTEPOUA-
Horo aHanmsa (17-OH nporectepoH — 73,5 HMoNb/A,

21-pe30Kkcukoptnson — 65,4 HMonb/N, aHAPOCTEH-
aMoH — 7,36 HMonb/n, KopTuson — 13 HMonb/A,
anbaocTepoH — 27,0 nMonb/n), NpPOBEAEHHOro

B ®rbY HMWL 3HAOKpuHONOrMu nocne Tenemeje-
LMHCKOW KOHCYNbTaLuK, YCTAHOBJAEHHOro Kapuotmna
46XX, C nocrefywwmm MNOATBEPHAEHVMEM NPU MNpPO-
BELEHUN MOJIEKYNAPHO- FEeHEeTMYeCKoro uccnenoBsa-
HUS MeToA0M GlyOpecLLeHTHOW in situ rubpuansaunn
(FISH) c OHK 30HA@MM Ha XpOMOCOMbI X 1M aHain30M
NHTepdasHbIX Aaep U MeTadasHbIX NIACTUH — 06Ha-
PY*eHbl ABaA CUTHana xpoMmocoMbl X. SRY- 30Ha 1 Map-
Kepbl XpPOMOCOMbI Y He BbiiBNEHbl — Obl1 BbICTaBJIEH
AVAarHo3 BPOMKAEHHOW AMCOYHKUUM KOpbl Haamnoueu-
HWKOB, conbTepsoWwas GopMa U MHULMMPOBaHa 3ame-
CTUTEeNIbHasi FOPMOHaJsibHasA Tepanusa: rmapoKOPTU30H
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(kopTed) — 15 Mr/M2 n dnyaokopTn3oH (KopTuHedd) —
0,1 Mr/cyT. C yueTOM »KEHCKOro KapuoTuna peKkoMeH-
[LOBaHO NpoOM3BECTU CMEHY perncTpaumm nona v Boc-
nuTaHue pebeHKa B EHCKOM none. Ans ganbHenwero
onpeeneHnss TakTUKN BeAeHUs NauuMeHTKU Hanpas-
neHa B ®I'bY HMWUL, 3HpoKkpuHonoruun. Mo pesynbra-
TaM reHeTnyeckoro nccaenosaHus B reHe CYP21A2 He
BbISiIBJIEHbI NATOreHHbIE MyTaLuuMu, NPOBOAUTCA NOJHOE
CeKkBeHMpoBaHue naHenn «HapyweHue dopmmpoBa-
HUs nona». MNpun KoHTposibHOM Y3W opraHoB MaJsio-
ro Tasa /JIouUMpYOTCAa MaTKa M AUYHUKK (MynbTMdON-
JIMKYNAPHOrO CTPOEHMUA MpaBblil U C KUCTOW B JIEBOM
SVYHUKE), B NaXOBbIX KaHanax roHajbl He onpeaens-
0TCA. B fanbHenweM naaHMpyeTca Xupypruyeckoe ne-
yeHne — GeMMHM3MPYIOLLAs NiacTuKa.
3aknroyeHue

LaHHbIA KANHWYECKMIA Cnyyail BPOXAEHHOW Auc-
OYHKUMM KOpbl HaAMNOYEUYHNKOB conbTepstowen Gop-
Mbl Y AEBOUYKM C BUPUIN3ALMEN HAPYHKHbIX MONOBbIX
opraHoB M0O3BOJSE€T NPOLEMOHCTPUPOBATb BO3MOMK-
HOCTW KOMMNEKCHOIro NOAX0Aa B ANArHOCTUKE aHHON
naTtonorMm B COYeTaHUM HEOHATaNIbHOr0 CKPUHUHIA,
TaHAEMHOW MacC-CNeKTPOMETPUN U MONIEKYNIAPHO-Te-
HEeTUYEeCKOro aHannsa ANna NOATBEPHKAEHUS AMarHosa
n onpepeneHns ¢opmbl 3aboneBaHus.

3 I I DenepanbHoe rocyaapcTeeHHOe BIOAXKETHOE yupexaeHne
«HALMOHASbHbIA MEPML[VIHCKMVI
: h UCCNEQOBATE/IbCKUU LEHTP SHOOKPUHOJIOTNIN»

ﬁ MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

https://doi.org/10.14341/PMPE-2022-70

HcTopHsa HEOHaTaJIbHOIO
CKPHHHHTrA B PA3aHCKOH
obnacru

2punumoHoBa A.H0., 3ky6oBCcKui LU,
'Benbix H.A.

'Ore0Y BO PsisTMY MuHsapaBa Poccuu, . PsisaHb, Poccus
2I'BY PO «O4KB uM. H.B. iIMnTpureBoit», I. Pa3aHb, Poccus
3rBY PO «OKMU», r. PA3aHb, Poccus

MaccoBblii HeOHaTaNbHbI CKPUHUHI B Psi3aHCKOM
obnactu npoeoautcs ¢ 1996 roaa, B TOT Nepuoa na-
6opaTopHble UCCNef0BaHUS NPOBOAUCH B LLeHTpe He-
OHaTaJIbHOr0 CKPUHMHIa NP NCUXOHEBPOAOrMYECKON
KNMHUYeckoi 6onbHuLe N26 . MockBa. B 2007 roay
B PA3aHM opraHusoBaHa nabopaTopus HeoHaTalb-
HOIFO CKpWMHMHIa npu 061acTHOM KOHCYNbTaTUBHO-
ANArHOCTUYECKOM LEeHTpe AN AeTen, a B HacToslLwee
BpeMs pacrnofiaraetcs B MEAUKO-FeHEeTUYECKON KOH-
cynbtauum FBY PO «06nacTHOW KAMHUYECKUIA nepu-
HaTafbHbIA LLEHTP».

Tabs1. HeoHaTaNbHbIV CKPUHUHT B PA3aHCKuii obnactmn 1996-2021 rr.

lon Bcero BbifABiEHO BbiaBaeHo BbifBAEHO BbifBAEHO BbifABAEHO
obcnepoBaHo DRY Bl AT MYKOBMUC. ranakTosemus
1996 9196 3
1997 8815 4
1998 9306 1 1
1999 8566 2 1
2000 8516
2001 8988 3 1
2002 9514 1
2003 10054 2 1
2004 10074 2
2005 9992 4 2
2006 10049 4 3
10796 (PKY v BIN),
2007 OCTaﬂIEHbIe 3690) 3 !
2008 11430 3 4 2 1 1
2009 11544 1 4 2 1
2010 11740 3 2 2 1
2011 11346 1 4 1
2012 12404 3 2 2 1
2013 12355 3 6 2
2014 12482 1 2
2015 12579 3 4 2 1
2016 12608 2 3 1 3
2017 10998 1 2 2 1
2018 9935 1 2 1 2
2019 8974 3 2 1
2020 8476 1 1 1
2021 7835 1 3 3
Bcero 280002 52 55 15 14 4
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CBOPHUK TE3UNCOB

HePCOHaHI/IBI/IPOBaHHLIﬁ nmogxon B ,E[eTCKOI:I SHAOOKPHUHOJIOTUH

B MeAMKO-reHeTMYECKOW KOHCyAbTauunm ocy-
LLLeCTBAIAIETCS ONpeaeseHne YacTblX MyTauuii B reHe
PAH (deHunketoHypus) m CFTR (MyKOBMCLMAO3).
C uenblo MOATBEPHKAEHUS AMarHosa (BTopol 3Tan
CKPUHWHIA) WCMONb3YIOTCS MONEKYNAPHO-TeHEeTU-
YyecKMe MeToabl UCCieA0BaHMUA, KOTOPbIE NPOBOAST-
ca Ha 6ase MIHL vmeHun akagemuka H.M. BoukoBa
r. Mockea. C 2014 roga MONekynsspHO-reHeTuYecKkume
nccnefoBaHMs NMPOBOAATCA TaK e B paMkax npo-
rpamMmel «Anbda-3HA0».

Mpy BPOXAEHHON AMCHYHKLMM KOpbl HaAmno4eu-
HUKOB (ATC) C uenblo onpeneneHns reHeTUYecKoro
nosia pebeHKka NCnosb3yloTCs LMTOFEHETUUYECKME Me-
ToAbl AMArHOCTMKW, MPOBOAUMbIE B LIMTOrEHeTMYe-
CKOW NlabopaTtopun MeAUKO-FeHETUUYECKOW KOHCY/b-
Taumn. Hapsiny € KiaCCUYECKUM LIUTOrEHETUUECKUM
aHaNM30M MCnoNb3yeTcs GpayopecLeHTHas rubpuan-
3aums in situ (FIHS — meTogn).

YactoTa peHUNKETOHYpun B Pa3aHCKol obnactu
Mo AAHHbBIM HeEOHaTaflbHOro CKPWUHMHra cocTaBuia
1:5385; BpoxaeHHoro runotmpeosa 1:5091; agpeHo-
reHuTanbHoro cuHapoma (BAKH) 1:10560; MykoBuc-
umposa 1:11314; ranaktozemum 1:39599.

MpoBefeHVEe HEOHATANIbHOMO CKPMHWHIA NO3BOAS-
€T BbISIBUTb Hanbosiee pacnpocTpaHeHHbIE FreHeTnYe-
CKve 3abosieBaHus, KOTOpble MPEACTABASIOT Yrposy
ANS KU3HU 1M 300p0BbS pebeHKa 1 aeT BOSMOXKHOCTb
BpayaM CBOEBPEMEHHO HauyaTb JieyeHMe U u3be-
¥aTb TAHENbIX OCNOMKHEHWIA.

https://doi.org/10.14341/PMPE-2022-71

KJIHHUYECKHH cay4dan
cuHzapomMma Ilanaucrepa-Xosiaa

Xa6bubynnuHa A.A., HoBoKpeLeHHbIX E.3.,
KonoakunHa A.A.

®rby «HMUL sHaoKpuHoNorun» MuHsapaea Poccuu,
r. Mocksa, Poccus

BesepeHne

CuHapoM Mannuctepa-Xonna (CMNX) npeactas-
naet coboii pepkoe reHetTuyeckoe 3aboneBaHume
C ayTOCOMHO-AOMWHAHTHbLIM TUMNOM HacfefoBaHuA,
XapaKTepusyLlWmninca noAnAakTuaAMen wuanm onu-
rofakTuanen, NopokamMu pasBUTUSA HaAAFOPTaHHU-
Ka, BuCUepaJibHbIMM aHOoManusaMu, runoTtajnamuye-
CKoli ramapToMoii. Hanbonee yacToih 3HAOKPUHHOM
naTonoruen aBNAeTCsa LeHTpanbHOe NpexaeBpeMeH-
HOe rnoJjioBoe co3peBaHne. HecMOTpA Ha TO, YTO rn-
nonuTynuTapusM, AeduumT ropMoHa pocTa U aHoMa-
NN NOJNIOBLIX OPraHoB Takxe onucaHbl npu CIMX,
OCTaeTCs HEeACHbIM, ABAAKOTCA M OHWU BTOPUYHbLIMU
MO OTHOLUEHWUIO K raMapTOMe WJn nNpeacTaBifaoT CO-
60li caMocTosiTeNbHble MPOSIBAEHUS TFMnoTanamo-
runopusapHon anchyHkumm. CMNX xapakrepusyeTtcs
3HAUMTENbHOMW BapuabesbHOCTbI0O BbIPAXKEHHOCTU
KJAMHUYECKNX cmmntoMmoB. B 1997 r. Kang u coasT.
NAEHTUOUUMPOBAAN Yy MaUMEHTOB C CUHAPOMOM

Mannnctepa-Xonna naTtonornyeckne U3MeHeHus
B reTepo3nMroTHOM COCTOSAHMYK B reHe GLI3 (OMIM no.
165240), ycTaHOBUB, TakUM 06pa3oM, MONEKYNIAPHO-
reHeTMYeCcKylo OCHOBY 3aboJsieBaHusi. eH noKanuso-
BaH Ha KOPOTKOM njieye 7 xpoMocoMbl (7p14.1) u co-
cTouT 13 15 3K30HOB.

OnncaHue KNMHU4YeCKoro ciay4as

MauneHT C., 3roaa 7 Mmecsues, NOCTYNWA B AETCKOe
otaeneHve Orey «HMWL, sHOOKPUHONOMUKU» C Ka-
nobamMy nporpeccupytollee MosOBOe CO3peBaHMe
N YCKOpeHMe TEMMOB poCTa C MEPBOro rofa *M3sHMU,
3a4€epKKy peueBoro passutus. 13 aHamHesa M3BeCT-
HO, UTO B CBSI3N C KJIMHWKOW AblXxaTesibHON HepocTa-
TOYHOCTM C MEPBbIX CYTOK MMU3HW, AMArHOCTUPOBAH
MOPOK pa3BUTUS FOpPTaHM U BPOHXMaNbLHOro AepeBa
crnpaBa, YTo NoTpeboBaNo YCTAHOBKM TPaxeoCTOMbl
C NOCAeAYOLWNM NPOBEAEHMEM HECKOJIbKMX 3TanoB
NAACTUKN HAArOPTAHHUKA U FOPTaHW. YUnTbiBas TPYA-
HOCTM C KOPMJIEHWEM M HEOBX0AMMOCTb B ANUTESb-
HOM 30HA0BOM NUTaHUN, pebeHKy npoBeaeHa GyHA0-
NJANKaLNS, HANOXEHNE raCTPOCTOMbI.

B Bo3pacTe 9 MecsueB, Mocse BbIMUCKU U3 XU-
PYPrMyeckoro crtauuoHapa, NojiyyeHbl NOJOKUTENb-
Hble pe3ynbTaTbl CKPUHMHIAa Ha MYKOBUCLMAOS.
MoaTBEPXKAEH MOJEKYNSPHO-TEHETUUYECKN: B TeHe
CFTR (NM 000492.4) BbiiBJIEHO 2 reTepo3UroTHbIX
BapuaHTa. TakXe npu obcnepoBaHUW BbiSIBAEHA MU-
nonJjiasusi NPaBoi MOYKMK, FTMNONNA3NSA KENUHOIO Ny-
3bIpsi, ONUIOAAKTUANS 0BEnX KUCTEW, CUHAAKTUAUS
1 1 2 nanbueB 0benx cTon.

Mo pesynbTaTaM MpoBeAeHHOro o06cnenoBaHUA
y pebeHKka BbIsiBJIEHO yckopeHue pocTa (SDS pocTa:
+2,47), nonoBoe passutue (TaHHep 3, sUUKK no 12—
15 ml), nybepTaTHbIit BbiGpoc JIT Ha npobe ¢ aHano-
rom MHPC (JIF max uepes 60 MuH — 25 En/n) v 3Ha-
UMTENIbHOE OMnepeXeHne KocTHoro Bo3pacta (KB
Ha 8,5 net no atnacy TW-20). MPT roJioBHOro Mo3ra:
BbISIBJIeHa ramapToMa runoTtajiamyca peTtpocennsip-
HOW Nnokanmsaumm 20x16x19 MM.

