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MoJjieKyapHO-TreHeTHYeCKoe
HCCJIefOBaHHE B JHATHOCTHKE
BPOXXIAEeHHOH AUCOYHKIIMHU KOPBI
HaAIO4YeYHHKOB

" ®rb0Y BO «KMpOBCKUI rocysapCTBEHHbI MEANLMUHCKUNA
yHUBepcuTeT» MUHUCTEPCTBA 34paBooxpaHeHma Poccuiickom
depepaunu, r. Kupos

2KOrbY3 «KunpoBckas obnacTtHas AeTckas
KNMHMYEecKas 6oabHUL@», I. Kupos
BesepeHune

MoneKkynsipHO-reHeTU4YeCKMe MeToAbl — 3TO P Me-
LVUMHCKMX TECTOB ANS BbIABJIEHUS U3MEHEHWSA B re-
Hax, XxpoMocoMax, benkax. B coBpeMeHHOM Mupe Mo-
NERYNSipHO-TreHeTUYECKNE UCCea0BaHNs BCe bosblue
BHEAPATCA B CTaHAapTbl OKasaHUa MeAWLMHCKOW
noMOLWM nNaumeHTaM C 3HAOKPUHHON nNaToNOruen.
3TM MeToAbl HEO6X0AMMbI HE TONIbKO ANS AMArHOCTUKK,
NOCTAHOBKMW AMarHo3sa, Ho 1 Ans Beibopa nepcoHnpu-
LMpOBaHHON Tepanuu. MoOJIeKyNsipHO-FreHeTU4ecKme
nccnefoBaHUA UrparoT OTAENbHYIO POb B AMArHOCTU-
Ke 9HAOKPUHHbIX 3ab601eBaHNl Y fieTel U NOAPOCTKOB,
Tak KaK onpeaenstoT MPOrHo3, cTpaTternio Tepanuu
N KauecCTBO *U3HWN 3TUX NALMEHTOB.

Lenb

OueHNTb ANArHOCTUYECKYI LLEeHHOCTb MONERYNsAp-
HO-reHeTMYeCKNX MEeTOAO0B WUCCAefOBaHMA B MocCTa-
HOBKe AmarHosa naumeHTy c noaospeHuem Ha BAKH.
MaTepuanbl u MeToAbI

MpoBeaeH aHaAN3 KAMHUYECKON UCTOPUM BONE3HM
naumeHTa MY¥KCKOro nona, sospact 1 roa 6 mecsues.
PebeHoOK OT 6 6epeMeHHOCTM, poaopa3speLlleHne ny-
TeM KecapeBa ceueHua Ha 37-1 Hejene recrauumu.
Mo Anrap 8/9. Nocne posKAeHUs COCTOAHUE YAOBAET-
BoputenbHoe. Mentyxa ¢ 3 CyToK. Ix0-KC: oTKpbITOE
OBaNbHOE OKHO. Y3W Mo4yeBblAeNUTeNIbHOM CUCTEMBI:
AndPysHble N3MEHEHUSI Noyek. MenoskTasma cnesa.
BoinucaH Ha 4-e cyTku. [lanee Habnopanca ambyna-
TopHO. COCTOsIHNE YAOBNETBOPUTENBHOE.

Mo pesynbTaTaM HeEOHaTaNbHOro  CKPUHUHIA
17-0MNC noBblleH A0 82 HMOAb/A. HanpaBneH Ha ro-
cnutanmsaumio B KMpPOBCKYO 061aCTHYHO AETCKYHo
KNMHUYECKYI0 6ONbHMLLY.

O6bLEKTUBHO: COCTOSIHME  YAOBJIETBOPUTEJIbHOE.
Kanob Ha pBOTbI U CPLIrTMBaHMUA MaMa He NpeabsBAs-
na. B Bece npubbiBan agekBaTHO. Peakuns Ha ocMoTp
afeKBaTHas, CMOKOWHasA, He Kpuyan. [BuratesnbHas
AKTMBHOCTb A0CTATOYHas, MblWEYHbIA TOHYC GU3N0-
JIOFMYECKUN, BPOKAEHHbIE pedIeKChbl Bbl3bIBAOTCS.

NmetoT mecTo nabopaTopHble M3MEHEHMSA B FOPMO-
HaNbHOM CcTaTyce.

WccneposaHne  KpoBM  MOKasano  chejyiouime
pesynbtaTtbl: Koptuson: 19,31 HMonb/n (Hopma oT 28—
70 HMonb/n); 17-0H-nporectepoH 18,6 HI/MAn (Npy HopMe
0,96-10,46 Hr/mn), aApeHOKOPTUKOTPOMHbIA FOPMOH

(AKTI) 119 nr/mn (B Hopme MeHee 80 nr/mn), pe-
HWH B Naasme Kposu 127,4 nr/ma. Y3 HagnoyeyHn-
KoB 6e3 maTosorum.

Mo pesynbTaTaM wuccnegoBaHua (3HaunTenbHoe
nosbiweHne AKTI, peHnHa, CHUMKEHUE YPOBHA KOp-
Tusona, nosbilweHne 17 OMNC) Henb3ss UCKAOYNUTL TU-
NOKOPTULM3M HaAMNOYEeYHNKOBOIO reHesa. HasHaueHa
3aMecTuUTesibHad ropMoHasbHas Tepanus: rmapoKop-
TU30H U3 pacueTa 13 Mr/M2 — 1 Mr 3 p/a.

MpoBepeHa  TeneMeAuUMHCKAs  KOHCynbTauums
co cneuwnanuctamm HMUL, sHpokpuHonorun M3 PO
C uenbio peweHnsa sonpoca o AHK anarHocTtuke Hepo-
CTaTouyHOCTU 21-rugpokcunasbl. Pesynstat TMK —
ANArHO3 COMHEHWA He Bbi3blBan;, PEKOMEHA0BaHO
NpoBeLEeHNEe MONEKYNsAPHO-reHeTUYeCcKoro uccneno-
BaHMA (aeTekumss MyTtaumii reHa CYP-21) n npoaon-
KeHvne Tepanum KoptedoM n KOpTUHEPOM B paccym-
TaHHOW fo3e.

PesynbTaTbl

lMpoBefeHO MONEKYNIAPHO-reEHETUYECKOE UCCIeo-
BaHue (peTekuus MyTaumin reHa CYP-21). 3abop Ma-
Tepunana npousBejeH B Bo3pacTte 1 Mmec. 2 Hej.; 3a-
KAIOUMTENbHbLIN OTYET MNoJiyueH B BO3pacTe 4 Mec.
Mo pesynstaTaM WUCCNELOBaHUA BPOMAEHHAsA AUC-
GYHKUNS KOPbl HAAMOYEYHNKOB MCKJIKOUEHa, MyTauui
B reHe CYP-21 A2 He BbIiBNEHO.

C pesynbTaTamMu uccienoBaHus pebeHOK Hanpas-
JleH Ha poobcnepoBaHue B cTaumoHap HMWUL, sHpo-
KPWHOJIOrNK, B NPOLLECCe KOTOPOro NPUHATO peLleHne
06 OTMeHe Tepanuu npenapaTtoM TMAPOKOPTM3OHA
n GnyapOKOpPTM30Ha.

BbiBOAbI

MoneKkynsipHo-reHeTU4yecKne MeToabl UCCefoBa-
HUSI ABNSIIOTCS HEOBXOAMMBIM ANAFHOCTUYECKUM Me-
TOAOM ANA MOCTAHOBKM AMarHosa v Bbibopa TakTUKK
JleyeHns NauMeHToB.

https://doi.org/10.14341/MGSPPE-2023-2

KJIMHHUYECKHH cay4dan
IO3AHEeH OHAarHOCTHKH
HecaxapHoro guaberay pebenka
C THCTHOLIHTO30M M3 KJIETOK
JIaHrepraHca

Ore0y BO «CMONEHCKNA rocyfapCTBEHHbIN MeANLUHCKUIA
YHUBEPCUTET» MUHUCTEPCTBA 34paBOOXpaHeHNs Poccuinckom
Pepepaunn, r. CMONEHCK

BeepeHue

MMCTMOLNTO3 N3 KNETOK JlaHrepraHca — opdaHHoe
3a6oneBane, B OCHOBE KOTOPOro NeXut KJOHallb-
Hasd nponmcbepau,mn natTonornyecknx rmcTtmoumTosB,
GEHOTUNMMNUYECKN CXOMUX C KNeTKaMu JlaHrepraHca,
KoTopble GopMUpPYIOT cneundrnyeckne MHOUALTPaATLI
B Pas3JjiInYHbIX OpraHax n TKaHaX. BcTpeuvaercsa cC va-
cToTo 3-10 cnyyaeB Ha 1 MJIH AETCKOrO HaceneHus
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B roa. MNuk 3aboneBaeMoCTN — paHHWUIA AETCKUIA BO3-
pacrT.
MaTtepuanbl n MeToAbI

MpvBoAMM Halwe HabnoaeHWe HecaxapHoOro Au-
abeta y pebeHKka 3 neT C rTMCTUOLMTO30M U3 KNETOK
NaHrepraHca.
PesynbTraThbl

Bnepsble B Bo3pacTe 1,5 roga (B sHBape 2021 r.)
y pebeHKa MOsABMAUCH NUXOpajKa, Pe3Koe 3arnpoKku-
AblBaHWe ronosbl Hasag. locne nageHws mn pacca-
CbiBaHUS1 reMaToMbl B 06/1aCcTV Nnba BbISIBAEH AedeKT
KOCTHOW TKaHu 2x2 cM. B mae 2021 r. 3aKkpbiTas ue-
penHo-Mo3roBas TpaBMa, Mocje 4vero AeBOYKa CTa-
Jla XanoBaTtbcsl Ha 601b B LWee. Mo AaHHbIM KT wweiHoro
OTAeNla NO3BOHOYHMKA B AHBape 2022 . BbisABJIEHbI 3a-
cTapesibii nepesioMo-BbiBUX C3-C4 Ha QOHe MHOKe-
CTBEHHbIX aHOManuii pasBMTUSA NMO3BOHKOB. B aBrycte
2022 r. npoBefeHa AEKOMMPECCUBHO-CTAabUIN3NPYIO-
Lasa onepauus Ha LIEAHO-TPYAHOM OTAEeNe NMO3BOHOU-
HWKa, BO BPEMSI KOTOPO BbIIBIEHO HOBOOOpa3soBaHue
Ha LUeNHbIX NO3BOHKax. Mpu rMCTONOrMYECKOM nccne-
LOBaHUM AMArHOCTMPOBAH TUCTUOLUTO3 U3 KAETOK
NaHrepraHca. NposeaeHa MN3T, BbiABAEHbI NaTONA0rNYe-
CKMe o4yaru B 061aCTu LWeliHbIX MO3BOHKOB, B CefanuLL-
HOW KOCTM cieBa M B 1/y 3annpaTesibHOM MblLWLbl C/1EBa.
C 21.11.2022 r. HauaTa NXT no npoTokony LCH IV.

BnepBble obcrenoBaHWe Mo MOBOAY HecaxapHO-
ro anabeta npoBefeHO Ha 6ase 06/1aCTHOM AETCKOM
KNMHUYECKO 6onbHULbI B IeKabpe 2022 1. B TeueHune
1,5 ropa y pebeHka yacTble U 0buabHbIE MOYeuncny-
CKaHusa. Mpu ocmoTpe pocTt 89 cMm (-2,55 SD), Mac-
ca 12 Kkr (-0,21 SD). KoxHble MOKPOBLI, CAN3UCTAS
NMoJSIOCTU pTa Cyxue, KMUBOT YBEJWYEH B 06beMe,
YCC 150 B MuH. LLMTOBMAHAA *Kenesa He yBeaunde-
Ha. Mal, Pb 1. 3a cyTku BbinuTo 5500 M, Bblaene-
HO 7500 ma. KonnyecTBO MOYeMCNyCKaHU 3a CyT-
Kn 17, 06beM pasoBoit nopumu mMoum 200-800 ™.
rniokosa Kkposu 3,21 mMmonb/n, Hb A ¢ 5,2%. B 06-
LLeM aHanuse Mouun yaenbHbii Bec 1005. Mo npobe
3nMHMUKoro Beinuto 5800 mn, BbigeneHo 5290 mn,
yaenbHbli Bec 1002-1010. 21eKTPOANTbI KPOBU: Ha-
Tpuin 139 MMonb/n, Kanuii 3,9 MMonb/n. FTOPMOHBLI:
KopTmson 450 Hmonb/n (Ha uuctom ¢oHe), CTIr-
1,59 Hmonb/n, NOP145,8 Hr/mn, TTI 3,61 MKME/Mn,
T4 cB. 18,47 nMonb/n.

HasHaueHa Tepanua pecMmonpeccuHoM no 50 MKr
2 pasa B CYTKM C NONOXKUTENbHBIM 3QPEKTOM, 3a CyT-
Kn Bbinuto 1450 Mn, BbigeneHo 1500 mn, yaenbHbIN
Bec Moun 1010-1015.
3akJiroyeHuve

MNpeacTaBAEHHbI KAWHUYECKUIA Ccay4vyalh [AEeMOH-
CTPUpYyeT MO34HI0 ANAarHOCTUKY HecaxapHoro agua-
b6eTa y pebeHKa, fare C yKe YCTaHOBJIEHHbIM AMarHo-
30M FMCTUOLMTO3a U3 KNETOK JlaHrepraHca. YunTtoiBas
CTeneHb 3aAEP*KKN poCTa, Y pebeHKa Henb3a NUCK0-
untb CTr-aeduumnT 1 B npouecce AanbHenlwero 06-
cnefoBaHUA — MaHrMNoONUTynTapusm.

KntoueBble c/ioBa: HecaxapHbli AnabeT, rmcTnoum-
TO3, Aetn

KoHmakmHoe snuyo: AnumoBa WVipuHa JleoHUdoBHa,
0.M.H., npodp., 3aB. Kaghedpoli eocnumanbHol neou-
ampuu ¢ Kypcom HeoHamosao2uu @AM0 ®reoy BO
CrMy M3 P®, CmoneHcK, Poccus

TenegpoH: +7 (910)-112-83-35

e-mail: iri-alimova@yandex.ru

https://doi.org/10.14341/MGSPPE-2023-3

rnnodocdarasusa Kaxk IpUIHHA
HH3KOPOCJIOCTH Y pebeHKa

®reY «HaumoHanbHbIN MEANLMHCKUIA NCCNef0BaTeNbCKUI LLEHTP

3HAOKPUHONOrMU» MUHUCTEPCTBA 34paBooxXpaHeHns Poccuiickon
depepaunu, r. Mockea

BeepeHune

rmnopocdaTtasms — nporpeccupytollee Hacnea-
CTBEHHOe MeTabosnuyeckoe 3aboneBaHue, obycnos-
NleHHoe aedMUNTOM TKaHeHecneunPUUecKon Lwenou-
Hol docdaTasbl (LLUP) B pesynsTate MyTaumm B reHe
ALPL. 3aboieBaHune XxapaKTepusyeTcs LUMPOKOI Bapu-
abenbHOCTbIO TeueHUs 3aboneBaHUs OT IErKUX A0 TA-
Xenbix GOpM C MopakeHWeM HEPBHOW CUCTEMbI, Ner-
KMX, MOYEK, MPUBOAALLNX K MHBaANAN3aUnKN pebeHKa.
BblaenatoT nepuHaTanbHylo, MNageHYecKyio, LEeTCKYO
n B3pocayo ¢opmbl. OTAENLHO BbIAENSAIOT OAOHTOMM-
nopocdarasnto, Npu KOTOPOI HabnAaOTCA TOJLKO
NposiBNEHMA CO CTOPOHbI 3y60B. EAMHCTBEHHBIM Na-
TOFHOMOHWYHBIM METOAOM JieueHuss anaseTca dep-
MeHTO3aMecTuTeNibHasA Tepanusa acdoTason anbda.
PasnnuHbie BapvaHTbl Te4eHUs 1 pasHoobpasue Kau-
HUYECKUX NPOSBAEHU MPUBOAAT K OTCPOYEHHOM Ana-
rHOCTUKe 3ab0seBaHNst 1 HECBOEBPEMEHHOMY Hauany
NeyeHus.

OnucaHue KIMHUYEeCKOoro ciy4vas

[eBouKa ot 3-1/i bepeMeHHOCTU, TpOoTeKaBLLEel Ha poHe
aHEeMUK, CPOYHbIX POAOB C HOPMaJIbHBIMU POCTO-BECO-
BbIMU NOKasaTeNsiMM Npu POKAEHUN, MO WKane Anrap
6/7 6annoB B CBA3M C AblXaTe/IbHbIMW HapYLUEHUAMMU,
NPV POMAEHUN OTMEYEHbl MHOMECTBEHHbIE CTUIMMbI
nm3aMbpuoreHesa. Ha nepBoM roay *unsHW pasBuBa-
Jlacb C OTCTaBaHWeM B QU3NYECKOM U HEPBHO-MNCU-
XU4eCcKoM pas3BuTuu. B Bo3pacTe 1 roga ocmoTpe-
Ha TreHeTUKOM, Ha OCHOBaHUN GEHOTUNUYECKNX
0C06eHHOCTEN NPeanoNoKeH CUHAPOM KopHenun ae
NaHre. C Bo3pacTa 4 net MaHMdecTauns TOHUKO-KJIO-
HWYECKUX CYAOpOr C HapylweHWeM CO3HaHus, ycTa-
HOBJIEH AMarHo3: oKasbHasa anunencus.

Bnepsble obcnenoBaHa SHAOKPUMHOIOIMOM B BO3pac-
Te 7 NeT B CBSA3U C HM3KUM pocToM (SDS pocTa -2,89),
TaKkxe obpalwan Ha ceba BHUMaHMWe pag peHoTMNMYe-
CKMX 0COBEHHOCTEN: aTUMMYHOE PacnooXKeHune a3
C ONyLleHNEM U BepPTUKaNbHON CKNALKON HaPYMHKHbIX
YyrnoB, AJMHHbIE PECHULbI, FyCTble OPOBU, KOPOTKUIA
HOC, BOrHyTas CMWHKa HOCa, B3AEPHYTbIA KOHUMK
HOCa, BbICOKOE HEGO, KOPOTKME 5-e nanbubl Ha pyKax,
dbopMUpoBaHMe KOHTPAKTYP HUMMKHUX KOHEYHOCTEWN,
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BbiNafeHue 3y6oB, uepen MMKpobpaxunuedanmueckon
dopMbl, NTO3 BEK, 3a4ep)KKa MNCMXOPEYeBOro pas-
BUTUA. M3 HacneaCTBEHHOro aHaMHesa W3BECTHO,
YTO Yy MaMbl MaUWEHTKM TaKKe OTMEUYEHO paHHee
BbinageHne 3yb6oB. Mo pesynstaTtam 06cnenoBaHus
JLaHHbIX 32 TMNONUTYUTapu3M MOJiyyeHO He 6bino,
OAHaKo B XxoAe obcnefoBaHUs ABYKPATHO BbISIBIEHO
3HauUMMOEe CHUWXEHWEe YPOBHA LWesoyHon docdaTta-
3bl A0 25 EA/n npu HUMKHel rpaHuue HopMbl oT 150,
UTO B COBOKYMHOCTU C KAUHUYECKUMU MPOSABAEHUAMU
NMO3BOJIMAO 3aNoA03pUTb AnarHo3: runopocharasus.
[varHo3s 6bin NOATBEPKAEH MOJIEKYNSPHO-TreHEeTMYE-
CKkKn (B reHe ALPL obHapyKeH WHaKTUBUPYIOLWNIA Ba-
puvaHT €.298-2A>G B retepo3MroTHOM COCTOSIHUW,
natoreHHbIn). C Bo3pacTa 7,5 roga pebeHkry nHuMumm-
poBaHa Tepanus acdoTason anbda.

3aknyeHue

MMnodocdaTtasusa sBAsSeTCqd penKo naTonoruen
C WWPOKON BapuMabesbHOCTbIO KAMHUUYECKUX MPOSB-
NIeHWIA, UTO MOMET NPUBOANTL K NO3AHEN AMarHOCTUKe
3abonieBaHMs, NO3AHEMY Hauyany Tepanuu KU pasBu-
TUIO TSXENbIX OC/IOKHEHWI, UTO NOAYEPKUBAET BaX-
HOCTb OCBEJOMNEHHOCTU CMENHbIX CMeunasncTtos
0 KJIMHMYECKMX CUMNTOMax runopochaTasmm n Heob-
XOAMMOCTU HanpaBaeHns NaLneHTOB K 9HAOKPUHONO-
ry Npu UX BbISIBJIEHUN.

KnioueBble cnosa: runopocharasus, LLeSOUYHas
dochaTtasa, 3aaeprKKka pocTa, CKeNeTHble aepopma-
Lu1u, anunencus.

KoHmakmHoe nuyo: fiHap 30a AnbnepoBHa, Hay4Hbll
compyOHUK omoOesieHuUss Haca1edCmBeHHbIX 3abosieBa-
Hull U 3HOOKpUHONamutl paHHe2o Bo3pacma HUW dem-
CKol 3HOOKpuHoso2uu ®rbY «HMUL 3HOOKpUHO/O-
auu» M3 P®, MockBa, Poccus

e-mail: edayanar@mail.ru

TenegpoH: +7 (903)2408561

https://doi.org/10.14341/MGSPPE-2023-4

KJIHHHUYECKHH cayJdan
MoOHoOreHHO#1 PopMsl guabera,
00yc0BJIeHHOr0 MyTaL et
HNF1A

P.WU. ApakensaH'?, P.A. ATaHecsH', T.A. YrnoBa?,
[A. CaHeeBa', A.l. ®paHueBa’, E.1. AHapeeBa',
W.A. YHaHoBa', .M. TakylwmnHoBa?

'Kadepnpa sHAOKPUHONOTr NN
M 0eTCKOW 3HA0KPUHONOrMnM ¢ Kypcom AMN0
®rb0Y BO «CTaBpONONbCKNIA FOCYAapCTBEHHbIN
MeANUUHCKUIA yHUBEpCcuTeT» MmnHmucTepcTea
34paBooxpaHeHns Poccuinckon depepauuu, r. CtaBponosb

2I'bY3 CK «lopoackas feTcKas KiMHuYecKas 6obHULA
uM. LK. duamnnckoro» r. CtaBponons
B nocneaHwne roabl 3HaUYNTENIbHOE BHUMaHUe npu-
BJIEKAOT MOHOreHHble GOPMblI CaxapHoro auabeta.
BaxHbiM anddepeHumManbHO-A4MarHOCTUUECKUM  UH-
CTPYMEHTOM, MO3BOJIAKOWMM YTOYHUTDL TUN ,D.Vla6ETa,

SABNSIETCA MOJIEKYNSIPHO-TeHeTMUYecKkoe obcnenoBa-
HUe, pe3ynbTaTbhl KOTOPOrO NO3BOAAOT HAa3HAYNUTL Na-
TOreHeTUYyeckn oboCcHOBaHHOE JieyeHme.

BonbHasa J1., 8 net, oCMOTpeHa 3HAOKPUHOJOIOM
C ¥anobaMn Ha NoBblLLEHNE YPOBHS TJIIOKO3bl KPOBU,
npnbaBKy Beca. M3 aHaMHe3a 3aboneBaHus U3BECT-
HO, UTO B IETCKOM cajy npu nNi1aHoBOM 06CcnefoBaHUm
BrepBble BbisiBJEHA rNoKosypus. Npu noobcnenosa-
HUW TNOKO3a KPOBU B HOpMe (LUMdpbl HE yKasaHbl).
Mo AaHHLIM AWMHAMWUYECKOro HabnaeHus: raKosa
KpoBM HaTowak — 5,13 MMonb/n, yepes 2 y nocne
MULLEBON Harpyskym — 12,5 MMOAb/N, TNUKUPOBAH-
HbIA reMornobmH — 6,6%, KeToHbl B Mo4ye — OTp.,
WHCYNMH HaTowak — 3,96 MME/n. B xoae AnHaMmye-
CKOro HabnaeHUsa: MUKMPOBAHHLIA reMornobuH —

8,1%. BbINONHEHbI MapKepbl ayTouMMmyHHoro C/
1-ro Tmna — oTpuLaTesibHbIE.

AHaMHe3a WU3HU: pebEéHOK oT 1 bepeMeH-
HOCTW, TMNpOTEeKaBlWen C Yrpo3on npepbiBaHUA

Ha 16-1n 1 25-11 Hepenax, poabl B Cpoke 35 Hepenb, BeC
npu poxaeHnun — 2500 r (SDS=0,24), pocT — 52 cM
(SDS=2,47). HacneacTBEHHbI/i aHaMHE3 OTATOLLEH,
y MaTtepu C[, avarHocTMmpoBaH B Bo3pacTe 12 net
npu pyTMHHOM obcnepoBaHuW. HasHauyeHa MHCynu-
HOTepanusa No HacTosLLee BPeMs, KOMNeHcauuns yrie-
BOAHOro 0bMeHa HeynoBeTBOPUTENbHAs. Y 6abyLIku
no MaTepuHCKon auHuu Ch 2-ro Tuna ycTaHOBJEH
B Bo3pacTe 40 neT B OTCYTCTBME MU3OLITOUHON Mac-
Cbl TeNa, MHUUMNPOBaHa UHCYINHOTepanus, y npaba-
OyLLKM No MaTepuHCKon nmHnn CA 2-ro Tuna ¢ 50 ner,
yMepna ot ocnoxHeHui Cl B Bo3pacTte 63 ner.

O6bEKTUBHBIN CcTaTyc: obliee COCTOsIHME YAOB-
neTBopuTENbHOE, PpOCT — 142 cM (SDS pocta=+2,4),
Bec — 47 kr, IMT=23,3 kr/m? (SDS NMT=+2,56).
TenocnoxeHune runepcTeHnyeckoe. KoxHble NOKPOBbI
UMCTble, YMEPEHHOW BNA*KHOCTKU, NATHA LBeTa «Kode
C MOJIOKOM» B M0ANI0NaTouHO obnacty cnesa u B 06-
nactu npasoro 6egpa. LntoBnaHas xenesa 6es oco-
6eHHocTen. AL 100/60 MM pT. CcT., nynbc 120 ya./MUH.
Monosoe pa3suTtue no TaHHepy — 1 (B1, P1).

[aHHble nabopaTopHbIX UCCAEA0BAHWUN: FIUKUPO-
BaHHbIA reMornobuH — 8,6 %, 6MoXMMUUEeCKUin aHanuns
KpoBu — 6e3 0cobeHHOCTeN. Pe3ynbTaThl FOPMOHasb-
HOro uccnepoBaHus — 6e3 oTKNOHeHu. C-nenTna —
2,92 Hr/mn, wuHcynmH — 16,31 MKE/Mn. OAM-
r0K03a— OTP., KeTOHbl— 0,5 MMoJb/N. KOHCYnbTaums
opTanbMonora M HeBponora — 6e3 naTosoruu.
PeHTreHorpadus KUCTEN C nyvesansacTHbIMU CyCcTaBa-
mun: KB= 10,5-11 ner.

C uenbto BepudMKaumm amarHosa MaluMeHTKe Ha-
3HaAYeH MONEKYNSAPHO-reHEeTUYECKUA aHann3 (B pam-
Kax nporpammbl «Anbpa-dHAO0»), MO pe3ynbTaTam
KoToporo B reHe HNF1A B 3-M 3K30He 06HapyeH pa-
Hee OMuCcaHHbIN B InTepaTtype BapunaHT (c. 607 C>T)
B reTepo3nMroTHOM COCTOSHUU. WaeHTUdMKauma rexa,
NMOHMMaHMe MaTOreHeTUYECKMX MEXaHU3IMOB AAHHOM
¢dopMbl caxapHoro auwabeta MO3BOAUIO MPOBECTU
BEPHYIO KOPPEKLUIO Tepanuu nauneHTKe, HO TaKXKe
N MaMe NaumeHTKN.
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CBOPHUK TE3UCOB

MOHe}(yHHPHO-PeHeTI/I‘{ECKI/Ie HCCIeOBaHUA BIIPAKTHUKe NEeTCKOI'0 SHAOKPHUHOJIOra

KoHmakmHoe nuyo: ApakxensH Pachasn VicaakoBud,
accucmeHm KagheOpbl 3HOOKpUHOAO2UU U 0emcKol
3HOOKpUHoN02UU € Kypcom AMNO ®rboy BO CmIrMy
MuH30paBa Poccuu, 3aBedyrowjuli 0emcKUM KOHCYJb-
mamuBHO-0Ua2HOCMUYEeCKUM — UEeHmMpoM, Bpay —
demckull 3HOOoKpuHonoe Nb6Y3 CK «[4KE um. I'K. du-
aunnckoz2o» e. Cmasponoss, Cmasponoss, Poccus.
TenechoH: +7 (903) 440-67-66

e-mail: r.arakelyan20@yandex.ru

https://doi.org/10.14341/MGSPPE-2023-5

KJIHHHUYeCKHH caydyan
IEepPpBHYHOM HAaAIIOUYeUYHHKOBOH
He0CTaTOYHOCTH,
obycnoBeHHO MyTaLHelH
BreHe NROB1

P.U. ApakensH'?, P.A. ATaHecsH', ®.3. XyceuHoBa',
A.A. OxxunewxoBa', T.A. Yrnosa?, I A. CaHeeBa',
A.N. dpaHuesa’, E.N. AHgpeeBa’, N.A. YHaHoBa',

®.M. TakywiMHoBa?

'Kadeapa sHAOKPUHONOT UM
M AEeTCKOW 3HA0KPUHONOrMmM ¢ Kypcom AMN0
®re0y BO «CtaBponoabCKMIA rOCYAAPCTBEHHDIN
MeAULMHCKUI yHuBepcuTeT» MnHncTepctea
3apaBooxpaHeHusa Poccuiickon ®epepaunn, r. CtaBponob

2['bY3 CK «lopoacKkas feTcKas KiMHuyecKkas 6oabHULA
uM. LK. dunnnnckoro» r. Ctasponons

XpoHUYeckas nepBuYHas HaAMnoO4YeYHUKOBas Hepo-
ctatoyHocTb (XMHH) — 3TMoNOrMyeckn reTepo-
reHHoe 3abosneBaHue, 0b6ycnoBieHHOE AePULUTOM
CUHTE3a U CEKpPeuMn KOpTM30Na B KOpe Haamnouyeu-
HUKOB. O4HOM N3 pefKuX NPUUYNH PasBUTUS AAHHOMO
3aboneBaHua y aeTein aBaseTcs X-cuennaeHHas runo-
niasvs HaANO4YeyHWKOB, 0OycC/ioBAEHHas MyTauuen
B reHe DAX1. MNpeacTtaBuTenn cynepcemencTea aaep-
HbiX peuentopoB NROB1 (DAX1) n NR5A1 (SF-1) urpa-
0T Ba*KHYIl0 poJib B pasBUTUM HaAMNOYEYHUKOB U rO-
Ha4 N peryasuum ctepovporeHesa. MyTtaumm B reHe
DAX1 BbI3bIBAtOT X-CLEMNJIEHHYO BPOXAEHHYIO TUMo-
nia3svio HaaNOYeYHUKOB, BO3HMKalOWEN B 60bLINH-
CTBE CAy4yaeB B paHHEM [LETCKOM BO3pacTe W runo-
rOHaAo0TPOMHbLIM FUMNOroHaAn3IMOM, NPOABAAIOLWMMCA
B nybepTaTHOM nepuose.

Manbumk 4 net noctynun B N'bBY3 CK «KpaeBas
LEeTCKas KAMHWYecKas 6onbHMLa» B TAXKENOM COCTO-
SHUX C 3nM304aMu runoramkemmn o 1,3 MMosb/A.
MpoBepeHo obcnepoBaHWe ANA UCKAKOYEHUS TUMO-
rIMKEMUYECKOTO cuHApoMa. Mpu ocMoTpe obpaluana
Ha cebs BHMMaHWe BblpaKeHHas cnabocTb, BANOCTD,
rmnepnurMeHTaumnsa KOXHbIX NOKPOBOB.

N3 aHaMHe3a 3aboneBaHMA M3BECTHO, YTO Mocje
nepeHeceHHoOn poTaBMPYCHOW WHdeKuun y pebeH-
Ka BrepBble NOSIBUNMCL WU CTaiu HapacTaTb *Kanobsbl
Ha cnabocTb, BANOCTb, CHWMKEHWE anneTuTa, TAra
K conéHoin nuwe (ctan ynotpebnaTs B 601bLLIOM KONK-
YecTBE Ka/MbILKWUIA Yali U CONéHble orypubl). B anHa-
MWKe NPUCoeANHNNAaCb MHOroKpaTHasa pBoTa.

AHaMHe3 Xu3Hu: pebeHOK OT 2-1 HepeMeHHOCTH,
npoTeKkasLlen 6e3 ocobeHHocTen. Poabl — 2, B Cpo-
Ke 38 Hepenb nytem OKC. Bec npu poxaeHun —
3200 r (SDS=-0,01), poct — 51 cm (SDS=0,82).
HacneaCTBEHHbI aHaMHe3: N0 3HAOKPUHOMATUAM
He OTSIroLLEH. Y pebeHKa pojHasn cecTpa 340poBa.

06beKTMBHO: 06Lllee COCTOSIHWME YAOBNETBOPU-
TeNbHO, pocT — 100 cM (SDS=-1,33), Bec — 13,3 kr,
NMT=13,3 Kkr/m? (SDS WNMT=-2,35). TenocnoxeHue
HOPMOCTEHUYECKOE, KOMHble TMOKPOBbI CMYrible,
6€e3 NaTonorMyecKkMx BbiCbiMaHWin. Bugmmbie camsm-
CTble 61elHO-PO30BOI OKPACKU, YncTble. MOAKOKHO-
XKUpOBas  KjeTyaTKa pa3BUTa  HeAOCTaTO4HO,
pacnpepeneHa paBHOMepHo. LnToBuaHaa kene-
3a 6e3 ocobeHHocTen. AL 90/60 MM pT. CT., NyabC
100 ya./MuH. MNMonoBoe pasBuTME MO TaHHepy —
1 (B1, G1).

Mocne nonydyeHwss  pesynbtaTtoB  nabopartop-
HbIX a@Ha/JN30B: HaApPyLWeEHUEe 3NeKTPOJIUTHbIX MOo-
KasaTeseii — runepkanvemms po 6,5 Mmonb/n,
runoHatpuemms — pao 130 MMonb/n, TNOKo3a —
2,3-3,8 MMOAb/N, B COYETAHUN C KJMHUKO-aHaMHe-
CTUYECKMMU U OOBEKTMBHLIMW AAHHBIMW NPUBENO
K MbICAIM O Haanumum y pebeHKa HaAMoYeYHMKOBOMA
HeA0CTaTOYHOCTU. B ropMOHanbHOM npodune: KOpTu-
3051 — 30 HMOAb/N, peHnH npsmoli >500,0 MKME/Mn,
Ar3A-c <0,1 Mkr/an (0,5-19,4), 17-0Mr<0,03 Hr/Mn
(0,20-0,80), TecTtocTepoH <0,087 HMonb/n (0,1-1,12).
MokasaTenn Kanbuuii-pochopHoro obmeHa, TUpeo-
WOHbIA cTaTyc — 6e3 ocobeHHocTen. KT Hagnoueu-
HUKOB 6€e3 MpW3HAKOB CTPYKTYPHbIX W3MEHEHWI.
PeHTreHorpadus KucTel c nyvyesansiCTHbIMU CyCcTaBa-
mu: KB=3-3,5 roga. B Tepanuu HasHauyeHbl npenapa-
Tbl FTMAPOKOPTU30HA 6,25 Mr/cyTkuM (0,5 Mr/Kr/cyTkn),
dnyapokopTnsoHa — 0,1 Mr/cyTKu.

C uenbo BepudUKauuu amMarHosa NauueH-
Ty HasHayeH MOJIEKYNSPHO-TEHETUUYECKUIN aHanus
(B paMKax nporpammbl «Anbda-3HA0»), N0 pesyib-
TaTaM KoTtoporo B reHe NROB1 B 1-M 3K30He 06Ha-
PY}KeH paHee He OMWCaHHbIN B AuTepaType BapuaHT
(HG38, chr1:30309050C>T, c. X>X) B rOMO3UTrOTHOM
COCTOSIHWM, NPUBOAALLUIA K GOPMUPOBAHUIO CTOM-KO-
LlOHa U MpeXxAeBpeMEHHON TepMUMHALMM TPaHCAALUN
p.Trp105Ter c rnybuHom NoKpbITUS 88X.

Ona yTouHeHus cTatyca (yHacnenoBaH wau BO3-
HUWK de novo), NpoBeAEHO UccnenoBaHne buomatepum-
ana MaMbl pebeHKa, ogHako B reHe NROB1 B 1-M 3K-
30He 3aMeHa €.315G>A (p.Trp105Ter) He BbisiB/ieHa.
MpoBeneHne TeHETUYECKOro MWCCef0BaHMa OTUY
He yaanocCh.

[aHHbIA cayyall nMoKasbiBaeT 0COHBEHHOCTM Teue-
Hua XIMHH, accouuvpoBaHHOW C BapuaHTOM MyTa-
unm B reHe NRBO1 B 1-M 3K30He, a TaKe yKasbiBaeT
Ha NepBOCTENEHHOEe 3HaUeHNEe MOJIEKYIIPHO-TEHETN-
YECKOro nccnenoBaHUA B NOCTAaHOBKE AMarHo3a.
KoHmakmHoe nuyo: ApakensH Paghasn Vicaakosuu,
accucmeHm KagheOpbl 3HOOKpUHOMO2UU U OemcKol
aHOOKpuHonoauu ¢ Kypcom AMO ®FEOY BO Cml-
MY  MuHszOpaBa Poccuu, 3aBedyrowjuli 0emckum
KOHCY/IbmamuBHO-0Ua2HOCMU4YeCcKUM UEeHmMpPoM, Bpay —

12 28-29 mapTa 2023 r.



demckuli 3HOoKpuHonoe Y3 CK «IAKb um. K. ®u-
Jiunncko2o» 2. Cmasponosis, CmasponoJib, Poccus.
TeneghoH: 8 (903) 440-67-66

e-mail: r.arakelyan20@yandex.ru

https://doi.org/10.14341/MGSPPE-2023-6

MyTauua B reHe DNAJC3
y MaJIbYHKa C BPOXXAEeHHBIM
THIIEepHHCYJIHHH3MOM

P.A. AtaHecsiH', J1.4. Knumos', A.B. firynosa’,
B.A. KypbaHuHoBa', P.U. ApakensiH', E.C. ChaBuuKas?,
E.E. KpacunbHuKoBa?, T.6. CeMeHOBa?

' ®re0Y BO «CTaBpONOAbCKUIA rOCyAapCTBEHHbIN MEANLIMHCKUIA
yHUBepcuTeT» MnHncTepcTBa 34paBooxpaHeHns Poccumckon
depepaunn, r. CtaBpononb

2I'bY3 CK «KpaeBoi aHAOKPUHONOrMYECKUI AnUCNaHCep»,
r. CraBponosib

3a nocnegHve pABa AecATUNETUS BbISIBJIEH pajg
BPOXAEHHbIX HapyweHuin MeTabonmsma, obycnos-
JIEHHbIX @aHOMaJibHbIM TPAHCNOPTOM BENKOB, KOTOPble
NPUBOAAT K 60NEe3HAM HaKoNAeHWUs 3HAOMNa3MaTmye-
CKOro petukynyma. OgHoO 13 Takux HapyLeHWn Bbli3bl-
BaloT MyTauum B reHe DNAJC3. B amtepaType onucaHa
ANCOYHKUNS B-KNETOK C Pa3BUTMEM FMMNEPUHCYNINHE-
MWUYECKOW rMNOrJIMKEMNN B paHHEM BO3pacTe C TpaHC-
dopmaumeli B caxapHblii anabeT ¢ AePUUNTOM UHCY-
JINHa Ha BTOPOM AECATUNETUE MU3HWU, TMNoTUPEeOos3
LEeHTpanbHOro reHesa 1 3ajeprKKka pocTa, CBA3aHHas
C 4edULUMTOM COMATOTPOMHOro rOPMOHa.