YunTbiBas HaaMume He XapaKTepHbIX AN MYKOBMC-
LMA03a NOPOKOB Pa3sBUTUS roOpTaHW, MOYEK, B CoYeTa-
HUW C ONUTOAAKTUAMEN U FaMapTOMON runotanamyca
y pebeHka 6bi1 3anogo3peH CIMX. NpoBeaeHO MOIERY-
NIPHO-reHeTMYeCcKoe nccnegosaHme: B reHe GLI3 BbI-
SIBJIEH reTepo3nroTHbIN BapmaHT €.3454G>T:p.E1152X.
3aknyeHue

MyTauuu, accouumpoBaHHble ¢ CMX, npusoaar
K ¢dopMmMpoBaHuIO yceuyeHHoro b6enka-penpeccopa,
UrpaloLLero BaKHyl0 pojib B 3M6pMOHaNbHOM pas-
BUTUK. OCHOBHble gmarHocTuyeckme kputepum CIX:
rmnoTanammueckas remapTtoma (nporoHo6nactoma),
ONNIO- N NONMAAKTUANS, MOPOKM Pa3BUTUS HAAroOp-
TaHHWKA, 4aCTO BCTPEYalTCs TakxKe Henepdopupo-
BaHHbIM aHYC, areHesus, AUCNnasvsa uan oTCyTCTBME
MOYKN, BPOMKAEHHbBIE MOPOKM cepaua, rmnonuTymnTa-
pu3M, rmnocnaaus (0TCyTCTBUE AMCTaNbHOM YaCTU MO-
YencrnyckaTenbHOro KaHana y MasbuynKoB Unun aedext
3aJHel CTeHKM MO4YencnycKaTesbHOro KaHana y ae-
BOYEK), 3a/lePKKa MCUXMUYECKOTO pa3BUTUS.
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YunTbiBas ayTOCOMHO-AOMUHAHTHLIA XapakTep Ha-
cnepoBaHudA, Haanume natoreHHoro sapmaHTa GLI3 B
COYeTaHMM C OOAHUM M3 ANArHOCTUYECKUX KpuTepu-
€B PEeKOMEeHAO0BaHO cuMTaTb AOCTATOYHbIM AN NoA-
TBEpPXKAEHMS cuHApoMa [Manauctepa-Xonna, YTto no-
3BOJIAET NOCTaBUTb ANArHO3 NnauMeHTaM napumnanbHom
dopMoit natonormmn.

https://doi.org/10.14341/PMPE-2022-72

PeKUI1 BaApHaHT BPOXAEHHOH
BHUCOYHKIHH KOPBI
HaJIIOYeYHHUKOB BCJIeLCTBHE
TOMO3HTIOTHON MyTallHH
B reHe STAR

Xonmoroposa J1.B., Auk O.I, Baxaesa 0.C.,
OxpeMuyk J1.B.

rBY3 UTOAKB, r. UpryTCK, Poccus

BpoxaeHHasa AMCOYHKUMSA KOpbl HaAMOYEUHU-
KOB (@ApeHOreHUTaNbHbIi CUHAPOM, BPOMAEHHas
HaAnNoOYeYHUKOBAs runepnsasns) — rpynna 3a-
6oneBaHUA C ayTOCOMHO-PELLECCUBHbBIM TUMOM Ha-
C/leA0BaHNsA, B OCHOBE KOTOPbIX NIEXUT AePeKT oa-
HOro u3 GEepMEHTOB WM TPAHCMOPTHbIX GEJNIKOB,
NpUMHUMalOWNX ydyacTue B 6MOCMHTE3E KOpTU30Na
B KOope HaanouyeuyHukoB [1,2]. B HacTosiuee BpeMs
onncaHo 7 $OpM BPOMXKAEHHOW AUCOYHKLUM KOpbI
HaanoyeyHukoB (BAKH), cpean KoTopbiX BblAensoT
JIMNOWAHYIO TUMEpnNasuio KOpbl HaAMOUYEYHWKOB,
nnn BAKH, obycnoBneHHyo AedheEKTOM TpaHCNopT-
Horo 6enka StAR (steroidogenic acute response
protein, perynstop 6biCTporo oTeeTa cTtepouaore-
He3a Ha cTpecc). benok StAR urpaeT KJ0UEBYIO pPOJib
B MHULMALUKN CTEepOMAOreHesa, peryampys nocTy-
NnjeHne XoNeCTEPUHA C HapyKHOI MeMbpaHbl MU-
TOXOHAPMM Ha BHYTPEHHIOWO MeMbpaHy, rae pac-
nonaraeTcsi KOMMAEKC 3H3MMOB, HEMOCPEACTBEHHO
YyUyacTBYOLWMX B BUOCUHTE3E CTEPOUAHBIX TOPMOHOB
n3 xonectepuHal[3]. Mytauun B reHe STAR npuBo-
OSAT K PasBUTUIO JIMNOMAHOW runepniaas’vun Kopbl
HaAMOYEYHNKOB, XapaKTepU3YIOWENCs HapylweHu-
€M CMHTEe3a BCex rpynn HaAmnoOYeUYHUKOBBIX CTEPO-
MAHbIX TOPMOHOB, BKJlOUas MoJioBble, UTO 06yCoB-
NinBaeT pasBuUTME MEPBUYHON HAANOUYEUYHMKOBOW
HeAO0CTaTOYHOCTM B COYETAHMU C MEPBUYHLIM TU-
NMOroHaAW3MoOM Yy MauUEHTOB C Kapuotunom 46XX
N HapyweHneM GopMMPOBaHUSA Noja Yy NauMeHTOB
C KapuoTunom 46XY[4].

Mbl NpMBOAMM KAMHWUYECKMI Cliyyalh coyeTaHus
XPOHMYECKOW HaAMOYEYHMKOBOW HEeAOCTaTOUYHOCTMU
C HapyweHueM dopmMmpoBaHus nona 46Xy, obycnos-
JIEHHbI TOMO3UIOTHOW MyTaumel B reHe STAR.
OnuncaHue cay4vas

Jesouka T. 4 roga 4 mecsua.

M3 aHaMHe3a: poanaach B 6J1M3KOpoACTBEHHOM b6pa-
Ke oT 6 bepemMeHHOCTH, 5 poaoB. BEpeMEHHOCTbL NpoTe-

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u CIALMONATISHUIR MERMMHCKIA oo
Ih=

Kana Cc TOKCMKO30M. Poabl B 40 Hepenb, CaMOCTOATESb-
Hble. Macca Tena npu poxaeHnn 3200 r, gnvHa Tena
51 cM. 3aKkpuuana cpasy. HeoHaTanbHbIA CKPUHWHI
Ha 17-0OH nporecTepoH oTpuuaTenbHblin. U3 poanabHO-
ro goma BbinncaHa Ha 3-e CyTKuW. B Bo3pacTe 2-x Mecs-
LLeB COCTOsIHME pebeHKa pesKo yXyALIMNoCh: HapacTa-
Na BANOCTb, COHJIMBOCTb, CHUMKEHME anneTuTa, bbiICTpo
ycTaBajna npu KopmneHun. B BospacTte 3-x mecsues
COCTOSIHME [OEeBOYKM MNPOAOJIKANO MPOrpeccuBHO
yXyALwaTcsi: 0TKasbiBanacb OT eAbl, Oblv CpbIrMBaHUS,
3MNM304bl *KMAKOro cTyna. MauuneHTKa 6bina rocnuTta-
JinsvposaHa B IBaHO-MaTpeHMHCKYIO AETCKYIO KJINHU-
yeckyto 6onbHULY ropoaa VpKyTcKa, rae Haxoaunacb
B OTAE/EHNUN aHeCTe3nOoN0rnMn-peaHnMauum N NHTEH-
cuMBHOW Tepanun. CocTosiHMe pebeHKa OLEeHMBaNoCh,
KaK TsAMeNoe, TAMeCTb 0bycnoBfieHa 6blna TOKCUMKO-
3KCUKO30M, 3NEKTPOSUTHLIMU HapylleHusmmn (runo-
HaTpueMusi, runepkanvemus). Mpu obcnenoBaHMK:
ypoBeHb AKTI 1250 nr/mn (Hopma o 45 nr/mn), Kop-
Tnson 20,14-15,36 Hmonb/n, 17-OH nporectepoH —
HOpMa, TeCTOCTEPOH- HOpPMa. YCTaHOBAEH AWarHos3:
XpoHuueckas HaAnoyeyHWKoBasi HeAOoCTaTOYHOCTb
nepBuYHas, HasHavyeHa Tepanus rMKo- U MUHEepano-
KOPTUKOMAAMN B MOCTOSAHHOM pexume. Ha ¢poHe cTe-
POVAHON Tepanuu cocTosiHue pebeHKa yayullinmnocs,
oTMeuvanacb npubaBKa B Macce Tena, UCHE3/M 3NEKTPO-
JINTHblE HapyLLEeHWS. PeBeHOK BbINUCAH B YA0BNETBOPU-
Te/IbHOM COCTOSIHUW. B Bo3pacTe 1 roaa AeBOUKe 6bISI0
NpPoOBeAEeHO MONEKYNAPHO-reHeTUYECKoe ucchefoBa-
Hue B ®I'BY 3HL,. B reHe STAR BbisiBieHa FrOMO3MIOT-
Has MyTauusa c.545GA:p.R182H. KapwunoTun: 46XY, reH
SRY. Mpu Y3 opraHoB Manoro Tasa: MaTKa U SUYHU-
KM He onpeaensoTcs, B NaxoBblX KaHanax ¢ ABYyX CTO-
POH OMpenensoTca SMUKKM, npasoe 18*8*9 MM, nesoe
15%7*8 MM, HapyKHble FEHUTAINN M0 }KEHCKOMY TUNY.

[narHos KAMHWYEeCKuiA: BpoxaeHHas AUCHYHK-
LMS KOpbl HaanoueyHuKoB, aedpeKkT STAR-npoTenHa
HapyweHne ¢opmupoBaHuss nona 46XY. PeKoMeH-
[lOBaHa OPXEKTOMUA B NIaHOBOM MOPSALKE.

06cnenoBaHuMe NauMeHTKN B Bo3pacTe 4 roga 4 me-
cAla nepep npoBeAeHWEM MIaHOBOW OPXEKTOMUM.

Macca tena — 21 kr Poct — 1155 cM. UIMT —
15,9. Koxa n causnctole yMepeHHOW BJIaKHOCTH,
6nenHble. HapykHble reHUTa NN MO KEHCKOMY TUMY.
PacnonoxeHne oTBEpCTUA AEBCTBEHHOW MaeBbl, Ha-
PY}HOIO OTBEPCTUS YPETPbl TUMUYUHBIE AN EHCKO-
ro CTPOEHUS FreHuTannn.

FopMOHanbHbI Npodunb:

HasBaHue Pesynbrar PedepeHTHble
3Ha4eHus
KopTtuson 0 47,8-600 HMonb/n
TecToCTepoH 0,025 0-2,15 HmMonb/n
17-0H nporecTepoH 0,4 0,1-2,7 HMonb/n
ScTpaavon 5,0 22,0-99,1nr/mn
JlloTenHnsnpyowmii 3,46 0-0,27 1U/I
ropMoH
MponakTnH 12.58 1,6-13,1 HMonb/n
oCcr 12,04 0,22-7,52 mIU/ml
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3KrI: CuHycoBasa Taxukapaus, ¢ HCC 122-140 ya.
B MUHYTY, apuTMma pgbixatenbHad. 30C — BepTu-
KanbHoe nonoxeHue. KOCBEHHbIEe MPU3HAKM yCu-
NeHNs 3NeKTpUYEeCcKNX NoTeHuManoB MuoKapaa ne-
BOro xenyaouka. CPPX. OcobeHHocTu: 3. RV2=RV3;
3.SV3-SV4>N.

Y3W HaanoO4YeUYHMKOB: B UX NMPOEKLMN runepniasmm
N LONOJHUTENbHbIX 06pa30BaHN He BbISBAEHO.

Y3W anyeK 1 naxoBblX KAHaN0B: ANYKM PacnosioxKe-
Hbl B Max0BbIX KaHanax, oBajlbHOK GOPMbI, HOpMaJsib-
HOI 3XOreHHOCTU, O4HOPOAHON CTPYKTYpbI. Mpn LAK
KPOBOTOK B MapeHxunMe finuyek o6biyHbI. 06bEM npa-
Boro 1,5 cM3. 06béM nesoro 1,1 cmM3. MaxoBble KaHabl
He pacluMpeHbl Ha BCEM MPOTAKEHUU. 3aKiloUveHue:
ANYKKM B MaxX0BbIX KaHanax.

Y31 opraHoB Manoro tasa TpaHCabaoMWHaNbHO:
MaTKa: ybeanTenbHO MaTKa 06bIYHOIO CTPOEHNS He pe-
FMCTPUPYETCH, B MPOEKLUUN MAaTKUN TAX ANMHOM 2,3CM,
wupuHon 0,7 cM, nepeaHe-3agHMin pasmep =0,45cM.
ANYHMKN yoeanTenbHo He anddepeHumpyoTcs.

PeHTreHorpadusa KucTe B MNpsAMOMA MNPOEKUMM:
«KocTHbI BO3pacT» cooTBeTcTBYET 2-2,5 rogam (na-
CMOPTHbIV BO3pacT 4 roaa).

KoHcynbTauunsa oHkosnora: B cBA3WM C BbICOKUM pu-
CKOM MaanrHu3aLmnm pacrnooKeHHbIX B Max0BbIX Ka-
Hanax fAn4veK, He0bxoAMMO MPOBEAEHNE OPX3KTOMUU
B NJlaHOBOM MNOpsAKe.

PebeHOK nnaHMpoBancsa Ha NepeBo B XMpypruye-
CKOe OTAeNeHne Ha NNaHOBY OPXEKTOMUIO, MO3TOMY
HauaTa npejonepauMoHHas MOArOTOBKa, yBenuye-
Ha 033 FOPMOHOB /IIOKO- U MUHEPANOKOPTUKOM0B
B 2pasa.

MpoBeneHa onepaLnsi OPXeKTOMUS.

BbiBOAbI

JaHHas ¢opma BAKH sBnsieTcs penko BCTpevato-
werica. CnoXHOCTU NpeacTaBnseT AMarHoCcTuKa, Tak
Kak oTcyTcTByeT nosbiweHne 17-OH nporecTtepoHa
npw NpoBefeHNN HEOHATaNbHOIO CKPUHMHIA, @ TaK*Ke
HeT BUPUAN3aLMK FeHUTanui y pebeHka npu poxae-
HUK, KOTOpas Morna 6bl yKa3aTb Ha BO3MOMHbIE Ha-
pyLeHunsa GopMMpoBaHns nona.

JaHHblli depMeHTaTMBHbIN aedekT STAR npoTteun-
Ha MOHO BbISIBUTb TOJIbKO C MOMOLLbIO MONERYNSAP-
HO-reHeTM4Yeckoro aHanusa. loaToMy Ana AaHHON
KaTeropuu NaumMeHTOB 3TOT MeTOA 6ecLeHeH.

1. depepanbHble KAWMHUYECKME peKoMeHAauuu
(MpoToKOAbI) NO BEAEHMWIO AeTel C 3HAOKPUMHHbLIMU
3aboneBaHusamn / Nog pea. N.N. Oenosa n B.A. lMe-
TepKoBol. — M.: MpaKkTuka, 2014. — 442 c.

2. DHAOKpUHONorna. HauuoHanbHOEe PYKOBOA-
ctBo / nopa pea. V. U. denoBa, I A. MeNbHUYEHKO. —
2-e n3a., nepepab. n gon. — Mockea: F'390TAP-Meana,
2020.

3. AnarHocTuKka v NeyeHne 3HAOKPUHHLIX 3a60-
NleBaHWIA y aeTen n noapocTkoB / MNopa peaakumen
npo¢. H.M.lWabanoBa. — MockBa. Mea-npecc MH-
dopm, 2018.

https://doi.org/10.14341/PMPE-2022-73

CTpyKTypa
H pacIpoCcTpaHEeHHOCTbH

IaTOJIOTMH U TOBHAHOM
JKeJie3sl y fieTeil ¢ H36BITOYHOMH
MacCCoOH TeJia U OJXHpPeHHeM

Yy6apos T.B., aaHoBa 0.A, Wapwoea O.I.,
ApTioweHKo A.U.

BAKB BrMY unm. H.H. BypaeHKo, r. BopoHe:, Poccus

OKUpeHNE SIBNSIETCA OAHON U3 Hambosiee BarKHbIX
npobnemM CoOBpeMeHHOro Mupa, pacnpoCTPaHeHHOCTb
N36bITOUHOM MacChbl Tesla U OMMPEHUS 3a NocnesHue
LecaTuneTMa yseanumnacb nouytn B 1,5-2 pasa [1].
OXupeHue y feTeil U NOAPOCTKOB MNOBbLILIAET PUCK paH-
Hero popMmnpoBaHus 6onesHel cepaeUYHO-COCYANCTON
CUCTEMBI, OMOPHO-ABUIraTe/IbHOrO annapaTa, HapyLue-
HWA YrNEeBOAHOIO U NUMMAHOr0 obMeHa. CBsA3b MeX-
Ay TUPEOUAHbLIMU FOPMOHaMK U GaKTopaMun, CEKPEeTU-
PYEMbBIMU KMUPOBOW TKaHbIO, IBAAETCS ABYCTOPOHHEINA:
KaK UpOBasi TKaHb MOMET BAMATbL Ha TUpPeocTaT, Tak
N TUNOTMPEO3 MOMET BAMSATb HA YPOBEHb MaccChl Tena
[2]. BopoHecKas 061acTb sBASETCSA 3HAEMUYHbLIM paii-
OHOM Mo aeduuUnTy ioaa, YTO B COBOKYMHOCTM C BbiLLe-
YyKasaHHbIMU AaHHbIMU 06bACHSAET HE06X0AMMOCTb U3-
YUEHUsI pacnpoCcTpPaHeHHOCTU TUPEOUAHO NaToNornm
cpeav AeTelt U NOAPOCTKOB C M36LITKOM Macchl Tesa
1 oxupeHuem [3].