K aHAOKpUHONOry 0bpaTuanMch poaAUTENUN Maib4yn-
Ka 10 MecsaLeB C *KanobaMu: Ha HU3KKMeE TeMMbl POCTa,
pedbuunT BeCa, HU3KUE MOKa3aTeNn TNIOKO3bl KPOBU
Nnpu XOpOoLLEM CaMOYyBCTBUW.

N3 aHaMHe3a 3aboneBaHUsi M3BECTHO, YTO B BO3-
pacTte 4-x MecsiueB pebeHOK 06cnenoBaH B racTpo-
3HTEPOJIOrMYEeCKOM OTAENEHUN NO NOBOAY AeduunTa
Beca, Toraa Bnepsble 3adUKCUPOBaHbI FTMNOrINKEMU-
yeckue nokasartenu. B Bo3pacTte 6 MecsLeB MajibuuKk
KOHCYNbTUPOBaH 3HAO0KpMHOAOTOM. Mpu obcneposa-
HWM: F1OKO3a HaTowaKk — 2,34 MMOonb/N, uepes 2 yaca
nocne eabl — 3,5 MMonb/N. KOHCYNbTUPOBAH FreHETU-
KOM: pe3yfibTaTbl LMTOreHEeTUYECKOro aHanmsa: 46, XY
gh+, onpepenerHne HLA-aHTureHos II knacca — reHo-
TUN pUCKa pasBuTus uenmakmm HLA DQ2/DQ8 He 06-
Hapy*eH.

AHaMHe3 XMU3HU: pebeHOoK 0T 1-i1 BepeMeHHOoCTH,
npoTeKkaBLiern Ha ¢oHe YNBb ¢ 34-1 Heaenun, 1 cpou-
Hble poabl. Bec npn poxageHun — 3015 r, poct —
52 c™m, OLLA — 8-9 6annos.

FeHeanorn4yeckuii aHamHes: He OTAroLWeH, Hpak
He 61M3KOPOACTBEHHbINA.

O6beKkTUBHbIA cTaTtyc: pocT — 671 cMm
(SDS pocTa=-4,25), Bec — 7,1 kr, (SDS Beca=-4,28)
NMT — 15,5 kr/m? (BMI SDS=-2,37). 0O6uwee co-
CTOSIHME yA0OBNEeTBOPUTENbHOE. KOXHblE MOKPOBbLI U1~
31M0N0rMYECKOMN OKpPaACKM, YMEPEHHO cyxue. [bixaHue

BesukynapHoe. A4 — 90/60 MM pT. CT.,, NyibC —
128 B MUHYTYy. WlMTOBMAHAas Xenesa He yBeauue-
Ha, MAMKON KOHCUCTEHUMKN. NBOT 06bIYHON HOpPMBI,
neyeHb NanbNaToOpHO He yBenuuyeHa. HapyHble no-
NIoBble OpraHbl PasBUTbl MO MYMCKOMY TUMY, SANYKK
nanbnNMpyloTCa B MOLUOHKe, 1-i cTagmu no TaHHepy.
du3nonornyeckme oTnNpasBaeHNs He HapyLUEeHbI.

AMbynaTopHO BbINOJHEHO ob6cnepoBaHue: [Mo-
KO3a KpOBWM HaToWwak — 2,2 MMOJb/n, XxonecTe-
puH — 3,0 MMonb/n, rNOKO3a KPOBM 4yepe3 2 vaca
nocne eabl — 2,7 MMONb/N, NaKTaT KPOBM HaTOLLaK
B HOpMe, yepe3 2 yaca nocne egbl — 3,45 (Hop-
Ma no 2,2). fopMoHbl Kposu: TTI — 10,47 MME/n,
CT4 — 0,75 Hr/pn, koptnson — 140 HMOAb/N, UHCY-
JIVH HaTowaKk — 2,8 MKME/Mn, uepe3 2 yaca nocne
eabl — 2,1 MKME/Mn, C-nenTtua HaTowak — 1,0 Hr/mn,
yepes2yvyaca— 0,852 Hr/m, AKTI — 8,51 nr/mn, NOP —
1-48,4 Hr/mn (15,0-189,0). B 0bwem aHanmse mouu:
KETOHOB W [JIlOKO3bl B MOYe He obHapyKeHo. Y3U
opraHoB 6ploWHOM nofocTn — 6e3 BUAMMON CTPYK-
TypHOW naTofnoruun. PeHTreHorpadus KucTel C cy-
CTaBaMW — KOCTHbI BO3pacT COOTBETCTBYET 3 Me-
cauaM. KoHcynbTauma HeBpoaora — 6e3 maToaoruu.
MauneHTy HasHauyeHa Tepanus NEeBOTUPOKCMHOM Ha-
Tpusi 25 MKr no 1/2 1. yTpom 3a 60 MWH. A0 eabl.

B pamkax npoBefeHHON TeneMeaMUMHCKOW KOH-
cynsTaumm ¢ coTpygHukamm ®rby «HMWUL, aHpoKpu-
HONOrMM» MauMeHTy HasHayeHa rocnuTanusauns
LNS YyTOUHEHUS AnarHosa. B otaeneHue sHAOKpMHoONa-
TWIA paHHero Bo3pacTa ABYKPaTHO BbiNoJHeHa npoba
C ronogaHueM. B pesynbraTe BbIMOJHEHHOro obcne-
[LOBaHVA MauWeHTy BbICTaBleH AMArHO3: BPOMAEH-
HbllA rMNepuHCyAnHU3M. Mo pesynbTaTtam sabopartop-
HOro o6cnenoBaHWs TUMOMUTYUTApPU3M  UCKJIOUEH.
B oTaeneHve nHUULMUpOBaHa Tepanus AMasOKCUAOM
C MOJIOXKMUTENbHBIM 3P EKTOM.

PesynbtaTbl MOJIEKYNAPHO-FEHETUYECKOrO  UC-
cnepoBaHua naHenn «CaxapHbli  amabet, Tun
MODY/TMNepUHCYAMHU3M» — MyTauuM He BbIIB-

NeHo. [anee BbINOJIHEHO CEKBEHMPOBAHME MO-
HOro 3K3oMa — oObHapy»eHa MyTauusi B TreHe
DNAJC3 B 10-M 1 9-M 2K30HE B reTepo3nUroTHOM CO-
CTOSAHUU.

Mpu noppepxke doHaa «KynbTypa 6naroTBopu-
TEeNbHOCTU».
KonmakmHoe nauyo: AmaHecsH Posza ApmypoBHa,
doyeHm Kaghedpbl 3IHOOKpUHOAO2UU U OemcKol 3H-
O0okpuHosaoeuu ¢ Kypcom AMO ®rb0y BO «CmIMYy»
MuH30paBa Poccuu, K.M.H., Bpay Bbicuwel Kamezao-
puu, Bpay — 0emcKuli 3HOoKpuHonoe NbY3 CK «K3/4»
2. Cmasponoisi, Poccus.
TenegpoH: 8 (928) 377-09-98
e-mail: rozaatanesyan@rambler.ru
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CBOPHUK TE3UCOB

MOHe}(yHHPHO-PeHeTI/I‘{ECKI/Ie HCCIeOBaHUA BIIPAKTHUKe NEeTCKOI'0 SHAOKPHUHOJIOra
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CeMeHHBIH CJIyYaH CHHApPOMA
doH 'mnnensa — JIuupay

P.A. ATaHecsaH', J1.41. Knumos',
E.A. ABaksiH', T.M. BaoBuHa', A. CaHeeBa',
E.N. AHpgpeeBa', H.10. BekeToBa', P.U. ApakensH',
E.E. KpacunbHukoBa?, M.A. Py6aHoBa?, 0.A. XoxJsioBa?

" ®rb0Y BO «CTaBpONOAbCKUIA FOCYAAaPCTBEHHbI MEANLUHCKUIA
yHUBepcuTeT» MnHncTepcTBa 34paBooxpaHeHns Poccuinckonm
depepauunn, r. CtaBpononb

2bY3 CK «KpaeBoli 3HAOKPUHOIOFMYECKMNIA ANCNAHCEP,
r. CraBpononb

deoxpomMouuTOMa — OMyxonb W3 XpoMadPuH-
HbIX KNETOK MO3roBOro BellecTBa HaAMOYEYHUKOB,
npoayumpylowas KaTexonaMuHbl. PeoxpoMOLMTOMBI
B 35% cnyyaeB BCTPeUalTCa B paMKax CUHAPOMA
¢doH Mmnnens — Jinunaay, B 25% cnydyaes npu CMHAPO-
mMe M3H 2-ro tvna u B 14% — HelipodnbpomaTosom
1-roTuna. PeoxpoMoumnTOMa ABASAETCA NPUUMHON CUMM-
TOMaTMUYECKOW apTepuanbHON FUNEPTEH3UN TOJbKO
y 0,5-2% peTein. Heob6xoanMMO OTMETUTL, UTO AAHHOE
obpasoBaHuWe KpailHe pefKo ANarHoCTUPYeTCs B AeT-
CKOI NpaKkTUKe, a B CNyyae ANAarHOCTUKMK ClefyeT 3a-
LyMaTbCs O CBA3M C HACNEACTBEHHbIMU CUHAPOMaMMU.

Ha npueme Manbumk 11 neT c Kanobamu: Ha cna-
60CTb, TOLWHOTY, NEPUOANYECKN PBOTY, 3NN304bI NO-
BbilweHns Al no 160/80 MM pT. CT., HaUME ANArHo-
CTMPOBaHHOIro 06pa3oBaHu1s B IEBOM HaANOUEYHUKE.

AHaMHe3 3aboneBaHusa: y naumeHTa OTMeyasocChb
nosbiWeHne TemnepaTypbl Tena Ao 40 rpaaycos C,
nosiBunacb 60sb B neBoM noapebepbe. Masnbumk ne-
AnaTpoM HanpasseH Ha Y3/ nouek, guarHoCcTuposaH
nuenoHedpuT, HasHauyeHa aHTMbakTepumanbHas Te-
panusa. MpoBoauMasa Tepanusa bbiia HeapPeKkTUBHa.
PekoMeHA0OBaHO MOBTOPHO BbINOAHUTL Y3W nouek,
B XOAE KOTOPOro B NEBOM HaAMO4YeUYHUKe AunarHo-
CTMpoBaHO obpa3oBaHue (pa3mepamu 5x5x5,5 cm,
V=74 cM3). ManbumMk roToBMACA K rocnutanusa-
umm B HMUUAOT uM. H.H. BnoxnHa (MaMa nauueHTa
B TO e BpeMs Haxoamniacb B cTaunoHape HMUALAON).

AHaMHe3 Xu3Hu: pebeHOK OT 1-N HepeMeHHo-
CTW, NpOTeKaBLWen Ha poHe ypeannasmosa, 1 cpou-
HbIX POAOB.

FeHeanornyeckuii aHamHes: U3BECTHO, UTO Y MaMbl
BO BpeMs BTOpOl HepeMeHHOCTW C 28-i Hepenn re-
cTauum AnarHoCcTMpoBaHa apTepuanbHas rmnepTeHsus
(AT), npuHUMana runoTeH3MBHbIE NpenapaTbl. Bo Bpe-
Ma TpeTbein 6epemeHHocTM Al oTMeuvanacb ¢ 10-/
Hejenn rectauuun, No NOBOAY Yero nauueHTKe Obino
Ha3HauyeHo 0bcnepoBaHue, B pesynsraTe KOTOPOro An-
arHoCTMpPOBaHbl 06pasoBaHMs B Haano4YeyHnKax (2 me-
csilaMun paHee A0 06bpalleHust cTapluero cbiHa), y ba-
OyLUKM NO IMHUWN MaTepu BHyTPU4YepenHas onyxoJib.

O6BbEeKTUBHbIN OCMOTP: pocT — 159 cM, Bec —
50 kr, UMT — 19,8 Kr/m2. ObLiee COCTOSIHWNE YAOBNET-
BOpuTeNbHOE. PacnpepeneHne MNOAKOXHO-KUPOBOWA
KNeTuyaTkn paBHoOMepHoe. KoXHble NOKPOBbLI CMYI0M

OKpacku, KodeliHble NATHa MO Teay B KoauyecTse 4,
YMepeHHOo BaxHble. Al — 103/63 MM pT. cT. (U3Me-
peHve BbIMOJAHEHO 3-KpaTHo). WnToBMAHas rKenesa
He yBenuueHa. HapyHble NONOBbIe OpraHbl pa3BuUThbI
Mo My»CKOMy Tuny, 3-a cTaaus no TaHHepy (G3P3).

B HMMUAOI mMm. H.H. BhoxuHa BbIMNOJIHEHO rOPMO-
HaJibHOe 06CcnenoBaHMe: KOPTU30 KpoBU — 16,4 MKr/on,
HopMeTaHeppuHbI MOBbilWeHbl B 5 pas, meTaHebpu-
Hbl B CYTOYHOW MOoYe B HOpMe. MaunmeHT KOHCYNLTUPO-
BaH 3HAOKPWHOJIONOM, Ha3Ha4yeH MpuWeM [O0KCa303MHa
B paMKax npegonepaumMoHHON NOArOTOBKM.

BbinonHEHO onmepaTMBHOE JieyeHne B obbeMe na-
napoToMuun, agpeHanakTomMmm cnesa. o pesynbra-
TaM FMCTONOMMYECKOro MUCCAeAoBaHUSa NOATBEPHKAE-
Ha deoxpomoumToMa. MocneonepaunoHHbIA NEpPUOA,
npoTeKkan 6e3 0CN0KHEHWI, NpenapaTbl MIKKOKOPTU-
KOMJO0B MajbuyMK He nojyyan.

Yepes 2 MecsLa nocae onepaTUBHOro IeUeHUS Bbl-
MOJIHEHbI 3NEKTPONUTbLI KPOBWU, MeTaHedpPUH U HOp-
MeTaHeQpUH B CYTOYHOW Mouye — 6e3 OTKJIOHEHWIA.
B nabopatopum HMUL, 3HAOKpMHONOrMM B paMkax
nporpammbl  «Anbda-3HAO» BbINONHEHO MOJHOEe
CeKBEHMpOBaHMe 3K30Ma: Tak, B reHe VHL, B 3-M 3K-
30He obHapy!KeHa 3aMeHa OA4HOro HyKJeoTUaAa B re-
TEpO3MroTHOM COCTOSIHUE.

TakuM 0bpasoM, pesynbtathl MU no3BoAnAN NaEH-
TnduumpoBaTtb cneunduryeckyo myTaumo reHa VHL.
BepuounKauma 3Toro amMarHosa TpebyeT reHetuye-
CKOro TecTMpoBaHWUS AaHHOW MyTauuu y BCeX uje-
HoB ceMbyu (B CEMbE eCcTb MNaALLnii 6paT). OueBMaHO,
yYTO MauMeHTol C BepuOMUMPOBAHHBIM [MArHO30M
doH Mvnnens — JInHAay Hy»KAAKTCSA B CKPUHUHIE OC-
JNIOXHEHWI C Lenblo NpefoTBpaLLEHNS CEPbE3HbIX OC-
JIOMHEHWNA.

KoHmakmHoe inuyo: AmaHecsiH Po3a ApmypoBHa,
douyeHm Kaghedpbl 3HOOKPUHOAO2UU U 0emcKol 3H-
0oKpuHoaoauu ¢ Kypcom A0 ®rb0y BO «CmlMy»
MuH30paBa Poccuu, K.M.H., Bpady Bbiclel Kamezao-
puu, Bpay — 0emcKuli 3HOoKkpuHono2 Y3 CK «K3/4»
2. Cmasponoisi, Poccus.

TenecpoH: 8 (928) 377-09-98

e-mail: rozaatanesyan@rambler.ru
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Cny4ya¥ AHarHoOCTHUKH
BPOXXIAEeHHOI'0
THUIIONIUTYHTAapH3Ma Ha BTOPOM
TOAY JXH3HH

P.A. ATaHecsH, J1.4. Knumos, A.B. firynoBa,
B.A. KypbsiHnHoBa, I A. CaHeeBa, P.W. ApakensiH,
J1.C. AnaBepasiH

Ore0y BO «CtaBponoabCKMIA roCyAapCTBEHHbIA MeANLIUHCKUIA
YHUBEPCUTET» MUHUCTEPCTBA 34paBoOXpaHeHns Poccuinckom
depepaunu, r. CTaBpononb

BpoxaeHHbllA runonutymtapusm (BF) — pea-
Koe 3a6oneBaHme, KJIMHNYECKaAa KapTuHa KOTOpOoro
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KpaliHe HecneunduuHa, UYTO OCJ/IONKHSET pPaHHIo
ANarHoCcTuky. Bl — 370 XuM3Heyrpoxatolee coCTO-
sIHWe, 0CO6beHHO B HeOHaTa/JlbHOM MNepuoae, MMEHHO
MO3TOMY CBOEBpPEMeHHas BepuduKaums A[uarHosa
SIBNIAETCS akTyasbHOl NpobaemMoii. K TOMy e paHHee
Hayano Tepanuu NauueHToB C Bl ynydwaeTt NporHos
N KaueCTBO MU3HU.

Ha npueMe ManbumK c KanobaMu: HU3KUE TeEM-
nbl pocTa 1 AebuunT Beca, NepuoaNYeCcKoe CHUXe-
HUWe rJIIOKO3bl KPOBU.

AHaMHe3 3aboneBaHus: BNepBble poANTENN Malib-
YMKa 06paTUNNCh K SHAOKPMHONOTY B BO3pacTe Me-
cAua No pekoMeHAauun HeoHaTosoros. Mpu obcne-
[OBaHUM AMarHocTMpoBaHa runoramkemums (rnokosa
KpoBM — 2,76 MMOJb/N), BbINOJHEHbI FOPMOHbI TTT,
CT4 — 6e3 oTKNIOHEHMIA. B Bo3pacTe 2-x MecsLeB pe-
6eHOK HanpaB/eH Ha KOHCY/IbTALUMIO K FeHeTUKyY. B BO3-
pacTe 6 MecsueB pebeHOK rocnMTaamMsnpoBaH B AeT-
CKOe racTposHTeposiornyeckoe otaeneHne [ArKb
M. I K. ®nanMnncKkoro ¢ AMarHO30M: raCTPOUHTECTU-
HanbHas GopMa MULLEBON aaiieprum, NOBbILLEHHbIMU
3HaueHusamn ACT, AJIT. B BospacTe 1 roaa 6 mecsaues
06paTMAMCh K 3HAOKPUHOOrY KpaeBoro sHAOKPUHO-
JIOrMYeCcKoro AncnaHcepa No pekoMeHaaumm racTpo-
3HTepoJsora.

AHaMHe3 XMN3HU: pebeHOoK oT 1-i1 BepeMeHHOoCTH,
6epeMeHHOCTb npoTeKkana Ha $oHe recTauMoHHOro
caxapHoro AauabeTa, KOMMEHCUPOBAHHOIO TrUMNOTU-
peosa, oT 1 CpoYHbIX poAoB. Bec npu poxaeHun —
3770, pocTt — 53 cM. B Bo3pacTe 2-x CyTOK pebeHoK
nepesegeH B OWTAP (HapacTaHme cummnTomoB BT,
COP 1-i cteneHu, Kedanorematoma). B HeoHaTanb-
HOM Nnepuoje 0TMeYaancCb r’MNOrINKEMUS, NOBbILLEHNE
ACT, ANT.

FeHeanornyeckMn aHamHes:
AWUT, y peaywkn CA 2-ro Tuna.

Mpu ocmoTpe: poct — 72,5 cM (SDS L=-3,54),
Bec — 8,6 kr, UMT — 16,3 kr/m? (BMI SDS=-0,63).

OTAroLweH, y Mambl

Obuiee cocTosiHMe ynoBAeTBOpUTENbHOE. KOMHble
MOKPOBblI  QU3MONOrMUECKOA OKpacCKK, BlAXKHbIE.
ObixaHne Be3uKkynapHoe. LWutoBuaHaa  Kenesa

He yBeanyeHa. HapyHble NoJIoBble OpraHbl PasBUTbl
MO MYMKCKOMY TUMY, AMUKM B MOLUOHKE HEe Nanbnupy-
toTcs, 1-1h ctaaum no TaHHepy (G1P1).

MauneHTy Ha3HauYeHo pa3BepHyToe 0bcneaoBaHME:
B BMOXMMUYECKOM aHanM3e KpoBM: 06N B6enok —
59 r/n, ACT — 59 E[l/n, rntoKo3a KPOBWU HaTOLLaK —
3,0 MMonb/n, Apyrue nokasaTtenn 6e3 OTKNOHEHWI.
BbinoNHEHbl FOPMOHbI KpoBu: TTF — 4,59 MME/n,
CT4 — 0,61 Hr/an, C-nentua — 0,133 Hr/o, UHCYNUH
HaTowak — 1,2 MKME/MA, KopTuson — 245 HMonb/n,
®Cr — 0,51 MME/mn, NI — 0,1 MME/MA, TecTocTe-
poH — 0,1 Hr/an, nponaktuH — 4755 MME/mMn,
N®P-1 — <15,0 Hr/mMA. PeHTreHorpapusa KucTei ¢ ny-
yesansiCTHbIMW CyCTaBaMW: KOCTHbIA BO3pacT paBeH
3-4 mMecsuaM *KnsHn. Y3 opraHoB MOLIOHKN — Npu-
3HaKN IBYCTOPOHHEr0 KPUNTOpPXMU3Ma.

Mo pesynbTatamM ob6cnenoBaHus  3anofo-
3peH BPOMAEHHbLIA TUMNONUTYUTApuU3M, MpoBe-
LeHa TefneMeaMUMHCKasa KoHcynbTauma ¢ Orby

«HMWL, 3HAOKpUMHONOrMK», MauueHTy OblNa Ha-
3HayeHa rocnuTanMsaunMs, B XO0Le KOTOPOW Au-
arHo3 6bl1 MOATBEPXAEH W Ha3HayeHa Tepanus.
MaumeHT nonyvyaet NEeBOTUPOKCUH HATPUSA, PEKOM-
6MHaHTHbIA TOPMOH pocCTa.

Yepes 7 MecsueB TroOCne YTOYHEHUA AunarHo-
3a MaibuyMK bBbl1 rocnUTannsnpoBaH B UHPEKLMOH-
Hyl0 60abHULY . CTaBponons C NpMsHakaMu OCTPOid
KMLIEYHON MHPEKRL MM, Ha GOHe Yero oTMeyanacb CTOM-
Kasi TUMOrIMKEMUS,, KOPTU30J KPoBU — 50 HMoAb/N.
MauneHTy peKoMeHLOBaHO NPUMEHEHWE TMAPOKOPTU-
30Ha Ha NOCTOSIHHOM OCHOBeE. B HacTosALWee BpeMs pe-
3yNnbTaThl MONEKYNAPHO-TEHETUYECKOro uccnepoBa-
HuA B paboTe.

TakuM 06pa3oM, HEOBXOAMMO MOMHUTb, UTO COYeTa-
HUEe rMNOrNKEMUYECKUX COCTOAHUIA C 3aTAXKHOM Ken-
TYXOW, NOBbILLIEHHbIMU 3HAYEHUSIMUN MEYEHOYHbIX TPAHC-
aMyMHa3 B HeOHaTanbHOM nepuone 6e3 o4YeBUAHbIX
NPUYMH, HU3KUI TeMn pocTa W njoxas npubaBKa
B Bece nepsble MecsALa XW3HW, O4YeBMAHO, TpebyeT
WCKIOUYEHUS BPOXKAEHHOIO rMNoNUTyuTapmsama.
KonmakmHoe nuyo: AmaHecsH Po3za ApmypoBHa,
doueHm Kaghedpbl 3HOOKPUHOO2UU U OemcKol 3H-
O0okpuHoaoeuu ¢ kypcom AMNO ®rb0Y BO «CmIMYy»
MuH30paBa Poccuu, K.M.H., Bpady Bbicuwel Kamezao-
puu, Bpay — 0emcKuli 3HOoKpuHonoe NbY3 CK «K3/4»
2. Cmasponoisi, Poccus.

TenegpoH: 8 (928) 377-09-98
e-mail: rozaatanesyan@rambler.ru

https://doi.org/10.14341/MGSPPE-2023-9

KJIHHHYeCKHH cydyaH
cuHapoMa lllepelreBCKOro —
TepHepa

K.P. AxmepoBa, H.Y. AnumoBa, M.M. Maxmypnosa,
A.C. CagukoBa, ¢.3. Onpgawesa, ®.H. CyneiimaHoBa

Pecny6nuKkaHCKMA cneumanm3npoBaHHbIi
Hayl-IHO—I'IpaKTI/NECKVII‘/'I Me,CI,I/ILI,I/II-!.CKI/IIZ LEHTP aHAOKPUHOANOTUN
MMeHU akageMmunka E.X. TypaKkynosa,

Y36ekncTaH, r. TaluKeHT

CuHppoM TepHepa B CpefHEM BbIBAAETCHA
y 1:2500-1:5000 xunBOpOXAEHHbIX AeBo4vek. B oc-
HOBE pasBUTUA CUHAPOMA NiexaT LUTOreHeTUJecKme
HapyLweHusl, NPOSBASAIOLLMECS MOJHOW WAN 4YacTuu-
HOMN MOHOCOMMERn XpomocoMmbl X (45, X), CTpYKTyp-
HOMW MepecTpOKOM KOPOTKOro MU AAMHHOMO njaevya
OLHOWN M3 X-XpPOMOCOM, KONMYECTBEHHOW NepecTpou-
Ko Habopa NOA0BbIX XPOMOCOM NPU OLLIMBKAxX B MUTO-
3e (45, X/46, XX;45, X/46, X (Xq); 46, Xi (Xq); 45, X/46,
X, rXwn ap.). Npn 3ToM 5% ot 06uero yncna 60nbHbIX
C CMHAPOMOM TepHepa MMET MO3auLM3M Npu Haau-
unm xpomocomsl Y (45, X/46, XY) nan TpaHCcaoKaumio
yuyacTka Y-xpoMocoMbl (reHa SRY unun DYS14) Ha xpo-
MOCOMY X UAKn ayToCOMY.

KnnHnuyeckoe 3HauveHue npucyTCTBMSA MaTepuana
XPOMOCOMbI Y 3aKN0UaETCHA B HANUUMKN PUCKA pasBUTUA
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HeonnacTUYEeCKUX NPOLLECCOB B ANCTEHETUYHbIX FOHa-
nax y 6osbHbIX ¢ cnHapoMoM TepHepa. Bonee 80%
3/10KQUECTBEHHbIX OMyX0Jiel AUYHMKOB NpeacTaB/ieHbl
o0bpa3oBaHMsAMUN HeEaNUTENNANLHOMO reHe3a. Hanbonee
YacTo BbISIBASIOT rOHaA0bnacTOMbI, PeXe BCTpeyaloT-
CA FEPMUHOMEHHbIE OMYX0JIN, @ TaKMKe ONyX0an CTPOMBI
MoJIOBOr0 TsiXKa. [epMWHOrEeHHbIE OMyXO0JIM OTHOCHT-
CA K rOPMOHOMPOAYLMPYIOLLMM HeoniasvsaM, nosTo-
My CMMNTOMaMW UX PasBUTUA MOFYT CTaTb COHTAHHO
Ha4YaBLUMINCA aCMMMETPUYHbIA POCT MOJIOYHbIX Xefes
AN, HaobopPOT, MAaCKyINHN3ALMA HAPYXHbIX FeHUTa-
JINA N yCUNEHHOoe N0JI0BOE OBONOCEHNE.

Mbl  Habnoganu crneaywWwMini  cayvyaih CUHAPO-
Ma TepHepa — npobaHa, aesouka M. 08.06.2005 r.p.
C TeTein 0bpaTUINCh K FEHETURY C ¥anobaMm Ha HU3-
KW POCT, aMeHOpeto, OTCYTCTBME MOJIOYHbIX Kees.

N3 aHaMHesa: neBOYKa OT BTOPbIX POAOB, BTO-
povi 6epeMeHHOCTV (MepBble poAabl 3aBEPLUMANCH PO-
XOEHVWEM 30POBOr0 Majbuuka). PoguTtenn monogele,
COMaTMYeCKN 340pOBbl; HE COCTOAT B POACTBE; YyC/iO-
BWS TPpyAa He CBsi3aHbl C BpeAHbIMU NPOU3BOACTBEH-
HbIMK paKkTopamu. bepeMeHHOCTb NpoTeKana Ha GoHe
OCTPOW pecnupaTtopHO BUPYCHOW MHPEKLMM 1 CTpeC-
ca. bepeMeHHOCTb 3aKoH4YMNaCb CPOYHbLIMKU poAAMU
Ha cpoke 39-40 Hepesb rectaunun, B roN0BHOM MNpea-
NexaHum nnopa. Macca Tena pebeHKa npu poxae-
HunM 3500 r. 3akpuyana cpasy, KOpMJieHNe C NepBoro
[H$, cOCaHue aKTUBHOeE. MNepeHeceHHble 3aboseBaHus
BUPYCHbIN renatuTt A, BeTpsiHas ocna. C 13 net po-
antenn obpatuam BHUMaHue Ha 3MP, 3P, HO K Bpa-
yaM He 06pallanncb U HaANeXalero JeyYeHus npo-
6aHA He noJsiyyana, Tak Kak He 6blo BO3MOMHOCTU.
ObLiee coCTOsIHME YAOBAETBOPUTENLHOE, TENOCIOMKE-
HWe runepcTeHnYeckoe. KoxKa cyxas, Ha Koxe no Bce-
My TeJly MHOXeCTBO poAuMbIX NATeH. KopoTkas, Wwnpo-
Kas Wwes, HU3KNA POCT BOJIOC Ha Liee, YLWHbIE PAaKOBUHbI
nedopMUpoBaHHbIE, HU3KOMOCaxeHHbIe. [pybble uep-
Tbl IMLA: MAaCCUBHAs HUMKHAS YeNtoCTb, M1asHOW rn-
nepTenopusM, 60bLION LWMPOKNIA HOC, BbICOKOE HEeBO.
LLnpokaa rpyaHas KneTka, COCKOBbIA ruMnepTeno-
pusM, bpaxmaakTuamsa, aebopMauma nanbUEB, Henpa-
BWJIbHbI POCT MNajbLleB Ha HUMKHUX KOHEUYHOCTSX.
3ajepKKka MNosOBOro pas’BUTUS: MOJIOYHBbIE Kesesbl
OTCYTCTBYIOT, BTOPUYHOE OBOJIOCEHEHME OTCYTCTBYeT.
daKkTnyeckmii poct — 142 cM, GakTUYECKMA BeC —
48,6 Kr. NHpekc maccel Tena — 24,1.

MaTtepuansl n MeToAbI

Ons AMarHOCTUKM U NOATBEPMAEHUA AuarHo-
3a Mbl MCMO/Jb30BaJN KOMMJEKCHOEe KJWUHWKO-TreHe-
anorvyeckoe u uUUTOreHeTMyeckoe obcnepoBaHue
C UCNO/JIb30BAHMEM MapPaKJMHUUYECKUX N NHCTPYMEH-
TalbHbIX MeTOAOB. KinHuMueckoe M MeauKo-reHe-
TUYECKOEe KOHCYNbTUPOBaHMWE OCYLLEeCTBJEHO Bpa-
YOM-reHeTUKOM, KapuoTUnmpoBaHue MpPOBeAEHO
B reHeTuyeckon nabopatopumn PCHIMML, sHAOKPUHO-
Jorun. Ans KapuvoTUMMPOBAHMSA MCMOJIb30BaNM Me-
TadasHble XPOMOCOMbI U3 PIA-CTUMYAUPOBAHHbIX
nMMoouMTOB nepudepuyeckolrt Kposu npobaHaa,
NOJNlyYeHHble COrlacHO CTaHAApPTHOM MeTOoAMKe,

C nocjlefylLWMM  OKpalwuBaHMEM  XPOMOCOM.
NaeHTUOMKaUMIO XPOMOCOM OCYLLECTBASIN B CO-
OTBETCTBUM C MeXAYHaApOAHOW CUCTEMOWM uuTOre-
HeTuyeckoi HoMeHkNaTypobl ISCN (An International
System for human Cytogenetic Nomenclature, 2016).

Ons Fish-gnarHocTmMku nccnenoBaHbl MHTEpdasHble
aapa, BblAeNEeHHbIE U3 TMMPOUMTOB Neprudepuyeckon
KpoBM npobaHaa, ¢ ucnonb3oBaHueMm [AHK-30HAOB,
KOMMJIEMEHTapPHbIE K y4aCcTKaM XpOMOCOM, ucciepye-
MOro MaTepwuana.

PesynbTaTbl UCCNiefoBaHUA

Ha kapuorpamme npobaHga M. GTG-MeToAO0OM
OKpallMBaHUS XPOMOCOM BO BCEX NMPOaHanM3MpOBaH-
HblX MeTada3sHbIX NAaCTUHKaX BbiiBNEHO 46, XO+mar,
YTO rOBOPMUT O KApPUOTUMNE C MapKePHON XPOMOCOMOM
HEN3BECTHOro npoucxoxaeHus. Pesynstatel FISH-
AVarHOCTMKKM NoKasaJs, uTo X xpomocoma nmena 1 se-
NEHbIN curHan, Y xpomocoMa — 1 KpacHbIA CUrHan,
UTO TaK*Ke CBMAETeNbCTBOBAJO O TOM, YTO B UHTEP-
dasHbIX Aapax BbigBAeHbl XY XPOMOCOMBbI.

Mpu nccnepoBaHUM ropMoHasbHOro poHa npo-
6aHAa BbIABNEHO, 4YTO TUPEOTPOMHbLIA TFOPMOH
(TTr) — 2,09 (Hopma 0,46-4,7 mlU/ml), cBo-
604HBIA TPUAOATUPOHUH (cB. T3) — 6,62 (HopMa
4,3-8,1 pmol/L), cBo60oAHbIN TUPOKCUH (CB. T4) —
18,7 (Hopma 10,0-28,2 pmol/L), aermaposnuaH-
apoctepoHa cynbdaT (Ar3A-C) — 98,8 (HopMa 51—
321 MKkr/an), 17-okcunporectepoH — 0,619 (HopMa
0,6-2,3 Hr/mn), TectoctepoH — 0,682 (HopMa
0,2-2,67 nmol/l), anbpectepoH — 101,6 (Hop-
mMa 70-300 pg/mL), koptmson — 516 (HopmMa
123-626 mmol/l), uHcynnHonoao6HbI hakTop po-
cta-1 (WPP-1) — 240,5 (HopMma 75-850 Hr/mn),
YTO CBUAEeTenbCTByeT 0 Hopme. Mpu 3tom don-
NMKynocTuMynumpytowmuii  ropmoH (®Clr) nosbl-
weH pgo 77,7 (Hopma 5,14-23,4 mlU/ml), NwoTe-
NHU3UpYOWMIA ropMoH (JIF) nosbiweH ao 21,0 (Hopma
0,83-15,5 mlU/ml), nporectepoH cHUXeH A0 3,64
(Hopma 4,53-52,9 nmol/l), acTpaanon CcHuxeH
po 36,773 (Hopma 120-738 pmol/L), aHTuMion-
JIepoOB FOpPMOH CHM»eH ao 0,083 (Hopma 1,135-
11,46 Hr/mMn), aApPeHOKOPTUKOTPOMHLIA FOPMOH
(AKTT) noBbiweH po 76,2 (Hopma 6-48 pg/mL), co-
MaTOTPONHbIN ropmoH (CTI) cHuMxeH po 0,2 (HopMa
0,3-10,8 Hr/mn). laHHas KapTUHa TaKXe XxapaKTe-
pU3yeT KAMHUUYECKNE MPU3HAKM AAaHHOT0 CMHAPOMa.

Mo paHHbIM Y3M opraHoB Manoro Tasa — uHdaH-
TunbHaa matka III cT., no gaHHbIM MPT opraHos mMaso-
ro Tasa — MpW3HaKkyM runonaasumn MaTku I cT., No AaH-
HbiIM MPT roJI0OBHOr0O MO3ra — MNPU3HaKN YMEpPeHHOoM
aTpodun 6oNbLLIMX NOAYLLIAPWIA B TOOHO-TEMEHHO-BU-
COYHOW 061aCcTN. YMepeHHOe yMeHbLUEHNE 06beMa run-
nodusa no AaHHbIM pPeHTreHorpapun KUCTM — KOCT-
Hbln BO3pacT cooTBeTcTBYeT 13-14 net. 30HblI pocTa
OTKPbITHI.

TakuM 06pa3oM, KAMHUYECKME MPOSIBSIEHUS pac-
CMaTpMBaEeMoro cMHapoMa y npobaHaa B LeJIOM CO-
OTBETCTBYIOT KapTWMHE, OMUCaHHOW B AuTepaType.
FfopMoHanbHbIMM MapKepaMmy npobaHaacCTasnseTcs
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nosbiweHne yposHen ®CI u JIF ¢ 04HOBPEMEHHbLIM
CHUXEHWEM YpOBHeR acTpaaunona, AMI n ceoboaHo-
ro TMpoOKCcuHa. laHHble Y3 opraHoB Manoro tasa ge-
MOHCTPUPYIOT YMEeHblUeHNe pa3MepoB MaTKU U Mpu-
paTkoB (N0 /MTepaTypHbIM AaHHbBIM  Hanbonbliee
YMeHbLUEHNE Y MO3anKoB C Y-XPOMOCOMOW) No cpas-
HEHMIO CO 340POBbLIMU AEBYLIKaMM TOrO ¥e Bo3pacTa
13 nonynsumn. B CBA3KU C BbICOKMM PUCKOM ManUrHU-
3aUMn ANCTeHETUYHbIX FOHaA 0OHapyKeHne XxpoMoCo-
Mbl Y B KapuoTune y 60/bHbIX C *KEHCKUM GEeHOTMMOM
ABnsieTca abCoNOTHLIM MOKasaHMeM K ABYCTOPOH-
Heln roHaA3KToMuUu.

https://doi.org/10.14341/MGSPPE-2023-10

BpoiKaeHHBIN H30JIMPOBAHHBIH
THUIIOTOHAAOTPOITHBIH
rHIIOTOHAIM3M, 00YCIIOBJIEHHBIH
JedeKTOM reHa peluenropa
TOHAAOTPOIIHH-PHIH3HHT-
ropmoHa (GNRHR)
(kxmMHMYeCKUH CIyYaH)

T KFBY3 «KpacHosipcKkaa MexpalioHHas AeTcKas
KAnHUYeckas 6onbHMLa N2 5%, r. KpacHospck

2 drb0Y BO «KpacHOAPCKMA rocyAapCTBEHHbI MeAULUHCKIIA
YHUBEpPCUTET nMeHun npodeccopa B.d. BoliHo-ficeHeLKoro»
MuHucTepcTBa 3ipaBooxpaHeHus Poccunckon depepaumu,

r. KpacHosipck
BpoXKAeHHbIN N301MPOBAHHbIN rMnoroHano-
TpOI‘IHbII‘/'I rmnoroHagnsM pasBuBaeTca BCaeACTBUE
HaprJEHMIZ CeKpeunnm roHapaoTponHbIX FOPMOHOB
nnn roHaaAoOTPONMUH-PUNN3NHTI-TOPMOHOB. OaHuUM
n3 3TUONOIrM4YeCKunx d)aKTODOB NaHHOW naTtoJo-
rmmM paccMmaTpmBaeTcs MyTauusa reHos. KanHuyeckas

PesynbTaThbl 06CcneaoBaHuin

1. JlJabopaTopHble nccnepoBaHus

KapTuHa  3aboneBaHMs  BapuabenbHa, 3aBUCUT
OT BMAa MyTaUMW U YPOBHS MOBPEXAEHUS TMMNoTa-
namo-runogusapHon ocu. leH peuentopa roHago-
TpONUuH-puansuHr-ropmoHa  (GNRHR)  onpepensiet
UYyBCTBMTENIBHOCTb PELENTOPOB rOHAA0TPOYOB ane-
HorMnopusa K TrOHAAOTPOMUH-PUANIUHT-FTOPMOHY,
pesynbTaToOM MOJIEKYNspHOro aedekta snsetca Gpop-
MUpPOBaHMe MOJIHOro UAM NapumansbHOro rMNoOroHaao0-
TPOMHOr0 rMNoroHaamMsMa, B 6ONLLUMHCTBE CAy4YaeB
He COMPOBOXAAIOLLErOCA HAPYLLUEHNEM 0BOHSAHNS.
KnuHuyecKoe HabnoaeHne

MauweHT B., 17,5 roga, obpatuaca K aHApoJO-
ry c »)anobamm Ha cnabyio noTeHumo, nabopaTopHO
BbIIBNE€H HU3KNIA YPOBEHb TECTOCTEPOHA, NOATBEPHK-
AEHHbIN NOBTOPHbLIM UCCNeA0BaHNEM aHann3sa KpoBu,
lOHOLWa HanpaBfieH Ha fAafibHenwee obcnenoBaHue
K EeTCKOMY SHAOKPUHOJIOTY.