MeToAbl UCCNefoBaHUSA: PeTpOCNEKTMBHbLIN aHanus
nctopuii 6onesHn 106 nauneHToB C M36bLITKOM Mac-
Cbl TENA W OMPEHUEM, HAXOAMBLUMXCS Ha roCnNuTanm-
3aunn B 3HAOKPUHONOIMYECKOM oTaeneHun B 2019-
2020r.

PesynbTaTbl M BbiBOAbI: B wnccnepoBaHue 6binn
BKAOYeHbl 61 Manbumk (57,5%) n 45 peBouek
(42,5%). C oxupeHueMm 1 cTeneHun Habnwopanocb
15 petenn (14 %), 2 cteneHn — 39 peteit (36,8 %),
3 cteneHn — 31 pebeHok (29,2%), ¢ Mopbua-
HbIM OXupeHneM — 14 uyenosek (13,2%), ¢ n36bLIT-
KOM Macchl Tefia — 7 petei (6,8 %). NaTonorms wm-
TOBUAHOW Kefesbl BbiiBNAeHa y 46 peteit (43,4 %),
HaCNeACTBEHHYIO  OTATOWEHHOCTb,  CBSI3aHHYIO
c 60ne3HAMU LWNTOBUAHOI Kenesbl, umenn 7 ue-
nosek (15,2%). Cpean getet ¢ 1 CTENEHbIO OXU-
PEHUSI NATONOrUA LWMTOBUAHON Kenesbl BbiSBJEHA
y 7 uenoBek (46,6%), aAndpdy3Hblii HETOKCUYECKNNA
306 BcTpeuancsa y 5 (33,3%) nauneHTtos, y 1 pe-
b6eHKa (6,6%) — CYBRAMHMYECKUIA TUNOTMPEODS3,
y 1 (6,6 %)- ayTOMMMYHHbIA TUPEOUAUT; Cpean ae-
Te CO 2 CTENEHbLIO OXUPEHUSA NATONOMNA LLNTOBUL-
HOW Kenes3bl BoiiBieHa y 22 peteit (56,4 %), npu ToM
y 13 peteli (33,3 %) 6bi71 yCTAHOBAEH ANArHO3 ANGD-
¢dy3HbI HETOKCUYECKN 306, y 6 aeTenn (15,4 %) —
CYBOKNNHUYECKMIA TnnoTupeos, y 3 (7,7 %) — KAnHU-
YECKMUI TMNOTMPEOD3; CPpeam NAaLMEHTOB C 3 CTEMNEHbIO
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MUHUCTEPCTBO HAYKW
W BbICLLENO GEPAZOBAHUS
POCCUMIACKON OEAEPALIMA

OMWUPEHUA NaToNorva LWUTOBUAHONW *Kenesbl Bbl-
ABfieHa y 8 uenoBek (25,8%): anddysHbIi HETOK-
cuyeckuin 306 chopmmposanca y 2 peten (6,5%),
y 5 uenosek (16,1%) onpepensncs Cyb6KaAnHU4Ye-
CKUIA runoTtupeos, y 1 pebeHka (3,2%) — KAUHU-
yeckui runotmpeos. Cpean pete ¢ MOpOUAHBIM
OXUPEHMEeM MaToNorns LWUTOBUAHONM Kenesbl bbisia
obHapy:eHa y 7 yenosek (50 %), U3 HUX y 3 uenoBek
(21,5%) BbisBneH anddy3HbIN HETOKCMUYECKNIA 306,
y 4 (28,6 %) — cy6KAnHUYeCcKniA runotmpeos. Cpean
peTe ¢ nM3bbITKOM Maccbl Tesia NaToNOrus LUUTO-
BWAHOW Kenesbl BbiiBJieHa y 2 nauueHToB (28,6 %):
y 1 pebenka (14,3 %) onpeaensancsa auddysHbIn He-
TOKCUYeCcKui 306, Takxe y 1 pebeHka (14,3%) —
CYOKIMHUYECKMIA TMnoTMpeos. MMnoTupeos pasHoMn
CTeneHM KOMMeHcauuu valie SBASICA CONyTCTBY-
loWwmnM 3aboneBaHNEM y MaLMEHTOB C OXUPEHMEM
2 1 3 cteneHn (40,9% un 75,0% COOTBETCTBEHHO)
Mo CpaBHEHMUIO C NaLMeHTaMu C oxkumpeHnem 1 cTene-
Hu (14,5 %), p=0,058.

3aknoyeHne. BbisiBieHHas BbICOKas pacnpocTtpa-
HEHHOCTb MNaToNOrMM LWMTOBUAHOWN Kenesbl Cpeau
LeTel C OXMpeHneM 1 n3bbITKOM Macchl Tena, yKasbl-
BaeT Ha HeObX0AMMOCTb OLLEHKM TUPEOWUAHOrO CTaTy-
Ca y AaHHbIX NaUMeHTOB. YunTbiBasi NoJlyyeHHble pe-
3yNbTaThl, NALUEHTbI C OXUPEHMEM 2 CTEMNEHWU U BbILLE
HaxoAATCA B rpynne pUcka Mo HaJau4yuMi NaTtoaoruu
LWMTOBUAHON Xene3bl. IOMUMO OLLEHKN CTeneHn yBe-
JNINYEHNSA LWUTOBUAHOW Kenesbl MO AaHHbIM YynbTpa-
3BYKOBOWM AMarHoCTUKK, HeobxoamMo uccnenoBatb
ee QyHKUMOHaNbHOe COCTOSIHWE MyTeM onpeneneHus
YPOBHSI TUPEOUAHBIX TOPMOHOB A1 CBOEBPEMEHHOW
AVNArHOCTMKM U Ha3HaYeHUs NeyvyeHus.
BubnuorpaduyecKkuii CNUCoK

1. Zakharova S.M., Savelieva L.V.,, Fadeeva M.I.
OxunpeHve n runotmpeos. OxupeHue 1 MeTaboansm.
2013;10(2):54-58.  https://doi.org/10.14341/2071-
8713-4826

2. Petunina N.A., Al'tshuler N.E., Rakova N.G.,
Trukhina L.V. TOPMOHbI *WPOBOWN TKaHU N GYHKLM-
OHaJIbHasdaKTMBHOCTb LUMTOBUAHON enesbl. Ou-
peHue un MeTabonusMm. 2010;7(4):8-11. https://doi.
org/10.14341/2071-8713-5081

3. 3 MetpoBa T.H. OueHKa MOAHOWN HepOCTaTOuY-
HOCTW Ha TeppuTopun BopoHexcKoin obnactm / T.H.
MeTpoBa, A.A. 3yiikoBa, M. MNaHOWKNHaA // BeCTHUK
BIY, Cepusa: Xumns. buonorusa. dapmauns. — 2010 —
Net1. — C.107-112.

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

3 I I DenepanbHoe rocyaapcTeeHHOe BIOAXKETHOE yupexaeHne
«HALMOHAJbHbIA MELULMHCKUIA

https://doi.org/10.14341/PMPE-2022-74

JHarHoCTHKa «CKPBITOr'0»
OJXHPEeHHH y AeTen
C HCITOJIb30BaHHEM
GHOMMIIeZaHCHOro aHaJIHu3a

Yy6apos T.B., HacTaywesa T.J1., dagaHoBa O.A.,
Wapwosa O.I., MaTpuukas M.B.

Brs0Yy BO BIrMY um. H.H. bypaeHko MuHsapasa Poccuu, 1.
BopoHex, Poccus

AKTyanbHOCTb

B nocnepHee BpeMsi 0OTMEUYaeTCs HEYKJIOHHbIN poCT
OXupeHusa y feTeli. PopMmmpoBaHmne 3Toro 3aboseBa-
HMA 4aCcTO HauyMHaeTCcsa B paHHEM [AeTCKOM BO3pac-
Te [1]. OCHOBHbBIMU NPUYMHAMM AAaHHOW MATONOMUM AB-
NATCA HecbanaHCMpoBaHHOE MUTaHWe, OTCYTCTBUE
bM3NUEeCKON aKTMBHOCTMW, CEMENHbIE U COLMANbHO-
3KOHOMMYEeCKne ocobeHHocTun [2, 3]. BbisiBneHMe oco-
6EeHHOCTEN KOMMOHEHTHOro cocTaBa Mpu M36bITOY-
HOW Macce Tena MeToa0M BMonuMneaaHCHOro aHaan3a
NO3BOJIMT MOBbLICUTb 3PPEKTUBHOCTL MEPOMPUATUN,
HanpaBJieHHbIX Ha NpeAynpeXieHne pasBUTUA AaH-
Horo 3abosieBaHus.
Llenb uccneposaHus

OLEHNTb KOMNOHEHTHBIN COCTaB Tena y AeTen C U3-
ObITOYHOW MaccoW ANA paHHeNn ANArHOCTUKU KCKpbl-
TOr0» OXMPEHMUS.
MaTtepuanbl U MeTOAbI

[aHHble nonyyeHbl B pe3ynbTaTe PeTPOCNeKTUB-
HOro aHaimMsa Uctopuin 6onesHn 40 NauMeHTOB, Ha-
XOAMUBLUUXCA Ha JIeYeHUU B 3HAOKPUHONOMMUYECKOM
N KapANONOrMYeCcKOM OTAeneHusx BopoHeKCcKon aet-
CKOWM KNMHMYecKol 6onbHMLLI BFTMY nM. H.H. BypaeHKo
€ 2020 no 2021 rr. MeamaHa Bo3pacTa NnauMeHToB —
14 net (8; 16 net). ManbunkoB — 32 yesnoBeka (80 %),
nesoyek — 8 (20%). Y Bcex geTelt AMarHOCTUpPO-
BaH M36bITOK Macchl Tena (SDS nHaekca Maccol Tena
(UMT) ot +1,0 po +2,0). BceM aeTsiM, BKNIOUEHHbIM
B UccnenosaHue, NpoBoAMaacL aHTPONOMETPUS, Bbl-
uncnenme UMT, SDS NMT, 6uonmMnenaHcHbIN aHanus
cocTaBa Tena.
PesynbTraThbl

MpoBoaA nepcoHann3nMpoBaHHbIA buomMnepaHc-
HblA aHanM3 OTMEYEeHO, 4YTO Yy 4YacTu MnauueHToB
(8 manbumkoB, 20%) yBenumyeHve Macchbl Tena 06-
YCNOBNEHO TOLLeW Maccou, Mpu COXpaHeHuu npo-
LeHTa MWPOBOW MacCbl B npegenax AOMNYCTUMbIX
3HaueHui. HecMoTps Ha n3bbITOK Macchl Tena no AaH-
HbiM pacyeta VIMT, 3TV nauMeHTbl HE UMENU KCKPbI-
TOr0» OMUPEHUSA, Y HUX UCKIKOYANCA PUCK pa3BUTUA
paHHOro 3aboneBaHus. OcTanbHble 24 Manbyuka
n 8 neBoYeK MMenu nosblweHHbI MT 3a cueT npe-
obnafaHus XKUPOBOW MaccChl Haj Tollen. ITW AeTu
HYKAQIOTCSA B NPOBeAEHUM NPOPUIaKTUUECKNX MEPO-
NpUATUIA ANA NpeaoTBPaLLEHUS Pa3BUTUS OXUPEHUS
B 6bosiee cTapLleM Bo3pacTe.
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3akKa4yeHue

PaHHee BbIIBIEHNE «CKPbITOr0o» OMUPEHUS y Ae-
Teli C M36bLITOYHOM MaccoM Tesla MOMOMET MoAo-
6paTb MHAMBUAYAJbHbIV NNaH 3G PEKTUBHbBIX METOL0B
NpPoOUNaKTUKM Ha [AOroCnMTanbHOM 3Tarne, MNyTeM
BJINSSHUS Ha NOTeHUManbHO Moauduumpyemble dak-
TOpbI p1cKa (06pas XU3HKU, MTUTaHWE U NULLLEBBIE MPU-
BbIUKK, PU3MUECKAA aKTUBHOCTb), UTO B Aa/IbHENLLIEM
YMEHbLINT PUCK Pa3BUTUS OXUPEHMUSA, 3aMedNeHune
nporpeccupoBaHua 3aboneBaHusi, QGopMupoBaHue
OCJIOMHEHWIM U MOBBLICUT KAYEeCTBO XNU3HWN AETEN.
JlutepaTtypa

1. Butebckas A.B. 06pas Xu3HM peTein U noa-
POCTKOB C OMWpPEHMEM; pe3ynbTaTbl aHKETUpOBa-
HUS NauMeHTOB M MUX poauTtenen / A.B. Butebckas,
E.A. NMucapeBa, A.B. NMonoBuy // OxunpeHune n metabo-
am3m. — 2016. — T. 13, N2 2. — C. 33-40.

2. 3HayeHNe NOBEAEHYECKUX AETEPMUHAHT B op-
MUPOBaHUM M3OBITOUHOM MacCbl Tefla U OXupe-
Hus y noapoctkoB / JI.C. HamasoBa-bapaHoga,
0.N. KoBTyH, E.B. AHydpueBa, E.C. HaboliueHko //
Mpodunaktnueckas meguumHa. — 2019. — T. 22,
Ne 4. — C. 2043-2048.

3. Ponb HacneacTBEHHbIX, MepPUHATaNbHbIX U BHELL-
HecpenoBbiX (akToOpoB B (GOPMUPOBAHUM OXUpe-
HMs B AeTckoM BospacTe / O.M KpacHoneposa, E.H.
CmupHoBa, H.B. Mepsnosa, B.W. BatypuHa // deTcKas
6onbHUUa. — 2013. - N. 3. — C. 19-24.
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BuTaMHH-]]-3aBHCHMBIH PaXHUT
1A Tunay pebeHka 4 jeT

PrbY «HMUL, sHaokpurHonornm» Munsapasa Poccun,
r. MockBa, Poccus
AKTyanbHOCTb

ButamMnH-[-3aBUCUMbIA paxuT 1A Tuna — 370 pea-
Kas HacneAaCTBeHHas ¢opMa paxmta C ayTOCOMHO-pe-
LLeCCUBHbIM TUMOM Hacfef0BaHWs, accouMMpoBaHHas
c nedpexktamn B reHe CYP27B1, KOAMPYIOLLUM MUTOXOH-
ApunanbHylo 1a-rmapoKkcunasy B noykax, npyv KOTOPoM
HapyLLleH CUHTE3 KanbunTpuona. PacnpoctpaHeHHOCTb
B MNONyASiUMM AAHHOIO TUNa paxmta Ha CEroAHALUHUNA
LeHb HEV3BECTHa.

KnuHuyeckuin cnyyamn

HeBouka T. 4 net noctynuna B ®rey «HMUL, sH-
LOKPUHONIOrMM» C XanobamMy Ha HU3KNIN POCT, CTEp-
TOCTb 3y6bHOIN 3Mann u 0-o06pasHyo aedopmauunio
HUXHUX KOHeYyHocTel. 13 ceMeliHOro aHaMmHesa 13-
BECTHO, YTO NepBbI pebeHOK Normb B BospacTe 4 et
(BBYXCTOPOHHSASA MHEBMOHMSA), UMEN MHOMECTBEHHbIE
nepenomsl.

N3 aHaMHe3a U3BECTHO, YTO B BO3pacTe 1 roaa po-
AVTenn BnepBble 06paTuan BHUMaHue Ha aedopma-
LU0 KOHe4yHoCTeW, B Bo3pacTte 1,5 neT nossunace
«YyTWHasa noxofka». MNonyyana Tepannio BUTAMUHOM

[ B BO3pacTHOW po3upoBke. C 2,5 net AeBou-
Ka nepecTtaja XOAWTb, PE3KO CHU3WACHA anneTuT.
B 3 ropma ycTtaHoBneH AwarHos BuTamuH [ 3aBu-
CMMbIA paxuT (Ha OCHOBaHWMW TMMNOKaJbUMEMUN —
1,94 mMmonb/n, runopocoatemun — 0,74 MMmonb/n,
noBbllWeHNa ypoBHs WP — 1188 ea/n n NTI —
839 nr/mn Ha ¢poHe BbiCOKOro ypoBHsa 1,25 (OH)4 —
111,1 HMonb/n). Ha peHTreHorpamMmax — MOABbI-
BUX Ta306eApeHHbIX CyCTaBOB Ha GpOHE Aucniasuu,
NPU3HaKN paxmnTa KOJIEHHbIX CYCTaBOB, FONEeHOCTOMN-
HbIX CyCTaBOB, CKONMO3 2-3 cTeneHu. bbina HasHa-
yeHa Tepanusa poKanbTPosioM 1 Mr/cyT, KanbLumnsa Kap-
6oHaToM 500 Mr/cyT, C NOCTENEHHbIM ABYXKPaTHbIM
yBennyeHneM. Ha poHe npoBOAUMOI Tepanuu bolna
OTMeYeHa MoJoXUTENbHAA AMHAMUWKA, AEBOYKa Ha-
yasa Xo4uTb U NpubaBaaTL B Bece. OTMeyanacb Hop-
Mannsauus yposHs LD no 256 EA/N, MOHM3NPOBaH-
HOro Kanbuus — 1,14 MMoOAb/AN.

B OrbyY «HMWL 3sHAOKpuHONOrMmM» nposepeHa
KOppeKuMs nosyyaemol Tepanuu (AO3MPOBKa po-
KanbTposiia CHUMeHa ao 1,75 mr/cyT). Mo Y3W npu-
3HaKoB HedpoKaibLMHO3a — HeT. M0 AaHHbIM pPEeHT-
reHorpadumn KocTem BEPXHNX U HUKHUX KOHEYHOCTEN
AKTUBHOCTb paxuTa YMEpPeHHO BbipaxeHa (MHAEKC
RSS 2 6anna).

Bbino NpoBeneHO MOJIEKYNAPHO-FeHEeTUYEeCKoe UC-
cliefoBaHMe KpoBM — BbiiBNeH AedeKT B reHe
CYP27B1 romMo3uroTHbli BapuHT €.403>T:p.Q135X;
NaToreHHbIN, YTO NOATBEPKAAET ANarHo3 «BUTaMumH-
[-3aBUCUMbIN paxuT 1A Tunax».

JNleyeHne 3abosieBaHUS LOMKHO MPOBOAMTLCA MOL
CTPOrMM KOHTPOJIEM YPOBHEl 06LWEero M NMOHU3NPO-
BaHHOMO KajbLMs, KpeaTuHWHA, Mo4yeBUHbI, docdopa
n NMNr (1 pas B 3 MecsAua). ONTUManbHbIA YPOBEHb NO-
HW3MPOBAHHOIO KaNbLUS B KPOBU AOJIXKEH COCTaBAATh
1,05 - 1,25 mMonb/n, ypoBeHb MM — 15-65 nr/ma.
3aknyeHue

MNpu cBOEBPEMEHHON NOCTAHOBKE U NIeUeHUN AeTel
C BUTaMUH-[1-3aBUCUMbIM paxnToMm 1A Tvna BO3MOMHa
noJiHas Hopmanusauma ¢pocPopHO-KanbLMEBOro 0b-
MeHa 1 peAyKLUNSA KOCTHbIX USMEHEHWIA. B psaae cnyya-
eB OTMEeYaeTCs CMOoHTaHHasa pemMuccus 3aboseBaHus
N NeyeHne MoXeT BbITb MONIHOCTHIO MPEKPALLEHO.

https://doi.org/10.14341/PMPE-2022-76

CoueTaHHas SHAOKPHHHAaA
IaToJIOrHA IIPH CHHApPOMe
MEHMO

®re0y BO KFMY MuHsppasa Poccuu, 1. KasaHb, Poccus

Llenb

OnucaHne peaKoro MOHOreHHoro 3abosieBaHus,
YacTbl CMMNTOMOKOMMJ/IEKC@ KOTOPOro ABAAKOTCS CO-
yeTaHHble SHAOKPUHONATUN.
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MUHUCTEPCTBO HAYKW
W BbICLLENO GEPAZOBAHUS
POCCUMIACKON OEAEPALIMA

CuHapom MEHMO (OMIM: 300148; ORPHA: 85282;
MKB-10:Q 87.8) naTonorus, Kak npaBuio, NposiBAsieT-
CS 3a/1eP*KKON UHTENNEKTYaNbHOrO pa3suTtus (Mental
retardation), anunencuen (Epilepsy seizures), ru-
noroHaausmomM (Hypogonadism), MuKkpouedpanmei
(Microcephaly) n oxunpeHuem (Obesity). MpuunHoii
3aboneBaHns cuuTaloTCca MyTauum B reHe EIF2S3,
pPacnonoXeHHOM Ha KOPOTKOM njeve X-XpOMOCOMbI
(Xp22.11).

KnuHuyeckuit npumep

MauneHT 1 poanncsa ot I 6epemMeHHocTH, I poaoB
nyTem KecapeBa ceyeHus (NoKasaHue — aHaToOMuye-
CKW y3Kuii Tas), Ha cpoke 40 Heaenb. Macca npu poXx-
feHun 3300 rpamm, anvHa Tena 50 cM, oTcyTcTBUe
SIMYeK B MOLUIOHKe Ha ¢OoHe ee rvnonnasuun, UKTe-
PUYHOCTb 61EAHOCTb KOMHbIX MOKPOBOB C BblpaXKeH-
HbIM MPaMOPHbIM PUCYHKOM MUKpoLedanms, KOpoTKas
LIesi, KPYMHbIe HA3KO MOCaMeHHbIe ywn. B poagome co
BTOPbIX CYTOK ¥M3HU PErucTpupyeTcs runornmkemMuns
1,1-2,7 MMOJ/ib/N, CONPOBOMXKAAIOLLASCS CYAOPOKHbIMU
napoKkcMsMamm. Ha OCHOBaHWUM OLLEHKM FOPMOHaJb-
Horo ctaTtyca (TTF — 3,7 MKME/mMn, T4 cBoboa-
HbIn — 9,92 nMonb/n, NNOP-1 — MeHee 15 Hr/mn,
CTr npu ravkemum — 1,1 mmonb/n — 0,8 Hr/mn)
BepMdMUMPOBaAH BTOPWUYHbLIA TUMNOTMPEO3, Ha3Ha-
yeHa Tepanusa JEeBOTMPOKCMHOM HATPUs, WCKII0-
yeH runokopTuumsm (KopTtuson — 574,5 HMonb/n
npu ramkemMmn — 1,1 MMosb/n), AOKasaH akeToTuue-
CKMIA TUMNEePUHCYNMHEMUYECKUI XapaKTep Hapyle-
HUs yrneBoAHoro obmeHa (MHCynnH — 6,45 MKEa/mn,
AKeTOHYpUS), HauaTa Tepanus ArMasokcmaom (Mporaun-
KeM) B f03e 10 Mr Ha Kr B CyTKW.

PebeHOK KOHCYNbTMPOBAH rEHETUKOM, BbINOJ-
HEHbl HeOHaTaNlbHblA CKPUHWHI (NATONOrMUYECKUX
3HauYeHWii MapKepoB 3aboneBaHWIn He BbIABNEHO),
KapuoTtunupoBaHue (Kapuotun 46 XY), TaHaeMm-
Hasi Macc-crnekTpoMeTpust (AaHHbIX 3@ HaCNeACTBEH-
Hble aMuHoaumaonaTuun, OpraHWYeckue auumaypuu
N nedexkTbl MUTOXOHAPANLHOr0 b-OKUCNEHNS He Bbl-
SIBJIEHO), MOJIEKYNSIPHO-FEHETMUYECKOE UccnefoBaHune
Ha CMHApPOM BuaemaHa- BeKBUTa — TUMUYHBLIX MyTa-
LM He 0OHapy»eHo, TeCT Ha YacTble MyTauun B MU-
ToXoHApuanbHo HK MeToA0M MyNbTUMIEKCHOW aM-
nandmkaumm (MLPA) — MyTauum He 06HapyKeHbl;
CEeKBeHMpoBaHMe naHenn «CaxapHsblii Anabet —rune-
PUHCYANHU3M» (27 reHOB) — MNaTOreHHbIX, BEPOATHO
NMaTOreHHbIX M BapuMaHTOB HeOMpeAeNeHHOW KAMHU-
YECKO 3HauMMOCTU He O0bHapy!KeHo. PebeHOK Ha-
6atofaeTcs HEBPOJIOFOM C AnarHosoM: MocneacTsus
aHTeHaTaNbHOrO MOopaeHna LeHTPasbHON HEepPBHOWN
cuctembl B GOpMe crnaCcTUYecKoro tetpanapesa, Td-
xenom crteneHn. Mukpouedanusa. dokanbHas 3Nu-
nencus. ®dapmakopesucTteHTHas ¢opma. ATpodus
3puUTENbHBIX HEPBOB. MOCTOAHHO NPUHMMAET KOMbBU-
HaUWIO aHTUKOHBY/NbCAHTOB — MpenapaTbl BajbMpo-
€BOW KWUCNOTbl, NTaMOTPUANKMHA. B HacToAwmi Mo-
MEHT MaJibiMK UMEET BbIPa*KeHHbI AednumT pocTa
(SDS pocTa B 8 net -7,9), SDS nHAeKca Macchl Tena
(UMT) pebeHka coctaBnsieT +1,1 (UMT 17,6 Kr/KB.M.).

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u CIALMONATISHUIR MERMMHCKIA oo
IMn=

Yepes 7 fneT nocie pOXAEHWS MepBOro nauu-
€HTa B CEMbE POAHON CecTpbl ero mMaTepu poaw-
ca Manbumk (6epemeHHocTb II, yrposa npepbiBaHus
B NepBOM TpuMecTpe, poabl II Ha cpoke 38 Hepenb,
Bec 3300 r, annHa Tena 50 CM) C 3a4epKKOW BHY-
TpUyTpobHOro passuTus, Mukpouedbanmen, BPOK-
LEHHbIM MOPOKOM cepaua (LedeKT MexKenynou-
KOBOW MNeperopofku, OTKPbITbIN apTepuanbHbIi
NPOTOK), ABYCTOPOHHMM KpUMNTOpXu3MoM. B nep-
Bble AHU WU3HU BbISIBNEHbI MPU3HAKM CNAacCTUUYECKO-
ro TeTpanapesa, 3aperMcTpMpoBaHa rMnoramkemums
LO YPOBHS HeonpeaensieMblX 3Ha4yeHuin. PebeHoK
KapuoTtunupoBaH (KapuoTtun 46 XY), npoBeneH-
Hble HeOHaTajibHbl/Ai CKPWUHWHI, TaHAEeMHas Macc-
CMeKTpoMeTpus — 6e3 NaToNIorMYecknx OTKJIOHEe-
HWiA. MonyyeHHble Ha GoHe rankemun 0,63 MMonb/n
nabopartopHble nokasatenun (TTF — 10,6 MME/n,
T4 cBoboaHbIN — 5,5 nMonb/n, CTF — 0,09 Hr/mn,
NN®P-1 — <15 Hr/mn, KopTuson — 72,2 HMOAb/A,
NHcynnH — 4,2 MME/n) cBMaeTeNbCTBOBAAN O HaNu-
ynmn y pebeHka runonutymtapmsma (BTOPUUHBIX M-
noTupeosa, rMNOKOPTMLM3MaA, COMAaTOTPOPMNHONM He-
LOCTATOYHOCTM) U runepuHcyanHusma. Koppekuus
pedMUNTOB TUPOKCMHA W KOPTU30/a, HasHayeHue
Avasokcmpa (NpornvkeMa) He MO3BOAMAM AOCTUYL
3yrnMkeMmm 6es napeHTepanabHOM AOTALLUN FHOKO3bl,
No3TOMY ObIJI0 NPUHATO pelleHne 0 Ha3Ha4YeHnn co-
MaTponuHaB Ao3e 0,033 MI/KrB CYTKKW,YTO MO3BOANO
cTabunmnsmpoBaTth MNKEMUIO Ha POHE YacToro Apob-
HOro NuTaHus. MpoBeAeHO CEKBEHMPOBaHME NaHeNN
«fmnonutyntapusm» (28 reHoB): BbiIBJNEHbI FeTEPO-
3UrOTHblE BapuaHTbl rs61762493 n rs78866715 B
LMCMONOMKEHNN NC_000017.10:9.[61996246C>T;
61996248A>G] (GRCh37) B 5'- HeTpaHcaupyeMoii
obnactu reHa GH1 (NM_000515.4) — BapuaHTbl He-
onpeaeneHHOro sHaueHus.

PebeHok HabnopaeTcq HeBpoaOramMum C AMarHo-
30M: cuMNTOMaTMyeckas ¢oOKanbHasa 3nuaencus,
nocneacTBUS aHTEHATaNbHOrO MOPaMKeHUs roJ/oB-
HOoro mMosra B ¢opmMe MuKpouedanbHOro CUHAPOMa,
cnacTUYecKoro TeTpanapesa, 3a4ep!KKW MCUXOMO-
TOpHOro passButus, ATpodus 3puTeNbHbIX HEPBOB.
CyLOpPOXHbIA CUHAPOM Yy pebeHKa MaHudecTupo-
BaN B BO3pacTe 3X MecsiueB Ha GOHe KOHTpOoAupy-
€MOW MIMKEMUN N B HaCTOSALLMA MOMEHT TaK*Ke Tpe-
byeT NpUMeHeHNs1 KOMBMHALMN @aHTUKOHBY/bCAHTOB
(BanbnpoeBasi KUcnoTta, OKCcKkapbasenwH, Tanupa-
MaT). B HacTosAWMA MOMEHT UMeeT 3HauYNTeNbHOE OT-
cTaBaHue B AJINHE Tena oT cBepcTHUKOB (SDS pocTa
-8,44 B 18 MecsuUEB) U HEAOCTAaTOYHOCTb MUTAHUSA
(MMT 13,3 Kr/kB.M. SDS UMT -2,49).