V3 aHamMHe3a: poanMACS AOHOLLEHHbIM, OT nepBon ¢u-
310/I0rnYecKkoli bepemeHHocTH, ¢ Maccoi 3870 r, anu-
HoW Tena 55 cM, oueHKoI no wKane Anrap 8/9 6annos.
Poc » passuBancsa no sBospacty. /I3 nepeHeceHHbIX 3a-
6onesaHuii: MMUHC c rvnepTeH3MOHHbLIM CUHAPOMOM,
KOHbIOMaLMOHHas XenTyxa, aHeMusi, BeTpsiHasi ocna, ya-
cTble OPBU, peunanBupyoLLmMii XpOHNYECKNIA TOH3UIUIUT,
0CTpas NeBOCTOPOHHSAS HUKHeAoNeBas MHEBMOHUS.

KnvHunueckn npu ocMmoTpe: ¢usMyeckoe pasBu-
TMe cpeaHee rapMoHumyHoe (poct — 181 cM, BeCc —
65 Kkr, UMT — 19,8), Te/sl0CNOMKEHNE HOPMOCTEHUYE-
CKoe, MycKynaTtypa pasBuTa cnabo, »eHonoaobHble
yepTbl Anua. CTurMbl AncaMbpuoreHesa eamHUUHbIE,
He rpybble. O6boHsHME coxpaHeHo. MonoBoe pasBuUTUE
Ax3 P4L1V2FO. TeCTUKynbl B MOLLIOHKe, npasoe — 17 M,
nesoe — 15 M.

4. OcMOTp AepMaTosiora/BeHeposiora

MpoeepeHo MMUP-unccnepoBaHne, WUCKAKOYEHbI WH-
deKunn nonoBbIx NyTen (XxNamMMaAno3, MUKOMIAsMo3,
ypeannasmos, TPUXOMOHMa3s).

Ha OCHOBaHMW KAMHUKO-aHAMHECTUUYECKUX [AaH-
HbIX U pe3ynbTaToB MNpPoBeAEHHOro o6bcnenoBaHUs

MokasaTenb PesynbTaTt Hopma PesynbTaTt Hopma
TecTtocTepoH obwuit, HmMons/n (1,17 8,9-42,0 0,88 5,12-27,55
T, MME/Mn 0,82 0,8-7,6 0,82 0,78-4,93
®CI, MME/Mn 0,48 0,80-11,5 0,92 0,49-9,98
['CIMr, HMonb/n 58,2 13,0-71,0
3cTpaanon, nMonb/n 93,60 0,0-206,0 38,0 0-182
TTI, MKME/Mn 3,425 0,350-4,940
cB. T,, IMOAb/N 18,3 9,8-22,0
cB. T_, nMonb/n 7,56 2,7-8,7
MponakTuH MME/n 370,88 72,0-408,0 427,36 72,0-408,0

Mpoba c XOpMOHUYECKNM TecTOCTEpPOH 061WuiA, HMONbL/N Hopma
roHapoTpPOnNMHOM no seBepeHus Xr nocne seeaeHus XIr

(3-AHeBHas) 1,5 32,81 5,12-27,55
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2. NHcTpyMeHTabHble nccnefoBaHns

06cnepoBaHue

PesynbTaTt

Y31 MOLLOHKMN

SAINUKM B MOLLIOHKE, 06bEM NpaBoro simuka — 17,0 MA, neBoro sivuka — 15,3 MA; CTPYKTYPHbIX 13-
MEHEHUI HeT, rpP03AbeBUAHOE BEHO3HOE CMJIETEHNE — BEHbI B Npejenax HOPMbl, CNerka u3BuThl,
B YMEPEHHOM KOJIMYECTBE Bbllle auYKa

Y3n
LWNTOBUAHOW }Kenesbl

06bem LM = 13,21 Ma (HopMa a0 25,0 M), 3XOreHHOCTb CPefHss, B MapeHxume obeux nonen
BM3YaJIM3MPYIOTCS MHOMKECTBEHHbIE OKPYTJ/ible aH3X0reHHble 06pa3oBaHMsa AuamMeTpoM oT 1,0 MM
[0 3,5 MM, C YETKMMMK POBHbLIMU KOHTYPaMu, C TOUEUHbIMU TUMEPIXOTrEHHbIMU BKIUYEHUAMU
(rvnepTtpodurpoBaHHbIe GONANKYbI)

MPT runodusa

MMnooun3 pacnonoKeH 06bIYHO, CTPYKTYpa ero 04HOPOAHAs, KOHTYPbI UETKME, POBHbIE; pa3Me-
pbl runodusa: carutranbHbln — 1,0 CM; BepTUKanbHbli — 0,5 cM; dpoHTanbHbIi — 1,1 CM; nocne
BBEEHNSA KOHTPACTHOro BELLECTBa OTMEYaeTCs 0AHOPOAHOE NOBbILEHMWE CUrHana oT afeHoru-

no¢unsa, o4aroB NaToOJOrMYECKOro KOHTPACTUPOBAHUSI B €r0 CTPYKTYpE HE OTMeUaeTcs

KT HaanoyeyHUKOB

MonoeHue, popMa 1 CTPYKTYpa HaAMOYEYHUKOB HE N3MEHEHbI

3. NleHeTHnyecKne uccaepoBaHus

06cnepoBaHue

PesynbTaT

LnuToreHeTnyecKkoe nccneposaHue

KapnoTtun 46, XY, HOpManbHbIN MY}KCKOW

MoneKynsipHo-reHeTMyeckoe ob-
chepoBaHue (BbIMOJHEHO B paMKax
nporpamMmbl «Anbda-3Ha0»)

B reHe GNRHR (NM_000406.3) BbisiBIeHbl FeTEPO3UTOTHbIE BapuaHTbl C.416G>A:
p.R139H (rs104893842; HGMD: CM012141; onucaH; naToreHHblit) U c.785G>A:
p.R262Q (rs104893837; HGMD: CM970687; onncaH; NaToreHHbli)

BbICTaBJEH AMarHo3: BPOXAEHHbIV U30JIMPOBAHHbIN
napuuvaibHbiA TMNOrOHaAOTPONHbIV rMMNOroHaAN3M
BcneacTeme mytaumm B reHe GNRHR.

MauneHTy Ha3HauyeHa 3aMecTuTeibHasi FOPMOHalb-
Haa Tepanusi TECTOCTEPOHOM (HaKOXHbI resb, Mo 5
B CYTKMW, €XeHEBHO) C AOCTMHKEHNEM MNONIOKUTENBHO-
ro KJMHUYECKoro adpdeKTa B BUAE KYNMUPOBAHUS 3PEK-
TUNBbHOM ANCHYHKLUUM. B rOpMOHaNbHOM aHain3e Kpo-
BM CNyCTs 3 Mecsila Tepanun ypoBeHb TECTOCTEPOHA
yeBeanuuaca no 14,4 umonb/n (8,9-42), nokasatenu
nr — 2,71 mME/n (0,78-4,93), ®CIr — 3,36 MME/n
(0,49-9,98). HOHoLa nepeBeAéH BO B3POCAYIO CETb
C peKOMeHAauMsiMU NO MPOAOIHKEHNIO 3aMECTUTENb-
HOW Tepanuun aHApOreHamu.
3aknoyeHue

B paccMOTpeHHOM npuMepe NpOsBAEHUS FMNoro-
HaZOTPOMHOIro rMNoroHaaMsMa MMenun CybKkAnHuYe-
CKUIA XapaKTep M XapakTepu3oBaJUCb OTCYTCTBUEM
O0BOJIOCEHUS HA JMLe, HEA0CTAaTOYHO Pa3BUTbLIM Mbl-
LLUEYHbIM KOPCETOM, CHUMXEHUEM NNOBUAO, SPEKTUBHON
ancoyHKUMen. NpoBeaeHne MONERYNSIPHO-TeHeTuYe-
CKOro MccneaoBaHUs U CBOEBPEMEHHAs BepUdUKaLmns
HapyLeHUn B rmnoTasaMo-runo$msapHoOn-roHagHom
OCKU YTOYHUTb AMarHo3, HayaTb 3aMeCTUTENIbHYIO Te-
panuio U CHU3UTb PUCKN HapyLUEHUI PEenpoayKTUB-
HOWM GYHKLMN.

https://doi.org/10.14341/MGSPPE-2023-11

IIceBporumnonapaTHpeos 1A:
OITHMCaHHe KJIHHHYEeCKOoro
cayd4yasa

H.H. BouapHuKoBa', JI1.A. lWankuHa?, T.I. Bacunbesa3,
C.B. Pemes?

' TBY3 «KpaeBasi knuHuuyeckas 6onbHuLa N2 2», r. BnaamBoCTOK

2®re0Y BO «TUXOOKeaHCKUIA roCyaapCTBEHHbI MeAULIUHCKUIA
YHUBEPCUTET» MUHMUCTEPCTBA 34paBOOXpaHeHns Poccuinckom
depepaunu, r. BnaanBocTok

3TAY3 «KpaeBoit KNMHWUYECKUIA LEHTP CNeLnanmsnpoBaHHbIX
BNAOB MELI.I/ILI.VIHCKOVI noMoLwmn», r. BnaanesocToK

BeeaeHune

Mcesaorunonapatupeos (M) — rpynna peakunx
HacneACTBEHHbIX 3ab0neBaHUil, 06yCNOBAEHHBIX pe3n-
CTEHTHOCTbIO K napatropMoHy (MTI). K xapaKTepHbIM
ocobeHHocTaM peHoTuna npu MM OTHOCAT OXKUpPEHUe,
HU3KUIA POCT, BpaxmaakTUaMIo, NyHoobpasHoe Nnuo,
MOAKOXKHbIE KanbLMbUKaTbl, HEMponcuxmyeckmi pedu-
LT, HO OHM HabnaaloTca He Bceraa. Takxke ana MM
XapakTepHa MyNbTUIOPMOHaNbHast pPe3UNCTEHTHOCTb
C pasBMTMEM rMNOTMPEO3a, TMNOroHaAusMa, aeduun-
Ta rOpMOHa pocCTa, CaxapHoro agnabeta 2-ro Tuna.
OnncaHue KNMHUYEeCKoro ciy4as

Y Manbumka B BO3pacTe 3,6 roga BrepsBble HO-
Ubl0 BO3HWMK MPUCTYN TOHUYECKUX CYAOPOr C LyM-
HbIM [AblXaHWEM C YANMHEHHbIM BblaoXOoM. B aHam-
Hese y pebeHKa — paHHee pa3BUTUE OXUPEHUS,
3aJeprKKka peuyeBOoro passutua. [o pesynbTaTam
obcnefoBaHMA MO MeCTy WUTENbCTBa AWArHOCTU-
poBaHa MNHEBMOHUA, aPPEeKTMBHO-peCcnnpaTopHbIe
npuctynsl. Mpy peTpoCNeKTUBHOM aHafnn3e BbIMUC-
HOrO 3MMKpM3a — runoKanbumemus 1,2 MMonb/n
(2,2-2,7). AnarHos anunencum 6bin UCKNOUEH MO pe-
3ynbTataM 33 MOHUTOPUHIa cHa M 60ApPCTBOBaHMSA.
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B 4,3 roga — NOBTOPHbIA 3MN304 TOHUYECKUX CY-
LOpor C noTepei CO3HaHWSA, CTPUAOPOM, NlapUHIO-
cnasMoM. KoHcynbTMpoBaH neanaTpoM, AETCKUM

3HAOKPUHONOroM «KKL, CBMM». Mo gaHHbIM obcne-
[0BaHuA: Kanbuuin KpoBu — 1,3 mmonb/n (2,2-2,7),
docdpop KpoBu — 3,99 mmonb/n (1,05-1,8); napart-
ropMmoH — 1400 nr/mn (15-65); Butamud D25(0H) —
31,7 Hr/mn; W — 172 EA/n (30-120). 3anoano3peH
cuHapoM Onb6bpaiTa, HauaTa Tepanuss KapboHa-
TOM Kanbuma 400 Mr/cyT u anbdaKkanbLuaonom
0,25 MKr/cyT. Yepes Mecsdu Tepanuu KajbLUA Kpo-
B — 1,7 Mmonb/n (2,2-2,7), pochop — 2,88 MMoAb/N
(1,05-1,8); yMeHbLLEHME HapyLLIeHWI AbixaHus. [Janee
NeyeHne 6bIN0 CaMOCTOATENIBHO OTMEHEHO, MaMa pe-
6eHKka OT panbHenwero obcnefoBaHWA OTKasanach.
Bes Tepanuu y pebeHKa TpukKAbl B TeueHWe Mecsua
NPUCTYNbl TOHUYECKUX CYAOPOr C NapUHrocnasmom,
CHUMEHWE YPOBHS Kanbuus KpoBu Ao 1,3 MMosb/n.
MpveM npenapaToB KanbLus BO306HOBAEH. B 4,9 net
naumeHT BrepBble o06cnenoBaH B OTAENEHUM 3H-
pokpuHonorun KKB N@ 2: Kanbuuii MOHU3MPOBAH-
Hblhi — 0,64 MMonb/n (1,13-1,31); Kanbunii 06NN —
1,73 mmonb/n (1,13-1,31); dochop — 3,3 MMonb/n
(0,81-1,45); napatropmoH — 900,1 nr/mn (12-95).
deHoTMN NauneHTa 6611 TUNUYHBIM AN HACNEACTBEH-
HOW ocTeoaucTpodum Onbpaiita: oxupeHue (SDS
NMT=3,1), nyHoobpa3Hoe NL0, KOPOTKas LLEes, IKTO-
nuuyeckasa KanbunduKkauma (neeBoe npeanneybe, npa-
Bas nATOYHas obnacTb), 3a4eprKKa HEepPBHO-MCUXM-
yeckoro passutus, bpaxmpaakTuamsa. HM3KOPOCNOCTb
oTcyTtcTBoBana (SDS pocta = -0,1). Mpn CKPUHUHTE
OCJIOMHEHUIN TUNOKaNbLMEMUM BbIABNAEH CUHAPOM
®apa (KT ronoBHOro Mo3ra — KasjblUWHaATbl 6a3anb-
HbIX FaHrIMeB, NOBHbLIX Aoneit). TakKe AMarHOCTMpPO-
BaHa pe3ncTteHTHocTb K TTI (TTr=8,83 MME/n (0,2-
3,2), cB, T4=9,58 nmonb/n (10-27). COBOKYMHOCTb
NONIy4YeHHbIX AAaHHbIX NO3BOJANa NpeanosioXuts MM
1a. Taenas runokanbumMemMuss Mpu MNOCTYyNNeHUU
KynupoBaHa BHYTPMBEHHbLIM BBeAEHWEM Xjopuaa
Kanbuus. [lanee HasHayeHa Tepanus anbdaKkanbLy-
ponoMm 0,5 MKr/cyT, TUPOKCUHOM 25 MKr/cyT € AoCTu-
EeHUeM ueneBbiX YPOBHeEN CB. T4, KanbLMS KpPOBW.
Obpa3sel KpoBM pebeHKa HanpaBfeH Ha AMarHOCTU-
Ky B paMkax nporpammbel «Anbda-3Hao». Mo paH-
HbIM  MOJEKYNSPHO-TEHETUUYECKOr0 UCCNef0BaHUS
B reHe GNAS MeTOA0M NpPsIMOro CEKBEHUPOBaHUSA Bbl-
SIBJIEH reTepo3nroTHbIN BapuaHT €.1024C>T p.R342X,
onucaH npu ncesaormnonapaTtupeose Ia Tmna
(OMIM#139320). Poautenn pebeHka OT npoBejae-
HUS FEHETUUYECKOro MCCNef0BaHNsA 0TKa3aanch.
3aknryeHue

OnucaH noaTBep:AeHHbIW caydan MNIM 1a Tuna.
leHeTMYecKkas reTeporeHHoCTb 3aboneBaHus, Bapua-
6€e/IbHOCTb KIVHUYECKNX U BMOXMMUYECKUX Hapylue-
HWIA MOTYT 3aTPYAHATb CBOEBPEMEHHYIO AMArHOCTUKY
W 0enalT yCTaHOBNEHNE MONEKYNAPHO-TeHETUYECKO-
ro AMarHosa pewarLwmm 408 naumeHTa.

KntoueBble cnoBa: runoKanbUuMeMns, Cya0pOKHbIN
CYHAPOM, MCeBAOrMnonapaTupeos, HacneacTBEeHHas
octeoanctpodus OnbpaiiTta

https://doi.org/10.14341/MGSPPE-2023-12

HoBas reTepo3uroTHas
MyTauuda B rede ACAN,
IIPHBOASAIAA K BOSHHKHOBEHHIO
CeMEeHHOH HHU3KOPOCJIOCTH.
KIHHHYeCKHH ciydyaH

®rbY «HauMoHanbHbIA MEANUMHCKAN NCCNEA0BATENbCKUIA
LLeHTp 3HAOKPUHOAOTrMn» MUHUCTEepCcTBa
3ApaBooxpaHeHns Poccuinckon depepaumu, r. Mockea
BeepeHue

B nocnenHee BpeMs akTUBHOE pasBUTME TEXHOO-
rMN  BbICOKOMPOU3BOAUTENLHOIO CEKBEHUPOBAHUSA,
npumeHeHne WES (Whole Exome Sequencing) B re-
HETUYECKON AMAarHOCTUKE MNPUBENIO K YBENUUYEHUIO
c/iyyaeB 0bHapyKeHUst MaTOreHHbIX BapMaHTOB reHa
ACAN y naumeHTOB C naTonoruvein pocra, ogHaKo ce-
MeWHble Clyyan OCTaloTCa KpaHe peiKkuMu.
KnnHnyeckum cnyyamn

MauneHT B., 02.03.2012 r.p., BnepBble o0b6pa-
Tuncs B HMUL3 B ceHTsabpe 2016 rosa (B BO3-
pacte 4 net 6 Mec) c XanobamMu Ha HU3KUIA POCT
(SDS pocTa: -2,26). Mo pesynbTratamM obcnenoBaHus
(NPP-1 — 169,1 Hr/mn (8,0-290,0), oTcTaBaHue
KOCTHOro co3peBaHus Ha 1 roa; makcumanoHbii CTE
Ha npobe ¢ KAoHuauHoM 10,2 Hr/m) CTlr-pedpuumt
UCKNoUeH. M3 aHamMHe3a: ManbumK OT 3-i HOpMalb-
HO MpoTeKaBleli 6epeMeHHOCTU, 3 CPOUHbLIX POAOB.
Macca Tena npu poxaeHum 2910 r (SDS: -1,57), anu-
Ha Tena 48 cM (SDS: -1,47). HacneacTBEHHOCTb OTSA-
rowleHa no HW3KOPOCNOCTWU: pocT oTua — 146 cm,
MWUHUMaNbHBLIN POCT MYXUMH MO OTLOBCKOW JNHUU
146 cM, *KeHwmH — 138 cM. B nione 2010 roaa (B BO3-
pacTte 10 net) B HMUL,3 BnepBbie 6bi1a 0bcnepoBaHa
cTapuwas cecTtpa npobaHaa. B ropMoHafnbHOM Mpo-
¢dunne HopManbHbIl ypoBeHb NOP-1 — 163,5 Hr/mn,
KOCTHbI Bo3pacT (KB) cooTBETCTBOBAN XPOHOIOMU-
yeckoMy, MPT ronoBHoro Mosra — 6e3 natonoruu.
Ha ocHoBaHuun 3aaepxKkn pocta (SDS pocta: -2,52),
HU3KUX MaKCMMaNbHbIX 3HaueHunn CTI B xoae CTUMYy-
JNIAUMOHHBIX NP06 (9,4 HI/MN Ha Npobe C KNopennHoM,
2,1 Hr/MN — C UHCYNNHOM) BbI1 ANArHOCTUPOBAH N30~
NmpoBaHHbld CTr-geduunt. 3amMecTuTesNbHYO Tepa-
nuio ropmoHoM pocta (IP) nonyyana B TeueHue 5 net
C HesHauuTenbHbIM pocToBbiM 3ppekToM (ASDS:
+0,12; +26,3 cM), KOHEUHbIN pocT cocTaBun 147,4 cm
npu cpegHepoanTensckoMm 151,5 cMm. OcTanbHbIe une-
Hbl CEMbW NauuneHTa 340p0OBbI, pOCT MaTepn 168 cMm,
cTapuwero bpat — 175 cm.