B CBSI3M C POMAEHMEM B CEMbE BTOPOr0 Masbyu-
Ka poauTenun nepBoro pebeHKka NMOBTOpPHO 06paTu-
JNIUCb K TeHeTMKaM, OblIo NPeAnofIoOKEHO Hannuune
cuHgpoma MEHMO, B xoae aHanusa CTpyKkTypbl MPHK
(NM_001415.4) reHa ¢ 1-ro no 124 3K30H 6bI1 06Ha-
pyeH paHee He onucaHHblA BapuaHT (NC_000023.
10:9.24084162C>G(hg19), NM_001415.4 c.820 C>G
(p.Leu274Val)) B  reMMU3UrOTHOM  MOJIOMKEHMWMW.
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CBOPHUK TE3UNCOB

HePCOHaHI/IBI/IPOBaHHBIﬁ nmogxon B ,E[eTCKOI‘/JI SHAOOKPHUHOJIOTUH

MopobHas 3aMeHa obHapyKeHa 1y MaTepu naumneH-
Ta. BepudmumnposaH cmHapom MEHMO.
BbiBOAbI

B cBfi3W C HanMuMeM 3HAOKPUHHOW naTonornu
B CMMMTOMOKOMMAeKce cuHgpoma MEHMO, sHAOKpKU-
HOJIOT A0J/IKEH ObITb YIEHOM MEAULMHCKON KOMaHAbI,
onpejensiOLLEN TaKTUKY BeAEHUSA MNauUeHToB C AaH-
HOWM naToNornen.

https://doi.org/10.14341/PMPE-2022-77

HeoHaTaJIbHBIH CKPHHHHT
3HAOKPHHONATHH B Pecriybinke
TaTapcTaH

TAY3 «[JPKB M3 PT», . KasaHb, Poccusa

20reQy BO KasaHckuii TMY MuHsgapaBa Poccuu,
r. KasaHsb, Poccus

3TAY3 «PKB M3 PT»

Lenb

AHanns pe3ynsTaToB peasnsaunm NnporpamMmmbl HeO-
HaTaNbHOIr0 CKPMHMHIA Ha BPOXAEHHYIO ANCHYHKLNIO
Kopbl HagnoyeyHukoB (BAKH) n BpoXAEHHbIN rvno-
Tnpeos (BI) Ha Tepputopun Pecnybnamku TaTapcTaH

(PT).
MaTtepuanbl U MeTOAbI
V3yueHbl pesynbtathl paboTbl MeAWKO-FEHETU-

YEeCKOWN KOHCynbTauum PecnybanMKaHCKOW KanHuue-
CKOW 60NbHMLBI, OTYETbl MeAMaTpoB U AETCKUX 3HAO-
KPUHO/IOrOB, AaHHble peructpa nauueHtos ¢ BAKH,
nepBuyHas MeAULMHCKas [OKyMeHTaums (MCTo-
pun 60ne3HM 1 aMbynaTopHble KapTbl MaLUUEHTOB).
PesynbTraThbl

MepBble pesynbTatbl 06CNEf0BaHNS HOBOPOX-
LEHHbIX Ha BPOMAEHHbIV rMnoTupeos B Pecnybnuke
TaTapcTaH 6binv nonyyeHsl B 1996 roay, ¢ 2006 roaa
B NporpaMMy HeOHaTaJbHOrO CKPWUHWHra 6bina
BKAoUeHa BAKH. [aHHbIi npouecc Ha TeppuTo-
pun Pecnybnvku pernameHTtupyetcs Mpukasom Mu-
HUCTepCcTBa 34paBooxpaHeHus Pecnybnukm Ta-
TapctaH ot 1 uwoHa 2006 . N 519. «O mMaccosoM
obcnefpoBaHMM HOBOPOMAEHHBIX AeTel Ha Hacnen-
CTBEHHbIE 3aboneBaHns B Pecnybivke TaTapcTaH.

[lona oxBaTa HOBOPOXAEHHbLIX NPOLEAYPON CKpU-
HWHra B MNMpouecce BHELPEHUA MpPOorpaMmmbl yBen-
umBanacb ¢ 22,5% B 2006 r (Ha BAKH) no 99,6 %
no o6enm HosonorusiMm K 2016 r, B 2021 r BpOKAEH-
Hble 3HAOKPMHONATUN UCKNOYEeHbl 97,9% poXKaeH-
HblX Ha Tepputopun PT peteid. MpobaeMaTUUHbLIM
B 9TOM OTHOLWIeHUN ans Pecnybnuku ctan 2017 roga,
Korga mccnepoBaHus 6bl1M NPOBeAEHbl MEHEE 4YeM
70 % HOBOPOXAEHHbIM, UTO NPUBENO K NO3AHEN Ana-
rHocTuKe Bl y oaHoro pebeHka.

[varHoctMyeckass LEHHOCTb CKpuHWHra (OTHO-
LeHne ymcna BepuoMUNPOBaHHbIX AMAarHO30B K KO-
NINYeCTBY MaTONOMMYECKUX 3HAUYeHUI MnoKasaTens,

onpefensieMoro B CyxOW Kamjie KpoBW) coCTaBua
npu BAKH oT 0,2% (2015 roa, oxBaT CKPUHUHIOM
99,2 %) no 1,29% (2016 roa, 99,6 %), npu Bl oT 3%
(2012 roa, oxBaT CKpuHMHrOM 98,9%) no 28,8%
(2018 rog, 99,6 %).

KaKk npaBunno, exxerofHo no pesynbrataM CKpUHMHIa
AnarHocTtupoBaHo oT 1 no 5 cnyuaes BAKH, B 2016 1
3aperncTpupoBaHo 11 BHOBb BbIIBJIEHHbIX OOJIbHbIX.
3aboneBaemocTb (1:X, roe X=A:B, A — uucno o6-
CNefloBaHHbIX HOBOPOXAEHHbIX 338 OAMH KaneHaap-
Hblll ro4, B — KOANYECTBO BbIIBAEHHbLIX Cay4YaeB na-
TONOMMM 3@ TOT e KaleHAapHbI/ rof) B OTHOWEHUN
BAKH B pa3Hble roabl coctaBuna 1:5032 (2016 r., ox-
BaT CKPUHUHIOM 99,6 %) no 1:56150 (2015 1., 99,2 %).
B cpeaHem e 3aboneBaemoctb BAKH B 2006-
2021 rr. B Pecnybnnke TaTapcTaH COOTBETCTBOBana
nokasarenio 1:14575, 4uTo 3aMeTHO HUMKe CpefHero
ana Poccuiickon depepaumn yposHa 1:9500.

[JaHHaa xapaktepuctuka ana Bl BapbupoBana
oT 1:1770 (2018 roa, oxBaT CKpPUHUHIoM 99,6 %)
no 1:7828 (2012 roa, 98,9%), B cpeaHeM 3a 2006-
2021 rr. — 1:2694. lNokasaTesib NpeBbllLlaeT aHa-
NOTUYHBIA KaKk ana [puBOMKCKOro depepanbHOro
oKkpyra (1:3376), Tak 1 gns Poccuiickon ®eaepauun
B LesoM (1 Ha 3617 HOBOPOXKAEHHBIX). EXXeroaHo He-
OHaTaNbHbI CKPUHUHI MO3BONAAA AMArHOCTUPOBATH
oT 7 (2012 ron) ao 26 HoBbIx cayyaeB Bl (2018 ron).

B HacToAWMA MOMEHT UMUCNEHHOCTb nony-
naumm 6onbHbix ¢ BAKH ot O no 18 net B Pec-
nybaunke TatapcTaH cocTtaBnsieT 51 yenoBek, y 48 na-
uMeHTOB BepudMuMpoBaHa conbTepsowas dopma
3aboneBaHns, y 3x — npocTasa BupuabHasa. Ecau
B 2006 n3 naTu naunmeHTOB, POMAEHHbIX ¢ BAKH,
TOJNIbKO OAHOMY MaTonorus 6elna AMarHoCTUpoOBaHa
Nno pesynbTartaM CKPUHUHIa, To B nepuof c 2007 no
2021 rr Bce petun ¢ BepuOUUMPOBaAHHbBIM ANAarHO30M
npoLwnun yepes AaHHylO npouesypy M UMenu narto-
Normyeckoe 3HayeHue OMOXMMWYECKOro Mapkepa,
uto cBuaetenbcTByeT 0 100% uUyBCTBUTENILHOCTU
npuMeHsiemoro metoga. C Bl B Pecnybnunke Habnto-
paetca 294 naumeHTa AETCKOro M noApoCTKOBOrO
BO3pacrTa.

BbiBOAbI

MporpamMMa HeoHaTaNbHOro CKPWHUHIra ABASETCA
BaXHbIM WMHCTPYMEHTOM, obecrneuynBaloLiUM CBOEB-
peMeHHble AMAarHOCTUKY U CTapT Tepanuun Npu Takux
3HaUYMMbIX BPOXKAEHHbIX COCTOAHUAX, Kak BIM n BAKH.
OxBaT HeoHaTaNbHbIM CKPUHWUHIOM B PT B HacTtos-
LLMA MOMEHT COOTBETCTBYET COBPEMEHHbIM TpeboBa-
HusAM. 3aboneBaemocts BAKH B PT no pesynbratam
CKpUHUHra coctasmna 1:14575 HOBOPOXAEHHbIX,
Bl — 1:2694.
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MUHUCTEPCTBO HAYKW
W BbICLLENO GEPAZOBAHUS
POCCUMIACKON OEAEPALIMA
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Pe3ys1pTaThl HEOHATAJIBHOI'O
CKPHMHHWHIA Ha BPOJXXAEHHBIH
runoTHupeos B Kapayaeso-
YepKeccKoii Pecriybirke

PrBNNY «KY 34», K. Yepkecck, Poccus

HeoHaTaNlbHbIl CKPUHWUHI Ha BPOMAEHHbLIA rMMNO-
Tupeos (Bl) aokasan cBok 3¢PEKTUBHOCTb KaK Me-
TOZ, paHHel AMarHoCTUKKU 3aboneBaHusi, NO3BONSAIO-
LN CBOEBPEMEHHO HavaTb Tepanuio MNpeaoTBPaTUTb
UHBanmamsaumio. OueHKka opraHusaumm u spdek-
TUBHOCTM HEOHaTaNbHOro CKpUHMHra Ha Bl Ha pe-
rMOHaNbHOM YPOBHE SIBJISETCH BeCbMa aKTyaJibHOW,
4YTO ONpeAennno Lenb nccaeaoBaHms. HeoHataNbHbIN
CKPUHMHI B KapauaeBo-Yepkecckoit Pecnybnunke
nposoantca ¢ 1996 ropga. OgHUM U3 OXMUAAEMbIX
NMONOMUTESNIbHBIX ~ MEAUKO-COUManbHbIX  3hdeKTOB
OT NpoOBeAEeHNA HeOHaTaNbHOro CKPUHMHra Ha pe-
rMOHaJIbHOM YPOBHE ABAAETCA OTCYTCTBUE MHBaIN-
AN3VPYIOWMX OTKNOHEHUA B COCTOSHUMW 340POBbSA
peteli. B paMKax nporpaMMbl CKpUHWHra 3a nepu-
oa 2017-2021 ropa obcnepoBaHo 22 264 HOBO-
poraeHHbIx (100%), UTO NO3BONSET pacCUMTbIBATb
CBOEBPEMEHHOE BbIIBJIEHWE BCEX caydyaeB 3abone-
BaHWA. YCTaHOBANEHbl CclefylollMe rnokasaTenm ua-
CTOTbl FMAOTUPEOD3a: TPAH3UTOPHLIA FMNOTUPED3 —
2017r. — 1,2%; 2018r. — 1,2%; 2019r. — 0,4 %);
2020r. — 1,3%; 2021r. — 2,3%; BPOAEHHbIN N-
notupeos- 2017r. — 0,02 %; 2018r. — 0; 2019r. —
0,02%; 2020r. -0; 2021r. — 0. CpepaHaAsa 4acTo-
Ta peTecToB 3a nepuwos HabnwaeHuid cocTaBuia
1,2 %, npuueM B CTpYKType petectoB 6osee 90 % co-
CTaBASIN CNyYan YMEpPEeHHOM rMnepTUPOTPONNUHEMUN
C YpOBHEM ropMoHa Ao 50 MKME/Mn. Y noaasnsioLle-
ro 6onbwMHCTBA 06CNEAOBaHHbIX HOBOPOMKAEHHbIX
coaepxaHue TTI 66110 HUKe 20 MKME/MA.

Kak BMaHO n3 Tabauubl pocTa 3aboneBaeMocTu
BPOXAEHHbIM FMNOTMPEO30M 3a nocnegHue 2 roga
HeT.

loabl KonunyecTtBo Konun- Konun- BeisiBneHoO
HOBO- 4yecTBO 4yecTBO 60/IbHbIX

POXAEH- TEeCTOB | peTecToB

HbIX B KYP Ha Bl Ha Bl

Mo AaHHbIM

POCCTATA
2017 4664 4671 57 1
2018 4608 4652 58 —
2019 4486 4457 17 1
2020 4610 4633 64 —
2021 3896 3312 93 —

OpraHmaau,l/m HEOHAaTa/llbHOro CKpPWHWHIra Ha

BPOX/AEHHbIN rMnoTupeos B KapauaeBo-YepKkeCccKou

UCCNEAOBATENbCKUM LEHTP SHAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u CIALMONATISHUIR MERMMHCKIA oo
Ih=
Pecnybivke no3Bonuio A06MUTHCS BLICOKOrO Mpo-
LeHTa obcnenoBaHMs HOBOPOMAEHHbIX, OXBaTa pe-
TECTOM, COKpalleHne CPOKoOB 0bcnepoBaHUss U CBO-
eBpeEMEHHOEe Hayano neyeHns NauneHToB.
BbiBOAbI
1. MpenMyLEeCTBOM BbINOJIHEHUS JlabopaTopHOro
3Tana HeoHaTaNbHOro CKPUHWHIa Ha pernoHaNbHOM
YPOBHE SABASETCHA YAydlleHWe OnepaTMBHOW CBA3U
N B3aUMHOW KOOpAMHAUMN AeACTBUIA POAOBCNOMOra-
TesIbHbIX, NeAnaTpUUYEcKUx nevyebHo-npodunakTmye-
CKUX YUPEKAEHUN N MEANKO-TEHETUUECKON CNYXKObI.
2. OpraHusaunss nabopaTopHOro 3Tana HeOHa-
TaNbHOIr0 CKPUHWUHIa No3BOAMAA A0BUTLCS BICOKOIO
npoueHTa obcnenoBaHus HOBOPOXAeHHbIX (100 %),
YAy4lleHNs BbISBASEMOCTN BPOMKAEHHOMO rmnotmpe-
03a, YMEHbLUEHNSI CPOKOB 06CnefoBaHUS U paHHee
Ha4yasio 3aMecTUTeNbHON Tepanuu.

https://doi.org/10.14341/PMPE-2022-79

Pe3yJIpTaThl HEOHATAJIPHOI'O
CKPHHHHTA Ha BPOJXAEHHYIO
OHUCPYHKIIHIO KOPBI
HaZII0OYeYHHKOB
B KapauaeBo-UepKrecCKOH
Pecniybsiuke

PrBNNY «KY 34», K. Yepkecck, Poccusa

BporaeHHas AUCHYHKUMA KOPbl HaAMOYEUYHUKOB
(BAKH) — rpynna 3aboneBaHuin C ayTOCOMHO-PELLEC-
CVYBHbBIM TUMOM HAaCNeAOBaHWUSA, pPa3BUTUE KOTOPbIX
CBSI3aHO C HapyLUEHMEM CEKPELMU KOPTUKOCTEPOU-
[l0B, BCJIEICTBME BPOXKAEHHOr0O AedeKTa GEepMeHTOB,
OTBETCTBEHHbIX 3@ 6MOCUHTE3 3TUX FOPMOHOB.

Mo3aHAs AMArHOCTMKA, HECBOEBPEMEHHAs U He-
KoppeKkTHaa Tepanus BAKH npuBOAAT K THMenbiM
nocneacTBusiM: rmbenn pebeHka OT CONLTEPSIOLLUX
KpW30B, OWMOKe B BbIOOpE MOAOBON NpUHAANEHKHO-
CTU NPUX BbIPA*KEHHOW BUPMAMU3ALUM HAPYMHHbIX re-
HUTaNWIA Yy AEBOUYKM, HAPYLLUEHMEM pOCTa U NOJIOBOrO
cospeBaHus, becnaoguio.

foabl Ronnyectso | lpose- Mpose- B3ato
HOBOPOX- [EeHo AeHo Ha yueTt
OeHHbIX KYP TecToB peTecToB BAKH
Nno AaHHbIM Ha BAKH | Ha BOKH | no ckpu-
POCCTATA HUrY
2017 4664 4671 60 —
2018 4608 4652 92 —
2019 4486 4457 81 1
2020 4610 4633 89 2
2021 3896 3312 139 1
WToro: 22264 21725 461 4
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MaccoBoe o06cnefoBaHMe HOBOPOMAEHHbIX Ha
BAKH npoBoauTtcsa ¢ 2006 roaa. 3a 5 net obcneno-
BaHO 22 064 HOBOPOMKAEHHbIX. AHAaNU3 pe3ynbTaToB
HeoHaTaNbHOro CKpuHMHra Ha BAKH 3a 5 net noka-
3an,ut0 461 pebeHoK (2 %) HOBOPOXKAEHHbIX HY K Aa-
JMcb B MOBTOPHOM 06cnefoBaHuu (peTecTe) B CBA3M
C noBblIlWeHHbIM ypoBHeM 17-0OHP. YacToTa peTecToB
3a nepuopa HabnoaeHnn coctasuna: 2017 r. — 1,3 %;
2018 . — 1,9%; 2019 r. 1,8%; 2020 . — 1,9%;
2021 r. — 4,2%.

https://doi.org/10.14341/PMPE-2022-80

PacnipocTpaHeHHOCTHh
BPOJXXIAEeHHOH AHCPYHKIIHHU
KOpPHI HAAIIOYEeYHHKOB
B JlaJIbHEBOCTOYHOM
dbepepanbHOM OKpyre

'WankuHa JI1.A., 24enypkKo H.I., 33HameHcKas T.E.,
4CenesHeBa 0.4., STakaeBa 3.3., °bo4yapHukoBa H.H.,
’bensikoBa T.A., 23Eropoa C.B.,°Hukndpoposa M.E.