MauMeHT perynspHo Habaopancsa no MecTy u-
TeNbCTBa, OAHAKO, YUYMTbiBassh COXPaHAOLWMECSH HU3-
KMe TeMnbl pocTa, 6bl1 NOBTOPHO rOCNUMTaNAN3NPOBaH
B HMUL,3 B aBrycte 2022 r, (10 net 5 mec.). Mpwn 06b-
€KTMBHOM ocMoTpe pocT 126 cMm, SDS pocTa: -2,06,
CKopocTb pocTa: 4,61 cMm/roa, TaHHep 1. YpoBeHb
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CBOPHUK TE3UCOB

MOHe}(yHHPHO-PeHeTI/I‘{ECKI/Ie HCCIeOBaHUA BIIPAKTHUKe NEeTCKOI'0 SHAOKPHUHOJIOra

N®dP-1 HopManbHbIn — 271,8 HI/MA, COXpaHANOCh OT-
cTaBaHne KB ot xpoHonornyeckoro Ha 1 rog 3 mec.
B cBSiI3n C CEMENHOI HM3KOPOC/OCThIO, Habnwaa-
LLLeCA Kak MUHUMYM B YeTbIpex NoKoAeHusaX, NpobaH-
LYy Vi ero oTuy 661710 NpOBELEHO NOJIHOE CEKBEHMPOBA-
HWe 3Kk3oMa: y obonx B reHe ACAN B 10-M 3K30HeE 6biN
0bHapyKeH paHee He OMMCaHHbIN B inTepaType Bapu-
aHT (€c.1828C>T) B reTepo3nroTHOM COCTOSIHUU, NPU-
BOASALLMIA K POPMUPOBAHUIO CTOM-KOAOHA U Npexae-
BPEMEHHOI TepMuHaumu TpaHcasuumn (p.GIn610Ter).
MpuHMMas BO BHMMaHWe pesynbTaThl NevyeHns coma-
TPOMMHOM cecTpbl NpobaHAaa, a TakKe yunTboiBas bna-
rONPUATHBIN POCTOBOW NporHos (163-164 cm no TW),
COOTBETCTBYIOLWMA FEHETUUYECKM MNPOrHO3MpyeMOMY,
xopolwwue aonybepTaTHbie TEMMbl pocTa, OT 3aMecTu-
TeNbHON Tepanuu TP 6bl10 pelweHo BO3AeprKaTbCs
M OCTaBWTb NaLUMeHTa Ha ANHAaMNYEeCKOM HabaaeHnK.
3aknroyeHue

ArrpeKaH npeacTaBasieT coboit KpynHbIA NpoTeor-
JIVKaH, CyNbGaTUPOBAHHBIA XOHAPOUTUHOM, KOTOPbIN
Urpaet peLLaroLLyo pojb B GOPMMPOBaHNN XPALLEBOM
nnacTUHKKN pocTa.

MyTtaunn B reHe ACAN npuBOAAT K BO3HUKHOBE-
HUIO pasanyHbiX GOPM HU3KOPOCNOCTU, TAMKECTb CO-
CTOSIHUA HanpsiMyl 3aBUCUT OT CTEMNEHU BOBJIEYEH-
HOCTM 30HbI pocTa. PaHee 6blM onucaHbl e AMHUYHbIE
c/alyyan pocTtocTumynupytowen tepanum P nauuneH-
TOB C reTepo3nroTHoin Mytaumen B reHe ACAN, oaHa-
KO ee pe3ynbraTbl HEOAHO3HAYHbI, JOCTOBEPHbIX CBE-
AEHNIN 06 3QPEKTUBHOCTU M YHUBEPCANBHOCTM TAKOr0
JNledyeHns y AaHHbIX NALMEHTOB HET.

KoHmakmHoe nuyo: bpudyeBa 3ina balizemoBHa, Kiu-
HuyecKuli opOuHamop uHcmumyma 0emcKol 3HOOKpU-
Honoeuu @by «HMUL 3HOoKpuHosnoeuu» MuH30pa-
Ba Poccuu, Mocksa, Poccus.

TenecpoH: +7 (928) 466-25-55

e-mail: e.brideva@yandex.ru

https://doi.org/10.14341/MGSPPE-2023-13

CeMeHHBIH CIIy4YaH
caxapHoro guabera Tumna
MODY3: Mmopguduranusa
caxapoCHHJKXalolleH Tepanuu

OrBY «HaumoHanbHbIN MEANLMHCKUIA MCCNef0BaTENbCKUIA LLEHTP
3HAOKPUHONOMMM» MUHUCTEPCTBA 34paBOOXpaHeHnsa Poccuiickoi
dPepepaunn, r. Mockea

CaxapHbit anabet (CA) tvna MODY3 o6ycnos-
JIeH MyTauusaMu B reHe silepHoro ¢akTopa renarto-
umtoB 1 anbdpa (HNF1A), xapakTepusyetcs AebloToM
B MosioAoM BospacTe (peako Ao ny6eptarta), npo-
rPeccUpyownM CHUKEHNEM UHCYJIMHOBOW CEKpeLUHN,
PUCKOM PasBUTMA MUKPO- M MaKPOCOCYAWUCTbIX OC-
JNIOXKHEHWA. B 3aBMCMMOCTM OT 3Kcnpeccun reHa de-
HOTUN 3aboneBaHMs B KaXAOM clyyae byaeT UMeTb

OTANYNTENbHbIEe 4YepTbl. [auMeHTaM C MyTauusiMu
B reHe HNF1A owmnbo4yHO MOXKeT ObiTb YCTAaHOBJIEH
CA 1-ro Tvna, Ha3HayeHa WHCynuHoTepanusa. lMoa-
TBEPXAEHNE MONEKYNSPHO-TEHETUUYECKON NpPUpo-
Lbl  3aboseBaHWs NO3BOJISET Ha3HauyMTb nartore-
HeTuyeckoe neuyeHue. [peAcTaBfieH KAUHWUYECKUIA
c/lyyai paHHero ae6iota MODY3, ycnewHoro HasHa-
yeHus npenapatoB CYAbQOHWUIMOUYEBUHbI PEBEHKY
n ero matepu co ctaxkem CA n uHCyamHoTepanuu
15 ner.

KnuHudyeckuin cnyyain. MNpobaHa, aeBodyka 8 net
C oXupeHuem (SDS WMT 2,6). B 5 net BbisiBNE-
Ha rnwokosypus, B 6 netr HBA1 c 6,6%, Hapyuwe-
HWe TosiepaHTHOCTM K yrnesogam (HTI). B 7,5 roaa
HBA1 c 8,1%, ravkemuss Hatouwak 6,6 MMonb/A.
Cneunduueckne naHKpeaTMyeCcKMe ayToaHTMTeNa
oTpuuartenbHbie: IA2 0,2 ME/mn, GAD 1,63 ME/mn,
IAA 2,2 EO/MA, ICA 0,14 ME/mn. B 7,9 roaa runep-
rnmkemma ao 16 Mmmonb/n, HBA1 c 8,8%. Mpoba
C MMAKUM 3aBTpakoMm: BbisBneH CA (rnokosa
0 MUH — 5,4, 60 mMuH 12,9, 120 MUH 14 Mmonb/n),
6asanbHas CceKkpeuuss uUHcynMHa u C-nentuaa co-
xpaHHa (0 MuWH: uHcynuH 4,97 MKE/mn, C-nentug
2,11, 60 MUH uHcyauH 60,3 MKE/Mn, C-nentug 7,7,
120 MUH uHcyauH 32,7 MKE/Mn, C-nentug 7,1 Hr/mn),
Mpun obcnepoBaHum B 8,2 roja r/OKO3a HaTOLWaAK
7,33 MMonb/n, UHCYNIMH — 28,21 MKE/Ma, C-nenTtug —
3,46 Hr/mn, HOMA 9,2. KonebaHust IMKEMUN B Teuye-
Hue AHs oT 8,4 o 15,9 MMonb/n. Ha poHe Tepanuu rn-
Knasmaom B aose 30 Mr n MmetdpopmmHom 500 mr/cyT
noKasaTeaun rMUKEeEMUN CTabuNbHbI B LENEBOM Anana-
30He.

Matb, 27 net, AMT 24,2 Kr/M2. Tunepravkemums
12 MMONb/N BbiiBNieHa cyyaliHo B 12 neT, 6€3 KAnHK-
yecKkmx npusHakos CA. HnumMmnposBaHa basnc-6ontoc-
Has WHCynuMHoTepanusi. bepeMeHHOCTb npobaHAOM
Ha ¢OHe WHCyAuHOoTepanuu, HeyA0BNETBOPUTESb-
Has KomneHcauus (rnvkemmns po 15 mmonb/n), poabl
Ha 35-1 Hepene. Mpu poxaeHnn 2500 r (SDS: 0,24),
AnvHa Tena 52 cm (SDS: 2,47).

B 27 net wuHcynuHoTepanus 0,6 Ea/kr/cyT,
HBA1 ¢ 11,7 %, C-nentug 1,81 Hr/Mn. BbigBAEHbI CO-
CYLWCTbIE OCJIOMHEHUA: aMcTanbHas anabeTmyeckas
nosvHerponaTus, ceHcopHas ¢opma, HedponaTus
B cTtaaum MAY (MAY 23,89 Mmr/monb), anabetumue-
CKas peTuHonaTtusa. B cTaumoHape nepeBeseHa Ha Te-
panuo ravnknasmgom 120 Mr v NPOJSIOHTMPOBAHHBLIM
WHCYNNHOM rnaprud 18 Ea Ha HOUb C NONOXKUTENbHBIM
3QdeKToM.

BabywkKa no nuHum matepu, 51 r., UMT 27 kr/m2
CaxapHblit anabeT yctaHoBsieH B 40 feT, MHULUUPO-
BaHa uHcyanHotepanusi 0,7 Ea/kr/cyT. B 50 net raH-
rpeHa ctonbl (amnyTtauus 8 nanbLes), HedponaTus,
peTMHonNaTus, NoOANHeponaTus.

Mpababywka no amHum mMatepu: CA c 50 net, raH-
rpeHa cTonbl. YMepna oT ocnoxHeHnn CL, B Bo3pacTe
63 nert.

Y npobaHaa 1 ero matepu BbisiBJieHa reTeposnroT-
Haa myTaunsa p.Arg203Cys B reHe HNF1A.
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3aksiroyeHue

OnucaHHble caydyan MODY3 pacwumpsaioT Hawm
npeactasneHns 06 oA4HOM M3 Hanbonee 4YacTbIX TUNOB
MODY v co3zaloT NpeAnoCbIIKN AN YCOBEPLUEHCTBO-
BaHWS ero AWAarHOCTUKM WU Tepanuu, reHeTUYecKoro
KOHCYNbTUPOBaHUSA 1 pa3paboTKM NaToreHeTUYecKmx
NOAXOAOB K IEYEHUIO.
KoHmakmHoe nuyo: bpudeBa 3ina balizemoBHa, Kiu-
Hu4ecKuli opduHamop uHcmumyma 0emckol 3HOOKpuU-
Honoeuu @IrbY «HMUWL 3sHOOKpuHonoeuu» MuH30pa-
Ba Poccuu, Mocksa, Poccus.
TeneghoH: +7 (928) 466-25-55
e-mail: e.brideva@yandex.ru

https://doi.org/10.14341/MGSPPE-2023-14

CJI0XHOCTH
nuddepeHIIHATIBHON
OUarHOCTHKH obpa3oBaHU I
SIMYEeK U3 CTePOUAOTreHHBIX
KJIETOK Yy IaljHeHTa C Mo3gHeH
MaHuecTal e X-cuernjaeHHOH
afpeHOJIeHKOAHUCTPOPHH

®IrBY «HaunoHanbHbI MEAULIMHCKNIA NCCNEeN0BaTENbCKUN
LLeHTP 3HAO0KPUHONOrMM» MMHUCTEPCTBA
34paBooxpaHeHns Poccuinckon depepaumm, r. Mocksa

AppeHonelikoanctpooua (X-AJ1l) — Hachnea-
CTBEHHOE X-CLEeNJeHHoe peLieccuBHoe 3abosieBaHue,
OTHOCSILLEECS K Tpynmne MepOKCUCOMHbIX 6osesHel,
obycnosneHHoe MyTauueli reHa ABCD1, KoTopblii KO-
AVpyeT TpaHcMeMbpaHHbIi 6enok ALDP. B pe3ynbTa-
Te HapyweHus cuHTesa ALDP n3meHseTca TpaHcnopT
OAHOLLENMOYEYHbIX MUPHbIX KUC/OT B MEPOKCUCOMBI,
YTO COMPOBOXAAETCHA CHUNKEHUEM PacCLLENIEHUSA XKup-
HbIX KMUCNOT. HepacwenneHHble MUPHbIE KUCNOThHI
BMecTe C 3dupaMu XonecTepuHa HaKanaueawTcs
B KJETKax HepBHOW CUCTEMbl, KOPKOBOM BELLECTBE
HaAMOYeUYHNKOB, AANYKaX, NPUBOASA K [LereHepupyto-
WMM npoueccaM (AeMUENVHU3AUUKN, NMOBPEXAEHUIO
KNETOK HAAMOYEYHUNKOB, INYEK).

TART (testicular adrenal rest tumors) — nobpoka-
yecTBeHHble 06pa3oBaHMA AuueK, dopMupyloLmecs
N3 NIIOPUNOTEHTHbLIX CTEPOUAOIMEHHLIX KNETOK SWUKA,
KOTOpble rmnepnnasnpyoTca Npu 4NINTeNbHOM BO3AeN-
CTBMWN BbICOKMX KOHUeHTpauumin AKTI. TART asnseTcs
yacTbIM nposassieHMeM BJKH, Toraa Kak npu apyrux
dopMax nepBMYHOM HaAMOYEYHMKOBOW HepocTaTou-
HOCTW UMEITCA JNLWb eANHUYHbIE OnncaHusa. B cBsasn
C eAMHCTBOM MPOUCXOMKAEHUA aHAPOreHNpPoAyLUpY-
IOLNX KJIETOK ANYEK U HaAMOYEYHUKOB rMCTOosIornye-
CKM andpdepeHUnanbHas AWArHOCTUKA «Jleianrom»
1 TART 3aTpyAHEHa, UTO HEPEAKO NPUBOAUT K OLUMBOUY-
HOW AMarHoCTuKe «Jlenanromol» y naumeHToB c TART.

KnuHudyeckas kapTuHa: maabumnk H., 03.11.2006 . p.,
HanpasneH B O@IbY «HMWL, sHAaoKpuHOAOrMN»
B Bo3pacTte 15 net B CBA3M C OTCYTCTBUEM Mporpec-
CUMN  pasBUTUA BTOPUYHBLIX TMOJIOBbIX TMPU3HAKOB.
HacnencTBeHHbI aHaMHe3 He W3BeCTeH B CBA3U
C TeM, YTo pebeHOK yCbIHOBJEH. I3BECTHO, YTO B paH-
HEeM BO3pacTe NpPOBeAEHa OPX3KTOMUA NEBOr0 AMYKa
Nno NoBOAY NepeKkpyTa 1M Hekpo3a. B BospacTe 13 neTt
obpaTuacs K yposory c xanobamu Ha 6onm B naxo-
Boi obnactu. Mo paHHbIM Y3W oOpraHoB MOLLUOHKMK
B MPaBOM fIUYKe BbISIBJIEHO 0bpasoBaHue C HeYeTKu-
MU KOHTYpamu, gnuameTpom 0 1,5 cM; BbINONHEHO €ero
ynaneHuve. Mo pesynsratam rmcToNIOrMYecKkoro nccne-
LOBaHUA: LO06pOKauecTBEHHAs OMNyX0Jib fiMYKa, BEPO-
ATHEee OnyXxoJib U3 KNeToK Jlenaura.

Mpun ocmoTpe ¢umsmyeckoe passutme 6e3 ocobeH-
HocTen: pocT 168 cm, SDS pocTa: -0,59, Bec: 50,6 Kr,
SDS NMT: -1,4, oTMeueHa BblpaXeHHas runepnur-
MEHTaLMA KOXHbIX MOKPOBOB C aKLUEHTUPOBAaHHO-
CTbtO B 06/1aCTV MENKMX CYyCTaBOB, IOKTEW 1 KONEHEN.
MNonosoe paseutune no TaHHepy: G 4, P 3, npasoe Any-
KO B MOLIOHKe, 06beM 4-5 ml. Mo gaHHbIM nabopa-
TOpPHOro 06CnefoBaHUsA: BbIABNEH HU3KWUIA YPOBEHb
KopTusona 171,8 (150-630) npu 3HaUMTENBHO MOBbI-
lWweHHOoM ypoBHe AKTI >2000 nr/mn, nokasatenu pe-
HWHA N 3JIEKTPOIMTOB KPOBU B Nnpeaenax pepepHCHbIX
3HAYeHWI, Ha OCHOBAHMUM Yero yCTaHOBJIEH AMArHO3
«llepBnMyHas wn30AMpOBaHHasA [IOKOKOPTUKOUAHAsA
HepgocTaTtouHocTb (MUMH)». TaKKe B aHanMsax Bbl-
sIBNIeHbl BbICOKMEe ypoBHU JII 84 Ea/n, ®CI 84 Ea/n,
Nnpu CHUXEHHOM ypoBHe TecTocTepoHa (0,5 HMonb/n),
Ha OCHOBaHWM Yero yCcTaHOBJIEH AMArHO3 «runepro-
HaZOTPONHbIA runoroHaansm (MM)».