'®re0yY BO «TFMY» MuHsapaBa Poccuu, . BnagnuBocToK, Poccus

2[AY3 AO «AMypcKas obiacTHas AeTCKas KAMHMUYecKas
6onbHULEY, . BnaroseLlleHck, Poccus

3[Y3 «1eTCKUA KNIMHUYECKUIA MEANLMHCKUIA LEHTPY,
r.YuTta, Poccus
“TBY3 «KamyuaTckas KpaeBas AeTcKas 60abHULa»,
r. M-KamuaTckumin, Poccusa

STbY3 «MaragaHcKaa obnacTHasa AeTckas 6onbHULA»,
r. MaraaaH, Poccus

STBOY «KpaeBast KinHuyeckasa 6onbHMLE N22»,
r. BnaansocTtok, Poccusa

TBY3 «06nacTHas aeTckas 60bHULAY,
r. OxkHo-CaxanunHck, Poccusa

8KIBY3 «/leTcKas KpaeBas KNMHUYecKas 6osbHULA
M. A.K. MnoTtpoBuua», r. Xabaposck, Poccus

STAY PC(A) «PecnybnukaHckasa 6onbHuLa N21»,
r. AKyTCK, Poccus

BbiBOAbI

Mo pesynbTaTaM HeoHaTa/lbHOro0 CKPUHWHIA onpe-
neneHa yactota BAKH: 2019 . — 1:4486; 2020 r. —
1:2305; 2021 r. — 1:3896. OTkNoHeHUs 17-OHP BbisiB-
NneHbl : 2017 1. — 1,2 %; 2018 1.-1,9%; 2019 1. — 1,8 %;
2020 . — 1,9%; 2021 r. — 3,5% y o06cneaoBaHHbIX
peTei. BBeaeHne HeoHaTanbHOrO CKpMHUHIa Ha BAKH
NO3BOJIIET CMACTW AeTel OT rmMbenn, CONbTePSIOLLNX
KPW30B W MpaBWbHO BbIbpaTb MOJIOBYIO MPUHALNENK-
HOCTb MNPV BblpaXKeHHOW BUPUAN3ALMN HAPYKHbIX re-
HUTaANUI y LEBOYEK.

BporaeHHas AUCHYHKUMA KOPbl HaAMOYEUYHUKOB
(BOKH), cnekTtp 3aboneBaHuii 06yCNOBNEHHbIX Ae-
beKkToM GepMEeHTHbIX CUCTEM, yyacCTBYOWMX B 6BU1O-
CUHTE3e CTEpPOMAHbIX FOPMOHOB. M034HAS AnarHo-
CTVKa U HecBoeBpeMeHHas Tepanusa BAKH npusoaar
K TSXKENbIM NocneacTBusaM. N36exaTb anarHoctmye-
CKUX OWMBOK No3BONSET NPOBELEHME HEOHATANbHO-
ro CKPUHMHra, No3BOJIAIOLWNIA CBOEBPEMEHHO Ha3Ha-
yaTb MOKO- U MUHEPANOKOPTUKOUAHYIO TepanuIo.
Llenb nccneposaHus

CpaBHUTbL 3aboneBaeMocTb BAKH B [lafibHEBOCTOU-
HOM ¢enepasibHOM okpyre (APO).

MaTtepuanbl n MeToAbI

MpoBeneHa oueHKa obuieli 3abonesaemocTb BAKH
C UCNONb30BaHNEM PEernoHabHbIX PErnCcTPOB, BKAIO-
yeHHbIx B APO.

PesynbTraThbl

Mnowanb JanbHero Boctoka Poccuum coctasnser
6 952 555 kM2, uyTo cocTaBnseT 40,6 % nnowaam Bcei
CcTpaHbl (KpynHelwwuii no pasmepam tepputopumn de-
[epanbHbIl OKpYr), BKAtouaeT 11 pervoHoB. MpoBeaeH
aHanus gaHHbIX pernctpa no BAKH B pervoHax, Bxo-
aswmx B AP0. YunTbiBasg NPOTAMKEHHOCTb PErMOHOB,
HU3KYIO NMJIOTHOCTb, B HEKOTOPLIX paioHax OTCyTCTBUE
WAN HEeAOCTYMHOCTb OKasaHus cneuvanmM3npoBaHHOM
NOMOLLM, YTO HaKMaAblBaeT CBOW OTNe4yaToK Ha pac-
npocTtpaHeHHoCTb BJAKH B aeTCcKOM BO3pacTe.

MpoBeLeH CpaBHUTENbHbIV aHanM3 3aboneBaemo-
cTn 3a 2018 n 2021 rr. (tabn. 1)

Taba. 1. PacnpocTtpaHeHHocTb BAKH B A0

Cybbekt Ad0 KonnuecTBo BpoXAeHHbIM BAKH KonnuecTtBo BpoxKAeHHbIM BAKH
Ha KoHeu, 2018 r. (abc.) Ha KoHeu 2021 r. (abc.)

AMypcKas obnacTb 8 11
Pecnybnuka BypsaTtus 23 23
EBpelickasi aBTOHOMHas obnacTb 1 1
3abailkanbCKuii Kpa 20 27
KaMuaTckuii kpan 10 10
MaragaHckas obnacTb 10 0
MpuMopCKniA Kpan 18 15
Caxa Arytusa 1 21
CaxanuHckas obnacTtb 14 7
XabapoBCKuit Kpait 18 32
YyKOTCKMIA aBTOHOMHbIN OKpPYT 0 0

Kak BnaHo 13 Tabauubl, y 40 % pernoHoB oTMeuaeTcsi pocT BAKH.
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G)e,qepanbhoe rocyaapcTseHHoe 6|O,EL)KeTHOe yypexaeHue
«HALMOHAJbHbIA MELULMHCKUIA
UCCNEAOBATENbCKUM LEHTP SHAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

ALl
E11S]

Ta6n. 2. 06wan 3aboneBaemoctsb BAKH B AP0

CybbeKkT D0 KonnuecTBO BpOXAEHHbIM BAKH KonnuecTteo BpoaeHHbIM BAKH
Ha KoHeu 2018 1. (Ha 100 000 geT. Hac.) | Ha KoHew, 2021 1. (Ha 100 000 aeT.Hac.)

AMypcKas obnacTb 4,4 6,2
Pecnybnvka BypaTtus 8,7 7,5
EBpelickasi aBTOHOMHas obiacTb 2,6 2,6

3abalikanbCKuii Kpan 7.4 10,2

KamuaTckui Kpawn 15,9 24,7
MarapaHckas obnactb 30,7 0
MpuMopckuin Kpan 4,6 4,0

Caxa fkyTtus 0,4 12,4
CaxasinHcKkasa obnactb 5,3 6,9

XabapoBCcKuit Kpai 6,3 11,5
YyKOTCKMIA aBTOHOMHbIN OKpPYT 0 0

Mbl npoBenn pacyeT obwein 3aboseBaemMocTu
Ha 100000 peTckoro HaceneHus (Tabn. 2).

Mo paHHbIM ®IBY «HMUL» MwuHsgpaBa Poccum
obuwan 3abonesaemocTb B 2018 roay B Poccuinckoi
depepaumn coctaBmna 7,6 Ha 100 000 geTcKoro Hace-
neHus. B 490 oHa B 2018 roay 6bina HUxKe POCCUCKMX
nokasatenen (6,5 Ha 100 000 peTcKOro HaceneHus).
HecMoTpsa HM HU3Kyk 3abonesaemocTb 40% peruo-
HOB OHM MpeBblWann obwmii Nokasatenb no Poccun.
AHann3npys AaHHbIN NoKasaTenb 3a 2021 roa, Mbl Bbl-
SIBUNIM yBeNnYeHue Konudectsa aeter ¢ BAKH Ha 16 %
no cpaBHeHuo ¢ 2018r. OTMeyaeTca BbICOKUIA pPOCT
3aboneBaemMoctn B 3abalikanbCKkoM, KamuaTcKoM,
XabapoBcKoM Kpasix, Caxa (Akytms). YTOo CBsI3aHO

https://doi.org/10.14341/PMPE-2022-81

PacnipoCTpaHEeHHOCTbH
BPOXXJeHHOr'o rHIIoTHpeo3a
B [1aJIBHEBOCTOYHOM
dbemepanbHOM OKpyTe

'WankuHa J1.A., 2denypko H.T., 33HameHcKas T.E.,
4CenesHena 0.[., STakaeBa 3.3., °bouyapHukoBa H.H.,
’BenskoBa T.A., 28Eropoea C.B.,’Hukudpoposa M.E.
'Ore0Y BO «TrMY» MuHsapasa Poccuu, r. BnaamBocToK, Poccus
2TAY3 AO «AMypckas obnacTHas feTcKasa KNuHu4YecKas
6onbHUL@Y», I. BnaroBeleHcK, Poccus
3rY3 «AeTCKUA KIMHUYECKUA MEAULMHCKUIA LEHTPY,

r. Ymuta, Poccus
“IBY3 «KamuaTckas KpaeBas AeTckas 60abHMLAY,

r. M-Kamuatckuin, Poccusa

STBY3 «MaragaHckasa obnacTtHas AeTckasa 6oabHMLaY,
r. MaragaH, Poccus

STBOY «KpaeBasi KiMHUYeckasn 6onbHMLE@ N22»,
r. BnaausocTtok, Poccusa

TBY3 «0ObnacTHasa aAeTcKkas 60nbHULAY,
r. OxHo-CaxanunHck, Poccus

8KIBY3 «/[leTcKas KpaeBas KIMHUYECKas bobHMLA
uMm. A.K. MnotpoBuYa», r. XabapoBscK, Poccus

STAY PC(f1) «PecnybnukaHckas 6onbHuua N21», 1. AKyTCK, Poccus

29-30 maprta 2022 .

cynydweHnem gnarHoctmkm BAKH B faHHbIX pervoHax.
O6uwasn 3aboneBaemocTb BAKH B 2021 roay Bbipocna
Ha 14 9% wn cocTasnseT 8,5 cnyyaes Ha 100 000 pget-
CKOro HaceneHus.
BbiBOAbI

Taknum obpa3om obuiasi 3a601eBaeMOCTb BPOKAEH-
HOW AUCOYHKLMEN Kopbl HaAMOYEeYHUKOB MMeeT pas-
NIMUHble NokasaTtenn B permoHax AP0, uTo cBA3aHO Co
CHU}EHWEM KaK BbISIBIEHUS, TaK VN CHUMKEHNEM e TCKOr0
HaceneHus (B cpeaHeM Ha 8 % no cpaBHeHuto ¢ 2018r.).
Mpu 3TOM 3aboneBaeMocTb B [lafibHEBOCTOUHOM dese-
panbHOM OKpyre 3abosieBaeMoCTb cocTaBaseT 1 cay-
yah Ha 12000 HOBOPOMKAEHHbIX, OXBAT HOBOPOMKAEH-
HbIX HEOHaTaIbHbIM CKPUHWHIOM cocTasnsaeT 99,3 %.

BpOMKAEHHbIA rMNOTMPEO3 O4HO 13 Hanbonee YacTo
BCTPEUAIOLLMXCS BPOMAEHHbIX 3abosieBaHU LWKUTO-
BUAHOW Xenesbl y AeTein. YacToTa BpOXAEHHOI0 rnmno-
TUpeosa Kosiebnetcsa ot 1 cnydyas Ha 4000-5000 Ho-
BOpPOXAEHHbIX B EBpone. B Poccun, no faHHbIM OIBY
«HauuoHanbHOro  MeAVUMHCKOro uccneposaTesib-
CKOro LeHTpa sHAOKpuHOAorMmn» MuHsapasa Poccuun
B CpegHEM MO CTpaHe 3ab60/eBaeMOCTb BPOMAEH-
HbiM runotmpeosom B 2018 roay cocrtasnsna 1 cny-
yal Ha 3352 HOBOpOXKAEHHbIX. OTMEYannCb pasnmuns
nosabosieBaeMoCcTV No peaepanbHbIM OKpyram. PaHHee
BbiiBNIeHWE [AaHHOW NaToNorunm CBOASAT K MUHUMYMY
HENPOMCUXNUYECKME OTKIOHEHUs. C BBEAEHUEM CKpU-
HWHra Ha BPOXKAeHHbIN runoTupeos (Mpukas M3 PO Ne
316 ot 31.12.1993) no3BoAUAM PaHO BbISBAATL U Ha-
3HauaTb aJeKBaTHYIO Tepanuio.

Llenb uccneposaHus

CpaBHUTb 3a60/1€BaeMOCTb BPOMKAEHHBIM rMNoTUpe-
030M B [la/ibHEBOCTOYHOM desepansHoM okpyre (ADO).
MaTepuanbl n MeToAbI

MpoBeneHa oueHKa 06LLeli 3a601eBaeMOCTb BPOXK-
[LEHHbIM TMNOTUPEO3OM C UCMNONb30BaHWEM peruo-
HabHbIX PEFUCTPOB, BKAOUEHHbIX B APO.
PesynbTraThbl

Mnowaab OanbHero BocTtoka Poccum cocTtans-
eT 6 952 555 kM2, yTo cocTaBasieT 40,6 % naowaam
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Tabn. 1. PacnpocTpaHEHHOCTb BPOXAEHHOro runotupeosa B 190

Cy6bekt D0 KonnuecTBo BPOXKAEHHbBIM KonnyecTBo BPOXKAEHHBIM
rMNOTMPEO30M Ha KoHew, 2018 1. (@abc.) | runoTnpeo3om Ha KoHel, 2021 T. (abc.)

AMypcKas obnacTb 16 11
Pecnybnuka bypaTtus 81 80
EBpelickasi aBTOHOMHas 0bnacTb 9 6
3abaiikanbCKuin Kpai 56 48
KaMuaTckuii Kpan 11
MarapaHckas obnacTb 3
MpuMOpCKUI Kpan 80 62
Caxa AxyTtus 22 11
CaxanunHckas obnactb 13 29
XabapoBCKuit Kpai 23 30
YyKOTCKMI aBTOHOMHbIN OKpPYyT 0 0

Tab6n. 2. 06was 3ab60s1eBaeMOCTb BPOXKAEHHOIO '

notupeosa B J$0

CybbeKkt Ad0

KonnuyecTBo BPOXKAEHHbLIM
rMnoTMpeos3oM Ha KoHel, 2018 .
(Ha 100 000 pgert. Hac.)

KonnuecTBo BPOXKAEHHBIM
rMnoTMpeo3oM Ha KoHeu, 2021 1.
(Ha 100 000peT.Hac.)

AMypcKas obnacTb 12,8 6,2
Pecny6nunka BypaTtus 30,5 28,2
EBpeiickasi aBTOHOMHasi obiacTb 241 16,0
3abalikanbCcKuii Kpai 20,4 18,1
KaMuaTckuii Kpan 12,7 27,2
MaragpaHckas obnacTb 21,5 10,9
MpuMOpCKKUiA Kpan 20,3 15,7
Caxa AryTtus 8,3 15,7
Caxa/lnHcKasa obnacTb 12,4 28,8
XabapoBCcKuit Kpai 8,1 6,5
YyKOTCKMIA aBTOHOMHbIN OKpYyT 0 0

BCeW cTpaHbl (KpyNnHeNWnn no pasMepam TeppuTo-
pun depepanbHbii OKpYr), BKAOUaeT 11 pernoHos
MpoBeaeH aHanM3 AaHHbIX perncrTpa no runortupe-
03y B pernoHax, sxogawmx B APO. YunTteiBas npo-
TSXEHHOCTb PErvOHOB, HU3KYK MJNOTHOCTb, B He-
KOTOPbIX palioHax OTCYTCTBUE MM HEAOCTYMHOCTb
OKasaHua cneunanMsMpoBaHHON MOMOLLM, YTO Ha-
KfaAblBaeT CBOM OTNeYaTOK Ha pacnpoCTpPaHEeHHOCTb
3aboneBaHNn WNTOBUAHO Xefesbl B AETCKOM BO3-
pacTe.