MATH Kak nposiBAeHWe W30AMPOBaHHOro aedu-
LuMTa rAOKOKOPTMKOMAOB 1-ro uamn 2-ro tuna 6biaun
WCKJIIOYEHbI, yunTbiBasa co4yetaHume c T y nauyueH-
Ta. MNTH MoxeT 6biTb KOMNOHeHTOM AMC 1-ro Tuna,
cumHapoMa OnrpoyBa (TpunneT A), OAHaKO APYrux
NposIBIEHUA [AaHHbIX CUHAPOMOB Yy MauWeHTa Bbl-
SIBJIEHO He 6b10. TaKkxKe pa3suTue MUTH BO3MOXKHO
NpyY HayanbHbIX MPOSABAEHUAX aAPEHONENKOANCTPO-
b nnm nosgHer MaHndecTaumm BPOXKAEHHOW M-
nonnasun HaanoudeyHukos. C uenbio Bepubukaumm
AnarHosa nauMeHTy npoBeLeHO reHeTU4Yeckoe Wuc-
cnepgoBaHve (naHens «HaanmouyeyHWKkoBas Hepo-
CTAaTOYHOCTb»), NO pesynbTaTaM KOTOpPOro BbISIB-
NleHa remusurotHas MyTaums p.Gly677Asp B reHe
ABCD1, uTO N0O3BOJINIO YCTAaHOBUTb NepudepuuecKkmia
BapuaHT X-AJ14.

Mos3aHaa anarHocTtuka MUIH, a Takke oTcyTCcTBUE
KJANHUYECKMX MPU3HAKOB rMNepnpoayKumn TectocTe-
pOHa B MOMEHTYCTaHOBAEHUS AnarHo3sa «Jlengmroma»
No3BOJIMAO NPEANOJIOKUTL, UTO Y NaumeHTa bbin yaa-
JieH TART.
3aknioyeHue

Mpw BbISBNEHUW 06pPa30BaHMA SUYEK CTEPOMAOTEH-
HOro NMPOUCXOXAeHUS C uenbio anddepeHUnanbHOM
avarHocTukm TART 1 «Jledanromsl» HeobxoammMo mc-
KawuaTtb Hanuume MUTH, KoTopas MOMeT AJNTEJNIbHO
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npotekaTb 63 ABHbIX KJAWHUYECKUX MPOSBAEHUNA.
MpaBuabHass NOCTaHOBKa AMarHosa Mo3BoAuT mnsbe-
aTb NPOBeEHNE XNPYPTUYECKOrO IeUeHuns, KoTopoe
He MOoKa3aHo Npu HayanbHbIX popMax TART.
KoHmakmHoe nuuyo: bpuyeBa 3ina balizemoBHa, Kau-
Hu4eckul op0uHamop uHcmumyma 0emcKoul 3HOOKPU-
Honoeuu @by «HMUL 3HOoKpuHosnoeuu» MuH30pa-
Ba Poccuu, MockBa, Poccus.

TeneghoH: +7 (928) 466-25-55

e-mail: e.brideva@yandex.ru

https://doi.org/10.14341/MGSPPE-2023-15

PoJIb MOJIERYJIIPHO-
reHeTHYEeCKHX HCCJIeAOBaHHH
IPH AHArHOCTHKE H JIeYeHHH

IIEPBHYHOI0 rHIIepnapaTHupeosa
y BeTei

L.H. BpoBuH, H.A. 3y6KoBa, A.B. BeccoHoBa,
A.B. AHUKneB

OrbY «HaumoHanbHbIN MEANLIMHCKUIA MCCNef0BaTENbCKUIA LLEHTP
IHAOKPUHONOTUN» MI/IHI/ICTepCTBa 3ApaBOOXpaHeHNA Poccuiickon
dPepepaunn, r. Mockea

BeeaeHune

MepBuuHbIn runepnapatmupeos (MNIMT) KpaliHe pea-
KO BCTpeuaeTcs B AeTCKOM Bo3pacTe (2-5: 100000).
Hanbonbluee uncno HabAAEHUN ONUCAHO B KAUHU-
Ke Melio — 52 cnyuas ¢ 1970 no 2000 r. (30 neT).
A.B. lTocTUMCKNit 1 coaBT. coobuiatoT 0 15 naumneHTax
3a 44 roga (c 1973 no 2017 r.). HepocTaToOUHbIV OMbIT
fleYeHns TakMX MNauneHToB, HEeCBOEBPEMEHHas Au-
arHOCTMKA 3a4acTylo NPUMBOAMT K HeobpaTMMbIM MO-
CNeACTBUSM U PaHHEN MHBanMamnsaumn.

Llenb: ynyduleHne guarHOCTUKN N pe3ynbTaToB Jie-
yeHus aeTen C NepBUYHbLIM rMnepnapaTMpeosom.
MaTtepuanbl n MeToAbI

3a nepuon 2016-2022 rr. onepupoBaHbl 28 na-
umeHToB ¢ MIMT B Bo3pacTe oT 9 A0 17 neT, U3 HUX
11 manbumkoB n 17 pesoyek. BceM getsam BbinoJiHe-
HO KOMMJEKCHOe 06Ciel0BaHMe, KOTOPOE BKHOUANO,
NOMUMO OBLIEKNMHUYECKUX MeToaoB, nabopartop-
HO-WHCTPYMEHTA/ibHble  WUCCNefoBaHUA, TMPUHATbIE
ANA  ANArHOCTMKM MNepBUMYHOr0 rmnepnapaTupeosa
N ero OCJIOMHEHUI. KpoMe 3TOro, BCEM AEeTAM bblJio
BbIMOJIHEHO MONEKYNAPHO-FeHeTMYecKkoe mccnenosa-
Hue (NGS-naHenb «MmMnepnapaTnpeos»).

PesynbraThbl

B 35,7% (n=10) anarHocTMpoBaHa BUCLEepasb-
Haa ¢opMa, NposABAABLIASACA TUMNEPKanbLUypuen,
no Y3 — pasMyHON CTeneHn N3MEHEeHUSMU MO-
UEBbIAENNTENbHOW CUCTEMBI. Y YacTu AeTen BbifB-
JIeHbl MAHKPEaTUT, eNUHOKaMeHHass 60Jie3Hb, ra-
cTpoayoneHut. B 14,2% (n=4) BepuduumpoBaHa
KocTHass ¢opma MIMT, Kotopas MaHudecTupoBa-
Nia 60/1b10 B HOrax, HapyLeHMaMM NOX0AKK, aedpopma-
LMAMN KOHEYHOCTEN, nepesioMaMn Npu OTCYTCTBUM

BUCLEpPanbHON CUMNTOMATUKU. PEHTreHOoNornyecku
BbIIBJIEHbl BapyCHble W BanbrycHole aedopmauum,
apTpos, OCTeonopo3, OCTEONEeHMUs, MbllleyHas Auc-
Tpodus. Npu 4EHCUTOMETPUM OTMEYUANOCH CHUMXKEHME
KOCTHON naoTHocTu. Y 35,7% naumeHtoB (n=10)
uMenacb CMellaHHas KOCTHO-BuUcLepanbHasa ¢op-
Ma. becCMMNTOMHbLIM runepnapaTupeos oTMedancs
y Tpex nauuneHTtoB (10,7 %), y oaHOro pebeHka 3a-
6oseBaHMe NPOTEKANO B BUAE ANUTENbHOIO cybde-
6punuteTa.

Mo paHHbIM MOPQOSIOrMYecKoro uccaepsoBaHUA
y 27 nauuneHTOB 3aboneBaHne 0b6ycnoBaeHO connTap-
Holi aneHoMol MUK, y oaHOro pebeHKa — afeHoKap-
LMHOMOW.

Mo AaHHLIM MOJIEKYNSPHO-FEHETUYECKOIO UCChe-
foBaHuA y 4 nauneHToB (14,2%) BbiIBNAEHbI MyTauun
B reHe MENT1, y oaHOro nauueHTa BbiBJieHa MyTa-
uma B reHe RET, y ogHoro — MmyTtauusa B reHe CDC73.
Y ocTanbHbIX LeTel No NToraMm CEKBEHNPOBAHMUA NaTo-
JIOTMYECKMN 3HAUMMbIX U3MEHEHWIA BbISIBJIEHO He Bblnio.
Onupascb Ha [AaHHble TonMuyeckoro obcnenoBaHus
N MOJIEKYNSIPHO-FEHETUYECKOro aHannsa, Hamu 6binun
BbINOJIHEHbI Clieayiowne BUAbl onepauuni. Y nauueH-
TOB C M3H1 6blna BbINOAHEHA PEBM3WSA U yAaneHue
WU3MEHEHHbIX 1 HEM3MEHEHHbIX OKOJIOLLNMTOBUAHbIX Ke-
Nnes, B ABYX ciydasax n3 4 yaanocCb MMMAaHTUPOBaThb
HEU3MEHEeHHblE NapalLMTOBUAHBIE Kene3bl B MblLLbI
npeanneybs.

Y o4HOro naumeHTa c MyTaumen B reHe RET n mepny-
JIAPHBIM PAKOM LUMTOBUAHOW eJsie3bl BbINOJHEHA TU-
PEOUASKTOMUA C LLeHTPasbHON NnuMdaseHIKTOMUEN
W yaaneHWeM afeHOMbl OKOJOWMWTOBUAHOW enesbl.
[BYyM [eTaM C MHTpaTUpPeouAHbIMW afeHOMaMWu Bbl-
NOJNHUAN TEMUTUPEOUNLIKTOMUN.

Mpu OTCYTCTBMW WU3BECTHbIX MYyTaUWWA BbINOAHA-
JIOCb TONbKO yaaneHve ajeHOM OKONOLWMUTOBULHbIX Ke-
Jie3. B o4HOM cnyyae paKka OKONOLWNTOBUAHOM Kenesbl
y AeBoYkM ¢ myTaumen CAC73 n3-3a pacnpocTpaHEH-
HOCTM npouecca bblna caenaHa reMMTUPEOUAIKTO-
MWS, UeHTpaibHas AUMPOANCCEKLUA C 4YaCTUYHBIM
NCCEYEHMEM KNEeTUYaTKM N MblLUL, LLewn.
3aknoyeHue

TakMM 06pasoM, Ha XUPYPruyecKyto TaKTUKY Cy-
LLLEeCTBEHHO BJIMSIET HE TOJIbKO TOMMYecKas Bepudu-
Kaums, HO 1 B 6ONIbLLONA CTEMEHW pes3ynbTaTbl MOJIEKY-
JIAPHO-TEHETUYECKOro UCCNEAOBaHNA, YTO MO3BOJIAET
cunTaTb ero HeobxoAMMbIM NPU NOAFOTOBKE MaLMeHTa
K onepaumu.
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3dPeXTHBHOCTSH JIeUeHHUS
JIUPArJIyTHAOM B TeUEeHHE
6 MecsAlleB Y MallHEHTKH
C MOPOHUIHBIM OJKHUpPEHHEM
M BBICOKOI KOMOPOHAHOCTHIO

10.B. BypMuuKas®, 0.B. BactokoBa, I1.J1. OKOpOKoB,
0.b. be3nenkuHa

OrBY «HaumoHanbHbIN MEANLIMHCKUIA MCCNef0BaTENbCKUIA LLEHTP
3HAOKPUHONOrMKU» MUHUCTEPCTBA 34paBOOXpaHeHNs Poccuiickon
depepaunn, r. Mockea

BeepeHune

MopbuaHoe OMMpeHMe acCoLUMpPOBaHO C BbICO-
KMM PUCKOM MeTabosnyeckux u daTanbHbIX OCNOXK-
HeHuli. KoHcepBaTMBHOE JfieyeHue p[aHHON ¢opMbl
OMUPEHUA OTNMYAeTCA HU3KOW 3IHHEKTUBHOCTHIO.
Ha cerogHs npenapaT AvparnyTua AOKasan Xopo-
WWA pe3ynbTaT CHUMEHMA Maccobl Tena. OgHaKko ero
NPUMEHEHWe B Tepanun MopouaHbIX GOPM OKUPEHUS
HeA0CTaTOYHO OCBELWLEHO B aMTepaTtype.
KnuHuyeckuit cnydamn

MauveHTka B. B 15 net BnepBble obcnenoBa-
Ha B ®IBY «HMWL, aHAOKpMHONOrMM» C *Kanobamu
Ha M36bITOK Beca, OTCYTCTBME MEHCTPYaLUii, OAbILLKY
B MOKOE M NpY MUHUMANbHOW QU3NYECKOW aKTUBHO-
CTW, Xpan BO CHe C 3N1304aMN OCTaHOBKM AblXaHus,
LHEBHYH COHMBOCTb, QYPYHKYE3.

N3 aHaMHes3a: npu poXAeHUM Macca Tena
3200 r, anvHa Tena 52 cMm. N36biTouHaa Macca Tena
c 3 neT BLICTPO Nporpeccupyollero xapaktepa (15—
20 Kr/roa), Ha POoHe HepaUNOHaNbHOIO NUTAHMUSA, HU3-
KOV GM3NUYECKOM aKTUBHOCTU, XOPOLUUX TEMMOB POCTa.
HacneacTBeHHbIA aHaMHe3 OTSArOLWLEH MO MopbuaHo-
My o¥upeHuto n C[l 2-ro Tvna no AMHUK oTLa.

06beKkTMBHO: pocT 158,1 cM, Macca Tena 213,9 Kr,
SDS WMT: 45,36, akaHTO3 KOXHbIX CKNAAOK, TOH-
KMe CTPUM Ha Tene, KKAUMaKTEPUYECKUIA TOPOUK,
NOAKOXHO-}KNPOBas B BuAE «bapTyKa». [lonoBoe pas-
BUTME TaHHep 4, MeHCTpyauns oAHOKpaTHO B 13 neT.
Mynsc 100 ya./MWUH; apTepuanbHoe [AaBfieHMe
130/90 MM pT. CT.

[narHoctnpoBaHoMopbuaHoe oxunpeHue (SDSUMT:
+5,36), OCNOXHEHHOE WHCYINHOPE3NCTEHTHOCTbIO,
XMPOBbLIM renaTo3oM, apTepuanbHON rMNepTeH3nen,
CMHAPOMOM 06CTPYKTMBHOIO anHO3 CHa TAXKENON CTe-
neHn (MHAEKC anHo3-runonHo3 (MAI) — 108 anu3/u);
BTOPUYHON aMeHopeel.[lpoBeaeHO NOIHOE 3K30MHOE
CEeKBEHMPOBaHME: NAaTONeHHbIX U BEPOATHO NaToreH-
HblX BapUaHTOB He BbIIBIEHO. PeKOMeHA0BaHa Tepa-
nusa: buconponon 5 mMr, nepuHagonpun 5 mr, meTpop-
MWHa rugpoxaopug 2000 Mr/cyTku, CullAMN-Tepanus.
PekoMeHAauMmM CTPOro He BbIMOJHAAUCD.

Yepes 8 mecsaues: Macca Tena 222,4 kr (SDS
NUMT: +5,36). [AnarHoCcTMpOBaHbl MNOAUHepona-
TUYECKUN CUMHAPOM, KeNyHOKaMeHHass 60nesHb,

BTOPUYHBIA runepnapaTupeo3 Ha ¢oHe peduumta
BuTamMuHa D. Tepanus gononHeHa npenaparamu ypco-
[Le30KCMXO0IEeBOI KMUCNOTbI, KoNekanbumdepona, Kap-
6oHaTa Kanbumsa. Ha ¢oHe CulAMN-Tepanun LOCTUr-
HyTa pemuccusa (MAF — 0,9 anus/uac), oTCcyTCTBYET
[LHEeBHas COHAMBOCTb. Ha ¢oHe aHTUrnnepreHsuBs-
HOW Tepanun OTMeYaeTcs CTabuibHass HOPMOTEH3US.

YuuTbiBas Haamume MOpbUAHOIro OXMPEHUS C MHO-
KECTBEHHbIMU  MeTaboNNYECKUMU  OCNONKHEHUAMU,
3aBepLUEHHbIA pOCT, pedpaKTepHOCTb K paHee npo-
BOAMMOWN Tepanuu, PeKoMeHA0BaHO XWPYpruyeckoe
NeyeHns. OAHaKoO Npu OCMOTpe XMPYProm BBUAY pU-
TMAHOCTM U OTEYHOCTU nepesHein GPIOWHON CTEHKM
npoBeaeHne HGapuaTpUUECKON onepauun OTNIOXKEHO.
PekomMeHpoBaHO CHuXeHue Maccbl Tena Ha 5-10%.
K Tepanuu gobasneH nuparnytung 3 Mr («CakceHaa»).
Yepes 6 MecsueB Tepanuu ANparnyTMAOM MOJayyeH
BblPaXeHHbIV NONOKUTENbHbIA 3QPEKT B BUAE CHUXKE-
HMS anneTuTa, NOABAEHMA YyBCTBA HacCblWeHUs, pac-
LWMpeHns ABUraTesbHON aKTUBHOCTU, CHUMNEHUSA MacC-
cbl Tena Ha 35 Kr (16% OT MCXOAHOW Macchl Tena),
BO306OHOBNEHNS CAaMOCTOSTENIbBHOTO MEHCTPYaNbHOro
umkna. Tekywmin Bec coctasnset 187 Kkr, SDS UMT:
+5,24. Ancnencunyeckue nobouHble apdeKTbl OTMEUA-
JINCb B Hayane Tepanuu Npu TUTpauMn A03bl nNpena-
paTa.
3akJiroyeHune

lMpoBeaeHHOE KOHCEpPBATUBHOE JieueHne anparny-
TUAOM MOPOBUAHOIO OMUPEHUS Y NOAPOCTKA NPUBENO
K 3HAUYUTENIbHOMY CHUMEHMIO MacCbl Tefla N KOMMNeH-
caumMy cOonyTCTBYIOLLMX MeTaboNnUecKnx OC/IONHe-
HUI, @ TaK}Ke CHUKEHWNIO aHeCcTe3n0I0rMYecKoro pu-
CKa ANs BO3MOXHOCTM NPOBeAEHUs bapnaTpuuecKoi
onepaumu.

https://doi.org/10.14341/MGSPPE-2023-17

KIHHHYeCKHH ciydyaH
IepPpBHYHOM HAAIIOYeYHHKOBOH
HeJJOCTaTOYHOCTH
C M30JIMPOBAaHHBIM JePHIIHTOM
TJIIOKOKOPTHKOHIOB
H CHHIAPOMOM
AKTT-pe3HCTeHTHOCTH

®rb0Y BO «leTpo3aBoACKMWIA FOCYAaPCTBEHHbIN YHUBEPCUTET®,
r. leTpo3aBoOACK

HaanouyeuHnkoBas HepgocTaTtouHocTb (HH) — cuH-
LpOM, 06yCcnoBAEHHbI AeDULMTOM CMHTE3A N CEKpPE-
UMM KOPTU30/a B KOpe HaanouYeuyHNKoB. KanHnueckumne
cuMnToMbl HH He uMeloT cneundUUecKkmx NpUsHaKkoB
M MOryT MNpPOSBAATBCA MPUCTYNaMyn rUAOrANKEMUN,
cnabocTblo, NOBLILLEHHOM YTOMISIEMOCTbIO, CHUXKEHW-
€M annetmTa uU Maccbl Tena, NOBTOPHOW PBOTON, AM-
apeei Ha ¢oHe 3aboneBaHWil, COMPOBOMKAAIOLLNXCS
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NINXOPAAKOW, CYLOPOMKHLIM CUHAPOM, HU3KNUM Afl, TH-
rOW K COJIeHON nuuie. EAMHCTBEHHBIM NaTOFHOMOHNY-
HbIM CMMNTOMOM SIBASIETCA FMMNEPNUrMEHTaLNSA KOXKM
N CIN3NCTbIX 060/104€EK BCNEACTBUE BIMSHUS BbICOKO-
ro yposHa AKTI Ha MeslaHOKOPTUHOBbIE peLenTopbl
1-ro Tuna (MC1R) B MenaHoumuTax Koxu. Cpeaun pea-
KWX HacneacTBeHHbIX BapuaHToB HH ecTb cemen-
HbIA N30JIMPOBAHHbLIA TNHOKOKOPTUKOUAHbIA AeduunT
(CnAar), obycnosneHHblli pedperktamm reHos MC2R,
MRAP, MCM4, NNT, STAR, ALADIN. CUATI nposBaseT-
CSl U30/IMPOBAHHBIM AePULNTOM KOPTU30Aa MPU HOP-
MaJibHON MWUHEPaNOKOPTUKOUAHONW YHKUUM C pe3u-
CTEHTHOCTbIO KOpPbl HAAMOYEYHNKOB K aencTeuto ARTI
B BUAE TAMENbIX TMNOrNKEMUN C HEOHATaNbHOro ne-
puoaa, YacTbiX MUHOEKLMOHHbLIX 3aboseBaHuii, runep-
MUrMeHTaLnen KOXu n CAM3NCTbiX. YacToTa BCTpeya-
emoctn CUAI He onpeneneHa. B intepatype onucaHsbl
eAVHNYHbIEe caydyan 3aboneBaHms. OKkono 50% Bcex
cnydaes CUAI npuxoautca Ha MyTauuu B ABYX re-
Hax: B reHe peuentopa AKTI (melanocortin 2 recep-
tor — MC2R) u B reHe MRAP (melanocortin 2 receptor
accessory protein). Tun HacnefoBaHUS — ayTOCOM-
HO-peLEeCCUBHBIN.