MpoBeAeH CpaBHUTENbHbIV aHanuM3 3aboneBaemo-
cTn 3a 2018 n 2021 rr. (tabn. 1)

Kak BuAHO wn3 Tabauubl, Hambonbwas pacnpo-
CTPaHEHHOCTb BPOMAEHHOINO rMNOTUpPEO3a OTMeua-
eTca B CaxanuHcKol obnactu 1 XabapoBCKOM Kpae.
B ocCTanbHbIX pernoHax OTMEYaeTCss CHUMKEHME,
UYTO CBA3@HO CO CHUMKEHWEM POXKAAEMOCTU. Mbl Npo-
BeJin pacyeT obuleli 3abonesaemocTu Ha 100000 aeT-
CcKoro HaceneHus (Tabn. 2).

Mo paHHbIM OIBY «HMWL» MwuHsgpaBa Poccum
obuias 3aboneBaemMocTb B 2018 roay B Poccuitckoit
depepaumncoctasmna 17,54a 100 000 geTckoro Hace-
neHus. B A®0 oHa B 2018 roay 6bina Hurke POCCUIACKMX

94

nokasateneii (16,6 Ha 100 000 AeTCKOro HacesneHus).
HecMoTpsa HU HU3KYIO 3aboneBaeMocTs B 50 % pervo-
HOB OHM MpeBblWann o6LWmMi NokasaTesb nNo Poccuu.
AHanuMsupys [AaHHbI nokasatens 3a 2021 roga,
Mbl BbISBUJIN HELOCTOBEPHOE CHueHue o 16,5 Ha
100 000 peTcKkoro HaceneHus. Bceroy 30 % pernoHos
o6uias 3aboneBaeMocTb NpeBbiWana Poccuiickuii no-
KasaTesb. XOTs B abCOMOTHbIX MOKa3aTessiX OHW He n-
avpoBann. 310 pecnybnvka bypsatusa (TaM M3Hauasb-
HO BblI0 MHOMO BbISIBJIEHO TaKMX AETEN U TEHAEHUMS
coxpaHsieTcs)), KaMuaTckuin Kpain 1 CaxanmHckas 06-
nacTb (BO3MOMHO 3TO CBA3AHO CO CHUMEHUEM AETCKO-
ro Hacenenus B 1,5 pasa).
BbiBOAbI

TakuM 06pasom o6uLan 3a601eBaeMOCTb BPOKAEH-
HbIM TMMOTMPEO30M MMEET reTeporeHbie NoKasaTenu
B pasnuyHbiX permoHax AP0, uTo CBA3aHO CO CHU-
KEHWEM KaK BblsiBNEHUS 3a60NeBaHus, Tak U CHUKE-
HWUSi AeTCKOro HaceneHus. Npu 3ToM 3aboneBaeMocCTb
B [lafibHEBOCTOUYHOM deaepasbHOM OKpyre 3abosieBa-
eMOoCTb cocTasnseT 1 cayyan Ha 3395 HOBOpOXAEH-
HbIX, OXBAT HOBOPOM/AEHHbIX HEOHATaJIbHbIM CKpPU-
HUHroMm cocTtasnseT 99,3 %.

29-30 maprta 2022 .
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JABOMHASA SKTOMHA LIUTOBHAHOH
JKeJie3bl IIPH BPOKAEHHOM
TUIIOTHpeo3e

2llipépep E.B., 'BaauHa T.A., 'Aertsapés M.B.,
3*Mucapesa E.A., 2KoHtoxoBa M.B., 'lllernosa 0.C.,
13axaposa C.M., 'AmutpueBa M.0., 'Haraesa E.B.,

'Be3nenkunHa 0.b.

'Orey «HMUL, sHpoKprHONOrnn» MuHsapasa Poccun,
r. Mocksa, Poccusa

’I'bY3 «Mopo3soBckaa AFKE A3M», . Mockea, Poccus
3OrAQY BO Mep.biii MITMY nM. U.M.
CeueHoBa MuH3gpaBa Poccuu, . MockBa, Poccusa

BeepeHne

Hanbonee yacTbiM BapnaHTOM AUCTEHE3UU LLNTO-
BUAHOW Kenesbl (LK) npu BpoKAEHHOM runoTupe-
o3e (BIN) saBnsetcs akTonusi. EE yacToTa, NO AAHHbLIM
nntepatypsbl, BapbupyeT ot 30 ao 70% cnyuaes,
Hanbonee uacTas NOKaAu3auMss — KOPEHb S3blKa.
Hannuume AByX 3KTONMYECKMX O4aroB 04HOBPEMEHHO
BCTpeyaeTcs A0CTaTOUHO peako (okono 10% cnyuya-
€B BCeX aucreHesunn LLK).
MaTtepuansl n MeTOAbI

WccnepoBaHue TTI Ha aTane CKpPWHUHIra npoBso-
ANAnCb MeToaoM GNYyOpMMETPUYECKOro aHanusa,
OLleHKa ropMoHasbHoro npoouns — TTTI, cB.T4, Tn-
peornybnuHa (TI), BbIMOJHEHA METOAOM XEMUJIO-
MWHWUCLLEHTHOr0O MMMYHHOA@HanM3a. YnbTpa3ByKoBas
Bu3yanmnsaumsa WK nposoaunace Ha annapate Y31
Voluson E8 ¢ ncnonb3oBaHMeM NMHENHOrO AaTyuuKka
11L-D. CumHTMrpadusa BbIMOJHEHA C MOMOLLbIO CU-
cteMbl O®3KT/KT Discovery NM/CT 670 ¢ npume-
HeHMeM 99mTc-nepTexHeTaTa. O0bcnenoBaHus (Y3U
N CUMHTUrpadusa) npoBeeHbl Ha GOHE OTMEHbI Fop-
MOHaNnbHON Tepanuu B TeuyeHue 14 aHel nnan fo ee
Hauyana.
PesynbTraThbl

MpuBoaum onucaHue 3-x ciyyaes Bl 0bycnoBneH-
HbIX IBOMHON 3KTONWEN LWUTOBUAHOW Kenesbl.
KnuHunyeckum cnyyan 1

Manbunk, 4 net, oT 6epeMeHHOCTW, HacTynue-
wen B pesynstate KO, poabl CaMOCTOATEJIbHbIE
Ha cpoke 37 Hepenb. HeoHaTaNbHbIN ypoBeHb TTI —
15,9 MEa/n (Hopma ao 9 MEa/n). Tepanuio fieBOTU-
POKCUMHOM HaTpua nosyyaetr C 12-ro AHA MU3HU.
KnnHunyecknx npusHakos Bl B HeOHaTa/ibHOM nepu-
oae He oTMeyanocb. Mpu obcnepoBaHun B 4 roaa,
no AaHHbIM Y3W, BbisiBNeHa ABOMHaA 3kTonua LMK —
B KopeHb fA3blka (0,6x0,6x0,5cM, cpefHeEN 3XOreH-
HOCTMW, OAHOPOAHON CTPYKTYpPbI) M NOABA3LIYHYIO 06-
nactb (0,8x0,5%x0,6 CM, MOHUMKEHHOW 3XOrEHHOCTH,
O[HOPOAHOWN CTPYKTYpbI)). MoayUYeHHble AaHHble NOA-
TBEPXAEHbl TUPEOCUMHTUrpaduen; WUHAEKC 3axBa-
Ta TexHeuma 0,4 % (0,8-1,7 %). YpoBeHb TI cocTaBun
49,35 Hr/mn (3,5-77). MoTpebHOCTb B 1EBOTUPOKCUHE
HaTpust — 3,3 MKI/Kr/CyTKu.

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u CIALMONATISHUIR MERMMHCKIA oo
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KnuHunyeckuim cnyyam 2

[leBouKa, 7 neT, poamnachk B CPOK. BnepBblie o6cne-
JoBaHa Mo noBoAy 06beMHOro o6bpasoBaHusa B 06-
nacTtu weun B 7 net. NMpoBeaeHo MPT MArKui TKaHen
LWen C KOHTPACTHbLIM YCUNEHUEM, BbIiBIEHbl ABa AO-
NMONHUTENbHbIX TMNEPBACKYAPHbBIX CONMAHbLIX 0bpa-
30BaHWs — KOPHEe fA3blKa 1 LWekHO-NoA60pPOLOUYHON
obnactn. Mo aaHHbIM Y3 BbisiBfieHa ABOWMHAA 3KTO-
nusi TUPEOWAHOM TKaHW: B MOAbA3bIYHOW obnacTu
no cpeauMHHon anHumM (2,2x2,0x1,8 CM, C YETKUMMU
KOHTYpaMu, CpeaHeln 3XOreHHOCTWU, C MHOXEeCTBEH-
HbIMW MEJIKUMU aHIXOreHHbIMW 30HaMW C YMEpEH-
HoW Backynsipusauuein npu LUAK) n B KopHe sisblKa
(1,1x0,9%0,6 cM, C UYETKMMU KOHTypamu, cpeaHem
9XOreHHOCTWN, TeTEepOreHHOW CTPYKTYpbl C HEBbI-
pa)KeHHoW Backynspusauueir npu UAK). Takxe Bbl-
siBfieHa bpaxuoreHHasl KMcTa wen cneea (AnameTp
no 0,5 cMm). PesynbTaTbhl NOATBEPHKAEHBI TUPEOCLMNH-
Turpaduen: BbISIBAEHbl MPU3HAKU QYHKLMOHUPYIO-
el TUPEOMAHON TKaHM (MHAEKC 3axBaTa TexHeuums
1,8%). B ropMoHasbHOM npodusie oTMmevyancs cyb-
KAMHU4Yeckuii runotumpeos (TTI — 7,9-12,7 MME/n),
ypoBeHb Tl — 188,1 Hr/mn (3,5-77). HasHaueHa Tepa-
nnst 1EBOTUPOKCMHOM HaTpusa B Ao3e 1,25 MKr/Kr/cyT.
KnuHunueckum cnyyan 3

[leBouKa, 15 net, oT 6epeMeHHOCTH, NPOTEKaBLUEN Ha
(dOoHe yrposbl NpepbiBaHUs 1 TOKCMKO3a B NEPBOI NO0-
BWHE, poAnnack B CPOK. HeoHaTanbHbIN ypoBeHs TTI —
HOpManbHbI. PaHHee pa3BuTUe 6e3 0CcobeHHOCTEeN.
B 7 net 06paTtman BHUMaHue Ha OKpyrioe obpasoBaHue
B 06iacTu weun, No AaHHbIM Y3 BbisiBfieHa TMpeoua-
Has TKaHb 1,4x0,9%x0,8 cM B 061aCT NepCTHEBUAHOIO
XpsLLa cnpaBa — NOAbA3bIYHAA SKTONMUSA; B FTOPMOHaJIb-
HOM npoduse — 3yTnpeos, B Bo3pacTe 10 sieT, HauaTa
Tepanusa NEBOTUPOKCMHOM B CBSI3W C CYOKANHNYECKUM
rmnoTmpeosoM. B Bospacte 15 net npmn noBTOpPHOM Y3U
LM BbiABfeHan ABOMHas 3KTOMUA TUPEOMAHOWN TKa-
HW: B NoAabsAsbIiYHOM obnacTtu cnpaea (1,8x1,4x1,5 cM,
C YETKMMU KOHTYpPaMu, NOHUMKEHHO 3XOreHHOCTH, O4-
HOPOAHOW CTPYKTYPbl) 1 MO CPeAHEN NMHUN B MPOEK-
LM OCHOBaHMs KOpHS si3blka (1,4x1,3x1,1 cM, cpeaHen
3XOreHHOCTW, OAHOPOAHONM CTPYKTypbl). [poBeaeHa
TUPEOCUUHTUIpadus: NOATBEPHKAEHO HanMumMe TUpeo-
WAHOM TKaHW B MNOABA3LIYHON 06/1aCTN U B KOPHE 5A3bI-
Ka (MHAekc 3axBaTa TexHeuus 0,4%); ypoBeHb Tl —
58,7 Hr/mn (3,5-77). MoTpebHOCTL B JIEBOTUPOKCUHE
HaTpus cocTaBuna 1,2 MKI/Kr/cyT.
BbiBOAbI

[BoriHasa skTonua LXK — pocTaTtouHo peakas ¢pop-
Ma 3KTONUU LLMTOBUAHOWN Xenesbl. V13 npeactaBneH-
HbIX C/lyYaeB TOJIbKO Y O4HOr0 pebeHKa no pesyasratam
HeoHaTaNlbHOrO CKPUHWHIa 6bla BbIIBAEHO HE3HAUU-
TenbHOe noBblweHue TTl, y ABYX Apyrux 3abonesaHune
MaHudecTnpoBano nocne 7 net. Busyanusaumsa tupe-
OMAHOWN TKaHW YNbTPa3BYKOBLIM METOAOM B MOAbA3bIY-
HOW 061acTV 1 B KOPHE A3blKa OrpaHUYeHa aHaToMuye-
CKMMUN 0COBEHHOCTSAMM CTPOEHUSI MATKUX TKAHEN LWen.
TupeocumMHTUrpadus No3BosMAa NOATBEPANTL HaNU-
yne ABOMHbIX 3KTOMWUIA BO BCEX CayYasX.
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TPYyAHOCTH AHArHOCTHKH
SHAOreHHOI0 'HIIePKOPTHIIH3Ma
B IETCKOH NMMpPaKTHKe

Orey «HMWL saHpoKkpuHonorun» MuHsapasa Poccuu,
r. Mocksa, Poccusa

BeepeHne

CUHAPOM 3HAOrEHHOro runepropTULMamMa (CUH-
ApoM KylinHra)— peakoe MybTUCMCTEMHOE 3aboneBa-
HUe, NPUYMHOM KOTOPOro ABJISETCHA XPOHUYECKas M-
nepnpoaykums Koptusona. HavanbHble nposiBieHUs
XPOHMYECKOrO TUNEepKoOpPTMUM3Ma HecneunduyHble
N MeAJIeHHO nMporpeccupytolme, B CBA3M C YEM Ana-
rHO3 runepKkopTMumMaMa B OONbLUMHCTBE Clyyaes
ycTaHaBamBaeTcs yvepes 1,5-2 roga nocne nosisie-
HUSI NEPBbIX KANHWYECKUX NPU3HAKOB 3aboneBaHUs.
OnuncaHuve KanHU4YecKoro cnyyas 1

MosiBneHWe nepBbIX KIANHUYECKUX MNPOSABAEHUN
3aboneBaHNs y MauMeHTKM OTMEYEeHO B BoO3pacTe
8,5 neT, Koraa NosiBUANUCH Kanobbl Ha Nporpeccupy-
toLLylo NpubaBKy Macchl Tena. Bnepeble KOHCYNbTU-
poBaHa 3HAOKPMHONOIroM B Bo3pacTe 9,5 net, Ha MO-
MEHT OCMOTpa OTCTaBaHWA B pocTe 3adUKCMPOBaHO
He 6blN10, CKOPOCTb poCTa He oueHuBanach (SDS pocTa
0,28, SDS NIMT +2,3), peKoMeHA0BaHa AneToTepanus.
Yepes 2 Mecsua B CBSI3N C OCTPOIN 60NE3HEHHOCTbIO
B 06/1aCcTV CNUHbI Nocae nNpbixkKoB (6e3 naaeHus), bbin
BbIIBJIEH KOMMPECCUOHHbLIA MNepenoM rpyaHOro OT-
Aena nosBoHo4yHuKa (Th6). B cBS3M C orpaHUYeHneM
GU3NYECKON Harpysku COXpaHsNCcsa Nporpeccupyto-
wuin Habop Beca. Mpu ocmMoTpe B BospacTte 10,5 net
BNepBble OTMEUEHO MNOSBJAEHUE eAMHUUHbLIX Herny-
OOKNX CTPUIA N MepepacnpenesieHne NOAKOKHO-KU-
poBoi Knetyatku (MHK) No KywWMHromgHomy Tumny.
Ha ocHOBaHUW HapylweHHOro puTMa cekpeuun AKTI
n Koptusona (ytpom AKTI — 25,7 nr/mn, KopTuson —
721 HMmonb/n, BeyepoM AKTI — 57 nr/mn, Koptu-
301 — 598 HMOJ1b/N1) NOBbLILLIEHUS KOPTU30J1a B CYTOY-
HOM aHanuse Moum Ao 1900 HMONb/CYT), OTCYTCTBUK
noAasfieHNs KOPTU30aa Ha Manol leKcaMeTa3oHOBOM
npobe n nNopaBneHWUs YPOBHS KOpTM30Ja bonee ueMm
Ha 50% OT McxoaHOro Ha 6osbloi npobe c Aek-
caMeTasoHOM, pesynbtatoB MPT rosoBHoro Mosra
(apeHoMa runodusa) ycTaHOBNEH AMarHos: 60nesHb
NueHko-KywwuHra. B Bospacte 10n 8mec nposepge-
HO TpaHCHasanbHOe TpaHcdeHoupanbHoe ypaneHue
KOPTUKOTPOMNMHOMBLI. CpOK OT Hauyana 3aboneBaHus
[0 NleyeHns coctaBun bonee 2-x neT.
OnucaHue KAMHMUYecKoro cayyas 2

MosBneHne NepBbIX KAVMHWUYECKUX MPOABAEHUI 3a-
6osieBaHNs y NaUMEHTKM OTMeEYeHO B Bo3pacTe 9 ner,
Korza NosiBUANCH aobbl HA NPOrpeccupyoLLyto Npu-
6aBKy Macchl Tena, ronosHble 605u1. Bnepebie obcne-
[OBaHa 3HAOKPUMHONOIOM B Bo3pacTe 9,5 fieT, Ha MoO-
MEHT OCMOTpa OTCTaBaHMsA B pocTe 3aduKCUMPOBaHO

He 6bl10, CKOPOCTb POCTa He oLeHMBanach (SDS pocTa
-0,63, SDS UMT +2,4). No pesynsTataM obcnenoBa-
HUA TaKXe BbiiBNeHA TMNEePUHCYAUHEMUSA, WUHCYAN-
HOPE3NCTEHTHOCTb. PeKkoMeHAOBaHa AueToTepanus,
Ha QoHe KOTOpOW B TeueHMe 6 MecsLeB MaLMeEHTKa
notepssa B Bece 13 Kr, 0AHaKo MOABUANCHL ano-
6bl Ha NOBbILEHHOE BbINaAeHWE BOJIOC, OCTaHOBKY
B pocTe. MNpu noBTOpHOM 06C/Nef0BaHUM B BO3pacTe
12,5 neT oTMeyeHa 3a4eprKKka pocTa (3a 3 roga npu-
6aBka B pocTe coctaBuna 1-1,5 cm, SDS pocTta -3,3).
Mpu obcneposaHmm B ®rBY HMUL, aHaOKpUHONOrUN
No MOBOAY 3a/EPKKN pocTa B Bo3pacTe 12n 8mec 06-
pallano Ha cebs BHMMaHWe nepepacnpeaeneHue MK
MO KYLIMWHroMaHOMy Tuny 6e3 m3bbiTka Maccbl Tena
(SDS UMT 0,3). Ha 0CHOBaHMM HapyLLEHHOr 0 pUTMa ce-
Kpeuun AKTT 1 KopTnsona (yTpom — AKTI 33,7 nr/mn,
KopTuson — 754 HMmonb/n, Beyepom AKTI — 60,4 nr/
MJI, KOPTU30a1 — 785,8 HMO/b/N, KOPTU30N B CYyTOU-
HOM aHafinM3e Moun — 556 HMonb/CyT), OTCYTCTBUM
nogasieHNs KOPTU30/a Ha Manon AeKcaMeTa3oHOBOM
npobe n noaaBneHUs ypOBHA KopTu3ona 6osiee yem
Ha 50% oT ncxoaHoro, pesynstatoB MPT ronosHo-
ro mosra (MMKpoaaeHoMa runodusa) yctaHoBAEH Ana-
rHo3: 6ose3Hb MueHKo-KylimHra. B Bo3pacTte 12n8mec
NPOBELEHO TpaHCHasafbHOe TpaHcheHompanbHoe
yaaneHne KOPpTUKOTPOMNUHOMBI.

Cpok oT Hauana 3aboneBaHus 4O NEYEHUS COCTa-
BuN bonee 3,5 net.
OnucaHue KNMHUYecKoro cay4yas 3

MosiBNeHWe nepBbIX KANHUUYECKUX MNPOSABAEHUN
3aboseBaHMs y NauUMEHTKM OTMEUYEHO B BO3pac-
Te 14 neT, Koraa MosABUAMCH Xafobbl Ha NosiBieHMe
APKMX rnyboKknx cTpuin 6e3 npubaBKM Macchl Tena,
ronosHele 6onn. C BospacTta 15 net npucoeamHu-
JINCb *anobbl Ha HapyLWeHNs MEHCTPYaJibHOro LUMKAa
no TNy aMeHOpeu 1 BbiNaZeHNe BONOC, B CBA3U C YEM
obcnepoBaHa rMHeKonorom u BoisiBneHa HTI, rune-
PUHCYNMHEMUSA U TunepnponakTuHemmsa (379,5 MKME/
M NpWU BeEPXHeW rpaHuubl Hopmbl Ao 305). Ha-
3HaueHa Tepanus MeTdopMmHoM 1500 Mr/cyT
n KabeproanmHom 0,5 MmMr/cyT, a¢pdeKTa oT Tepanuu
He 3aduKcMpoBaHo. [TOBTOPHO KOHCY/bTUPOBaHa -
HEKONIOroM yepes 6 MecsaLeB, K Tepanuu gobasneHsbl
npenaparbl 3CTporeH-rectareHos (pemMocToH). C BO3-
pacTa 1518Mec NnpucoeanHUANCH *Kanobbl Ha NOCTO-
AHHble 60/IeBble OLLYLLEHUS B CNUHe, Npu obcnepo-
BaHWUM BbIIBJIEHbl KOMMPECUOHHbIE MEepesioMbl Ten
No3BOHKOM Th12-L5 1 cTeneHu, a nNo pesynbrataM
[LEHCUTOMETPUN BbIABAEHbI MPU3HAKU OCTEOMEHUU,
YTO MOCAYXKUI0 NPUYMHOW 0BpaLLeHNS K SHAOKPUHO-
nory. Bnepsbie 06cnesoBaHa sHAOKPMHONOIMOM B BO3-
pacte 16 net, Ha MOMeHT ocMmoTpa SDS pocta -1,03,
CKopocTb pocTa 1 ¢cM 3a 2 roga, obpawano Ha cebs
BHMMaHue nepepacnpepenedve M¥K no KywwuHro-
naHomy Tuny 6e3 u3bbITKa Macchl Tena (SDS UMT
-0,15), barpoBble cTpun. Ha OCHOBaHUW HapyLleHUs
CYTOYHOr0 pMTMa CEeKpeLus KopTmsona Ha GpoHe HU3-
Koro ypoBHa AKTI (yTpom AKTI — 1,25 nr/mn, Kop-
Tm3on — 817,3 HMmonb/n, Beyepom AKTE — 1 nr/mn,
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KopTuson — 752,8 HMonb/n), pesynstatoB KT Haa-
noyeyHWKoB (B J1€BOM HaAMOYeYHMKe B MeAunasib-
HOWM HOMKe BM3yanusupyetcs obpasoBaHue OBasib-
Ho ¢opMbl, pasmepaMn 27x26x20 MM) yCTaHOBJIEH
anarHos: AKTl-He3aBMCMMOro runepkoptuumsma
Ha ¢oHe ob6beMHOro obpasoBaHuMs IEBOr0O HaAMoO4YeuY-
HVKa. B Bo3pacTte 16 net npoBeseHa NeBOCTOPOHHSASA
aapeHansKkTomMus.

Cpok oT Hauana 3aboneBaHusa 4O NEeYEHUs cocTa-
BWN bosiee 2-x neT.

BuiBopg,

CaMbIM  4acTbiM U OTAWYAIOLWMM TUNEPKOPTU-
LM3M B NeAnaTpUYecKorn nNpaKkTUKe KIAUHUYECKUM
nposiBieHveM 3aboseBaHuns ABASETCS 3amepne-
Hue TemMnos pocTa. [pyruMm Hanbonee 4acTbiM MNpo-
sBNeHneM 3aboneBaHNs ABASETCS NPorpeccupytoLas
npubaBKa Macchl Tesia ¢ nepepacnpeaeneHnem MKK
No KYLIMHIOMAHOMY TUNY W NOSIBNEHUIA CTPUn. Pexe
BCTPEUAOTCHA Takme OCNOXHEHUS TMNepKopTULM3MA,

MUCCNEROBATENbCKUIN LEHTP 3HAOKPUHONOTUN»
MunucTepcTea 3apaBooxparerus Poccuiickoit Pepepatmn

=L u ALORAT R MERMHCIO - o e
IN=

KaK apTepuanbHas runepTeHsus, HapyleHus yrae-
BOAHOro obmeHa u ocTeoneHusa. HecneundunuHocTb
KAMHUYECKMX MNPOSBAEHUA 3HAOMEHHOro runepKop-
TUUM3Ma NPUBOAUT K YAJNHEHUIO CPOKA NOCTAaHOBKMU
AMarHosa v yBeNM4YeHUs 4acToTbl PasBUTUS OCIIONK-
HEHWI XPOHUYECKOro rMNepKopTULM3Ma, 4YTO MNOA-
UEpKMBAET BaHOCTb OCBEAOMJIEHHOCTW CMENHbIX
CMeunanncToB O KINHUYECKUX CUMNTOMAX rMnepKop-
TMUM3Ma 1 He0bX0AMMOCTM Hanpas/ieHUs NaLneHToB
K 9HAOKPUHONOrY NPU UX BbISBAEHUN.

KntouyeBble cnoBa

SHAOMEeHHbIV TMNepKopTULM3M; 6onesHb VueHko-
KyuwuHra; AKTI-He3aBUCUMbI TMNEPKOPTULM3M; KOP-
TUKOTPONMHOMA; KOPTUKOCTEPOMA.

ABTOpbDI:

AHap 3pa AnbnepoBHa; e-mail: edayanar@mail.ru;
KOHTaKTHbI TenedoH: 89032408561

KapeBa Mapua AHapeeBHa; e-mail: i_marusya@
mail.ru; KOHTaKTHbIA TenedoH: 89857828073
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HayuyHoe nspaHune

CO60pHMK TE3NCOB KOHDEPEHLIUN
no opdaHHbIM 3a60/1eBaHMAM N ETCKMUM 3HAOKPUHHbLIM 3a601EBAHUSAM
C MEXAYHaPOAHbIM yyacTUEM
«MepcoHann3npoBaHHbIN NOAXOA B AETCKOWM SHAOKPUHOIOT UM

BepcTka 0.B. XpamoBa
000 «H3MKOH NCI»
dopmat 60%x90/8. Ycn. neu. anct 11,78. Tupax 100 3Ks.

OtneuaTtaHo B 000 «M3paTtenbcTBO «Tpnaja»
170034, Poccus, Teepb, Np-T YaKkoBCKOro, 9, o¢. 514



MUHNCTEPCTBO HayKM 1 BbiCLLEro 0bpa3oBaHug
Poccuiickon ®epgepaymnm OFBY «HMULL sHookpuHonormum»
MuHsgpasa Poccuu

2022





<<
  /ASCII85EncodePages false
  /AllowTransparency false
  /AutoPositionEPSFiles true
  /AutoRotatePages /None
  /Binding /Left
  /CalGrayProfile (Gray Gamma 2.2)
  /CalRGBProfile (sRGB IEC61966-2.1)
  /CalCMYKProfile (U.S. Web Coated \050SWOP\051 v2)
  /sRGBProfile (sRGB IEC61966-2.1)
  /CannotEmbedFontPolicy /Warning
  /CompatibilityLevel 1.4
  /CompressObjects /Off
  /CompressPages false
  /ConvertImagesToIndexed true
  /PassThroughJPEGImages true
  /CreateJobTicket false
  /DefaultRenderingIntent /Default
  /DetectBlends true
  /DetectCurves 0.1000
  /ColorConversionStrategy /LeaveColorUnchanged
  /DoThumbnails false
  /EmbedAllFonts true
  /EmbedOpenType false
  /ParseICCProfilesInComments true
  /EmbedJobOptions true
  /DSCReportingLevel 0
  /EmitDSCWarnings false
  /EndPage -1
  /ImageMemory 524288
  /LockDistillerParams true
  /MaxSubsetPct 100
  /Optimize false
  /OPM 1
  /ParseDSCComments true
  /ParseDSCCommentsForDocInfo true
  /PreserveCopyPage true
  /PreserveDICMYKValues true
  /PreserveEPSInfo true
  /PreserveFlatness true
  /PreserveHalftoneInfo false
  /PreserveOPIComments false
  /PreserveOverprintSettings true
  /StartPage 1
  /SubsetFonts false
  /TransferFunctionInfo /Preserve
  /UCRandBGInfo /Preserve
  /UsePrologue false
  /ColorSettingsFile ()
  /AlwaysEmbed [ true
  ]
  /NeverEmbed [ true
  ]
  /AntiAliasColorImages false
  /CropColorImages true
  /ColorImageMinResolution 150
  /ColorImageMinResolutionPolicy /OK
  /DownsampleColorImages true
  /ColorImageDownsampleType /Bicubic
  /ColorImageResolution 300
  /ColorImageDepth 8
  /ColorImageMinDownsampleDepth 1
  /ColorImageDownsampleThreshold 1.10000
  /EncodeColorImages true
  /ColorImageFilter /FlateEncode
  /AutoFilterColorImages false
  /ColorImageAutoFilterStrategy /JPEG
  /ColorACSImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /ColorImageDict <<
    /QFactor 0.76
    /HSamples [2 1 1 2] /VSamples [2 1 1 2]
  >>
  /JPEG2000ColorACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 15
  >>
  /JPEG2000ColorImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 15
  >>
  /AntiAliasGrayImages false
  /CropGrayImages true
  /GrayImageMinResolution 150
  /GrayImageMinResolutionPolicy /OK
  /DownsampleGrayImages true
  /GrayImageDownsampleType /Bicubic
  /GrayImageResolution 300
  /GrayImageDepth 8
  /GrayImageMinDownsampleDepth 2
  /GrayImageDownsampleThreshold 1.10000
  /EncodeGrayImages true
  /GrayImageFilter /FlateEncode
  /AutoFilterGrayImages false
  /GrayImageAutoFilterStrategy /JPEG
  /GrayACSImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /GrayImageDict <<
    /QFactor 0.76
    /HSamples [2 1 1 2] /VSamples [2 1 1 2]
  >>
  /JPEG2000GrayACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 15
  >>
  /JPEG2000GrayImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 15
  >>
  /AntiAliasMonoImages false
  /CropMonoImages true
  /MonoImageMinResolution 1200
  /MonoImageMinResolutionPolicy /OK
  /DownsampleMonoImages false
  /MonoImageDownsampleType /Bicubic
  /MonoImageResolution 1200
  /MonoImageDepth -1
  /MonoImageDownsampleThreshold 1.50000
  /EncodeMonoImages false
  /MonoImageFilter /CCITTFaxEncode
  /MonoImageDict <<
    /K -1
  >>
  /AllowPSXObjects false
  /CheckCompliance [
    /None
  ]
  /PDFX1aCheck false
  /PDFX3Check false
  /PDFXCompliantPDFOnly false
  /PDFXNoTrimBoxError true
  /PDFXTrimBoxToMediaBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXSetBleedBoxToMediaBox true
  /PDFXBleedBoxToTrimBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXOutputIntentProfile (None)
  /PDFXOutputConditionIdentifier ()
  /PDFXOutputCondition ()
  /PDFXRegistryName ()
  /PDFXTrapped /False

  /CreateJDFFile false
  /SyntheticBoldness 1.000000
  /Description <<
    /ENU ()
  >>
>> setdistillerparams
<<
  /HWResolution [2400 2400]
  /PageSize [612.000 792.000]
>> setpagedevice