KnuHuyeckuit cnydam

[leBOUYKa OT 6/M3KOPOACTBEHHOIO Hpaka, 2-i be-
peMeHHoOCTM (1-e poabl B 2017 r 6e3 ocobeHHOCTEN)
Ha poHe aHeMuu, 0. racTpoaHTepuTa B 30 HeA., HOBOW
KOPOHaBMpPYCHOW MHperuMn B 34 Hep,., KaHANA03HOr 0
BarnHuTa, otekoB ¢ 37 Hepa. OT 2-X poAOB NPU CPOKe
41 HepA. NnyTeM KecapeBa ceueHus (B/yTpobHas rmnok-
cua nnoaa). OKosoNoAHbIe BOAbI MEKOHUANbHLIE. Bec
npu poxaeHun 3640 r, 57 cm. Mo Anrap 5/7 6annos.
Mpu poxAeHWU: cOCTosHMEe TAMenoe. Haxoawnacb
B OPWUT, pecnupaTtopHas nopaep:ka NIPPV po 2-x
CYTOK. BbinncaHa Ha 16-e CyTKU: B yAOBNETBOPUTEb-
HOM COCTOSIHUWN.

AvarHo3: runoKkcmyeckoe nopaxeHne  LHC.
HapylweHne cepae4yHoro putMa no tuny Gpaavkap-
ann. NepeHeceHHble 3aboneBaHua: OPBUN B 2 Mec,,
HOBasi KOPOHaBMpPYCHas UHpeKUus B 4 Mec. (cTaum-
OHapHoe neyeHue). OCMOTpeHa 3HAOKPMHONOIOM
NONMKAUHUKM B 7 MeC. B CBA3M C rMnepnurmeHTa-
uvein. BbINONHEHO uccnepoBaHWeE: 1HOKO3a KpPOBWU
4,92 mMmonb/n, K 4,9 mMmonb/n, HaTpuii 141 MMonb/n,
17-OH-N <0,03 HMonb/n, KoptMson <11 MMonb/n
B 8 u, AKTI > 1250 nr/mn. PebeHoK 6bin rocnutanu-
3upoBaH B Y3 AP6 nM. U. H. Mpuroeuya. Mpwu obcne-
LOBaHWN B CTalMOHape roKo3a Kposu 4,23 MMoAb/N,
K 4,6 Mmmonb/n, Hatpuii 135 wmmonb/n, 17-OH-N
<0,03 HMoOnb/n, KopTulon <28,6 MMojb/n B 8 u,
0 mMMonb/n B 204, AKTI > 1250 nr/mn, anbaocTepoH
379 nr/mn. MNpu NoCTynaeHMn B CTaLMOHap: COCTONA-
Hue cpeaHen TaxecTtn Bec 10,5 kr (> + 2 SDS), pocT
73 cMm (> + 2 SDS), UMT 19,8 kr/m? (+1,8 SDS). Ha cMe-
LWaHHOM BCKapMauBaHuu. CpbirmBaHnin HeT. KoXHble
MOKPOBbI CMY[/lble C Bblpa*KEHHOW NUIrMeHTaumen
B 061acTK cKnamok, nanbues. YCC 120 B MUHYTY, ALl
105/61 mm. pT. cT. Sp0O, 99 %.

KnnHnyeckmMn gmarHos: XpoHuyeckas nepBuYHas
HH ¢ n3onnpoBaHHbIM AePULUTOM TIHOKOKOPTUKOU-
[OB N Pe3NCTEHTHOCTbIO K AKTI, HasHayeHa Tepanus:
rnapokopTunsoH (Kkopted) 10 mMr/m2/cyT. Yepes Hene-
JIl0 OT Hauana Tepanuun: AKT> 1250 nr/mn, KopTuson
286,8 HMOsb/N. Yepes 3 Heagenn OT Hayasa Tepanuu:
AKTI> 1250 nr/mn. MpoBeAeHO MONEKYNSPHO-TEHE-
TUYECKOe NUccnefoBaHNe — CEeKBEHUPOBaHWeE naHenm
«HaanoyeyHMKoBas HeAOCTAaTOUHOCTb», Ae BbISB-
JNieHa B reHe MC2 (NM_001291911.1) Bo 2-M 3K30He
0b6HapyXeH paHee He OMWCaHHbI B AnTepaType Ba-
pWUaHT, B FOMO3UIOTHOM/FEMU3UIFOTHOM COCTOSIHUW.
BapuaHT BCTpeyaeTcss B NONyAsiUMOHHON 6ase aaH-
HbIX gnomAD v2.1.1 B reteposnroTHOM COCTOSIHUMU
¢ vactoTtor 0,000399%. OMO3UrOTHbIE M KOMMa-
YHA-TreTepo3nroTHble Mytaummn B reHe MC2R onucaHsl
npu aeduumTe rIIOKOKOPTUKOMAOB U3-3a HEBOCMPU-
umumBoctu AKTI (OMIM: 202200) ¢ ayTOCOMHO-pe-
LLeCCMBHbLIM TUMOM Hacnef0BaHUA.

B HacToswee Bpems gesouke 1 rog. OTMevaetcs
BbiCOKOe ¢usmueckoe passutme (poct 82 M
(+ 4,4 SDS), Bec 12,7 Kkr (> + 2 SDS)) c n3bbITOU-
Hoi Maccoli Tena (MMT =19,05 kr/m? (+1,7 SDS)), ¢ Ha-
pacTatowen rmnepnurMeHTaumnen Koxum n CamsncTbix
obonoyek. HaxoanTca Ha NOCTOSSHHOW Tepanuu ru-
LPOKOPTU30HOM.

Bnarogaps BbINONHEHHOW MOJIEKYNAPHO-TEHETN-
YECKOM AMarHOCTUKe B paMKax 61aroTBOpPUTENbHOW
nporpamMmmbel «Anbda-dHA0» MOCTABNEH PeAKURn AnN-
arHo3 AaHHoMy pebeHKy, 4YTO MO3BOJAUIO NepcoHa-
JIM3npoBaTh Tepanuio U ANHaAMU4YecKoe HabnoaeHue
3a@ AlaHHbIM NALNEHTOM.

https://doi.org/10.14341/MGSPPE-2023-18

CyAOpOIXHBIF CHHIAPOM
y MO pPOCTKa, 00yCI0BIIEHHBIH
IICeBAOTHIIONapaTHPE030M
H CHMIITOMaTHYeCKOH
SITHJIeTICHEeH

OrAQY BO «MepBbii MOCKOBCKUIN FOCYAAPCTBEHHbIA MEANLNHCKUIN
yHusepcuteT umeHun .M. CeueHoBa» MmnHucTepcTBa
34paBooxpaHeHunsa Poccuinckon depepaunn
(CeueHoBCKMIA YHUBEpPCUTET), I. MOCKBa

BeepeHue

McesBpornnonapaTnpeos — peaKoe HacneaCcTBEH-
Hoe 3a6oneBaH|/|e, Nnpn KOTOPOM Ha d)OHe NnoBbIWLEH-
HOro ypoOBHS napaTropMoHa B KPOBM OTMeualoTcsd
KNMHWKO-NabopaTopHble MPU3HaKW runonapaTupeo-
3a. B ocHoBe naTtoreHesa — pPE3NCTEHTHOCTb Nepun-
bepnyecKnx TKaHEeN K NapaTropMoHy.
MaTepMaan n metToabl

ManbuMk OT 2-ii BepeMeHHOCTU, POXAEH B ac-
oukcun (5/6 6 no Anrap) c 6osblWwoOin Maccoi
(4000 r). Habntopancs ¢ 13 neT HEBPOJOIrOM B CBA3M
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C «ocobeHHOCTAMWM GOPMUPOBAHMA 3IMOLMOHANb-
HO-BO/MIEBON cdepbl U 3aMefsIeHHbIMKM TeMnaMu Mno-
3HaBaTeNbHOWN AesaTenbHoCTW». Mpu npoBeaeHun KT
B 13 fleT 0TMeYannuCb yMEPEHHO BblPa*KEHHble n3Me-
HeHVs 60ablIMX MOAyLWapuii rOJIOBHOrO MoO3ra, pac-
LEeHEeHHbIe Kak nocTrunokcuyeckne. B 16 net 10 mec
OCTPO BO3HMWKJA CNnabocTb, AUCTOHMYECKAs yCTa-
HOBKa NpaBOW PYKMW, HapylleHWe CO3HaHWs C nage-
HUEM, TOHWKO-KJOHUYECKNUMK CYAOPOraMun AnnTenNb-
HOCTbKO OKOJIO MUHYTbl U PeTpOorpagHoON amMHesuen.
lfocnuTannsupoBaH B MCUXOHEBPOJNOrMYecKoe OT-
penexuve. BoigBneHbl cMHapom dapa n cuMnToMaTtu-
yeckas anunencus, HasHayeHa MNPOTUBOCYAOPOK-
Hasa Tepanus. [puW KOHCyAbTauuuM 3HAOKPUHOJOrA
3anofo03peHo  HapyweHue ¢ochOopHO-KaNbLUEBOrO
obMeHa, nepeBefleH B AeTCKOE S3HAOKPMHONOIMYeCcKoe
oTAeNeHue.
PesynbraTbl

B 16 net 10 MecsiueB obpaliann Ha cebs BHU-
MaHue rpybble yepTbl nAuua; poct (167 cM) n Bec
(62 Kr) cooTBETCTBOBAAM HOPMasbHbIM 3HAYEHUAM;
KJMHUYECKN 3HauYMMbIX 0COHBEHHOCTEl Mpyn ocMoTpe
He BbIIBIEHO. B 6MOX1MMNYeCKOM nccnenoBaHum Kpo-
B/ — Bblpa*KeHHas runoKkanbumemuns (0,52 Mmonb/n),
runepdocdatemmsa (2,85 M™MMonb/n), nNOBbIWEHME
napaTtropmoHa (23,39 nmonb/n); Ha 3KI — ya-
JIMHEHVWE  3/IeKTPUYECKOW  CUCTOAbl  XeJyaou-
KoB. [wnarHocTupoBaH MCeBAOrMnonapaTupeos,
npeanonoxutenbHo Tuna 1 B (yuuTeiBas nosa-
HI0I0 MaHudecTaumio, oTcyTcTBMe deHoTMna ocTe-
oanctpooum Onbpanta 1M MyTauwmin B reHe GNAS).
Hopmokanbumemmn ypanocb p[obutbcAd Ha QoHe
NOCTOSAHHOrO npuema anbda-Kanoumgona (B Teue-
HWe MepBoOro roga fo3sa gocturana 2,0 MKr, B Aab-
HenweM — 0,5-0,75 MKr). Mpu NonNbiITKE OTMEHDI
NPOTUBOCYLOPOXKHON Tepanun — BO306HOBAEHME
anunpucTynoB. MaumeHT npoaoskaeT NpUHUMaATb
NPOTUBOCYLOPOXKHbIE MpenapaTtbl U anbda-Kanabum-
L0N NOA KOHTPOJIEM HEBPOJIOra M 3HAOKPMHOJIOra.
BbiBOAbI

Mpy MaHudecTaunm CyaopOKHbIX MPUCTYMOB B Jt0-
60M BO3pacTe MOKa3aHO MCCAef0BaHME MoKasaTenen
Kanbuunii-pocpopHoro obmMeHa. CouetaHume anmaencum
C rMnoKanbunemmen TpebyeT MynbTUANCUUMIMHAPHO-
ro NoAxoAa Co CTOPOHbI KOMaHAbl Bpayen.
KoHmakm+oe sauyo: Bepbuykuli Maxkcum Bnadumu-
poBuy, cmydeHm VIKM @rAQY BO «[epBbiti MTMY um.
U.M. CeyeHoBa» MuHzOpaBa Poccuu (CeuyeHoBCKULl
YyHuBepcumem), MockBa, Poccus
TenegoH: +7 (909) 167-88-81
e-mail: MVS-7-99@yandex.ru
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CuHppoM Csaiiepa.
KJIHHHYeCKHH cydyaH

"BY BO «CypryTCKuWil rocyaapCTBEHHbI YHUBEpCUTET», I. CypryT
2 PrbY «HaunoHanbHbI MEAULUHCKNA NCCNeA0BaTeNbCKNIA
LLeHTP 3HAOKPUHONOrNN» MUHUCTEPCTBA
3paBooxpaHeHuns Poccuinckont depepaumu, r. Mocksa

CuHapom CBaliepa — HapyLleHue nNoaoBon gupdpe-
pPEeHLUMNPOBKU, CMOJHLIM OTCYTCTBMEM aHAPOreHU3aLMn
HapY*KHbIX MOJIOBbIX OPraHOB U NepPCUCTEHLIMEN MION-
JlepoBbIX CTPYKTYp. Pa3BnBaetcsa uM3-3a HefOCTaToOuU-
HOr0 CUHTE3a aHTUMIOJIIepoBa ropMoHa. BniepBble
onucaHve ABYX GEHOTUMUYECKUX MKEHLUUH C aucre-
Hesunewn roHag 6e3 cTUrMbl cMHapoMa TepHepa 6bia10
cpenaHo B 1955 r. Swyer. lng nauneHTOB xapaKkTep-
Hbl }KEHCKNe GeHOTUNNYECKME NPU3HAKN NpU Kapumo-
Tnne 46XY. OcHoBHana Kanoba, C KoTopon obpalla-
I0TCA MauMeHTbl — MepBUYHAss aMeHopes WU pexe
3a/lepKKa MosiBJIEHNA BTOPUYHbLIX MONOBbLIX MPU3Ha-
KOB. Yalle nauueHTbl UMEKT CPefHUN WAN BbICO-
KW/ pPOCT, BTOPUYHbIE NONOBbIE MPU3HAKU Pa3BUTHI
cnabo. Mpw ob6cnefoBaHMM BbIABAAETCA BbICOKUIA ypO-
BEHb rOHaAOTPOMNWHOB, MPU HU3KOM YPOBHE 3CTpa-
Anona. Yacto noBbllEeHWME YPOBHHA TECTOCTEpOHa.
MNpu ynbTpasByKoOBOM WCCNefOBaHWM OpraHoB Ma-
JIOro Tasa onpefenseTcs runonnasns MaTtkm U aud-
HUWKOB. BcTpeuaeTcs AaHHas MaTtonorus € 4yacTtoTou
1 Ha 80000. cpeaHunii BO3pacT BbISBAEHUSA NaLUeH-
TOB C CMHAPOMOM CBaliepa cocTasnsiet 17,6 roaa.

3yueHne 3TON aHOMannn TECTURYNAPHON Andde-
pPEHLMPOBKM CNocobCTBOBaNO BbiABIEHUIO reHa SRY,
LeTepMuHuMpytoLwero Gaktopa pasBUTUA CEMEHHMKOB.
OaHako TonbKo 20% 46 XY uMCTOM AUCreHesnn ro-
Haf obbAcHATCS MyTaumei, geneumein B SRY. B 80 %
C/ly4yaeB reHeTMyeckume naMeHeHus SRY He BblABAA-
totca. Aynankauna reHos DAX1 n WNT4 B nokanusa-
umax xpomocombl Xp21 n 1p31-35, a Takke MyTauum
ayTOCOMHO MO y4yacTkam 9p 1 12q TaKKe MOryT BbI3bl-
BaTb AUCreHe3uto roHaa.

KnuHuyeckui cny4vai: naumeHTka A. 16 net ¢ xa-
nobamMu Ha NepBUYHYO aMEHOPEID.

AHaMHe3 Xu3HM U 3aboneBaHusn: pebeHOK
1 6epemeHHOCTU, 1 poaoB, 6epeMeHHOCTb U po-
bl 6e3 ocobeHHocTel. Popgmnack ¢ Becom 3150 T,
ONnHa Tena 53 cM, oueHKa no wkane Anrap 8/9 6an-
nos. MNepnos HOBOPOXKAEHHOCTM H6e3 0CcobeHHOCTEN.
dursnyecKoe pa3BuTuE C ONEPEKEHNEM B POCTE C Nep-
BOro roga *msHu SDS pocTta +2,54 ctaHfapTHOro oT-
KJIOHEeHMsA. Pa3BnTue MOJIOUHbLIX eJie3, akCuaisapHoe
n nobKoBoe 0BOJIOCEHWE NO CPeAHUM MybepTaTHbIM
CpoKaM. HacneaCTBEHHbIV aHaMHes3: y MaTepu MeHap-
xe B 17 ner.

BnepBble cbpaTunacb K AeTCKOMY 3HAOKPUHONOTY
C anobaMm Ha OTCYTCTBME MEHCTpyauumn B BO3pac-
Te 13 net 11 Mec. lNpn ocMOTpe: BLICOKOPOCAOCTb
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CBOPHUK TE3UCOB

MOHe}(yHHPHO-PeHeTI/I‘{ECKI/Ie HCCIeOBaHUA BIIPAKTHUKe NEeTCKOI'0 SHAOKPHUHOJIOra

SDS pocrta +2,67, nonosas ¢opmyna: B,P.Ax Me,.
BbiCTaBneH JAMarHo3: KOHCTUTYUMOHaNbHas BbICO-
KOpPOCNOCTb, MNepBuYHass ameHopes. [lo pe3ynbra-
TaM 06cnenoBaHWA BbISIBJEHO 3HAUYMTENIbHOE MOBbI-
lleHMe YpOBHA rOHaAOTPOMWHOB M TECTOCTEPOHA
(®Cr=74,4 MME/mn, Nr=60,1 MME/mn, TecTtocTe-
pOH =2,82 Hr/Mn), NpM HOPMaJibHOM YPOBHE 3CTpa-
anona wn nporecTtepoHa. [lpoBegeHo Y3W opra-
HOB Manoro Tasa: pasMepbl NPaBOro sMYHMKa U MaTKK
ponybeptaTHble. JIeBbIi AUYHMK AOCTOBEPHO HE BU-
3yanusupyetcs. B panbHerwem 3a MEANLUHCKOW Mo-
MOLblo He obpawanucb. B 16 net ocMoTpeHa ruHe-
KONOroM Mo NoBOAY NepBUYHON ameHopen. CTpoeHne
HapYy*HbIX MOJOBLIX OPraHOB MO EHCKOMY Tumy.
HanpaBneHa Ha KOHCY/NbTaLMIO K SHLOKPUHONOTY.

O61beKTuBHbIe AaHHble: pocT: 177,4 cm (SDS +2,20),
MaccaTena: 71,9 kr, UMT=22,85 kr/m? (SDS +0,65), A/l
110/75 MM pT. cT., YCC: 86 B MUH. TeNOC/IOMKEHNE NPO-
nopunoHanbHoe. KoXHble MOKPOBbI YNCTble, GONNMU-
KYNSipHbIA rMnepkepaTo3 Ha nJjedyax, cTpuu benecoble,
Ha beapax, Ha Aroguuax, HOPManbHOW BAMHOCTMW.
MOAKOMHO-*KNPOBas KaeTyaTKa pa3BuTa A4OCTATOYHO,
pacnpeneneHve paBHOMepHoe. MycKynaTypa pas-
BUTA YAOBNETBOPUTENIbHO, PasBUT NAevYeBOr NosC.
TOHbI cepAua siCHble, PUTMUUHbIE. [bixaHue Be3u-
KYyNnsipHOe, XPWUNoB HeT. $3blK YUCTbIA, BAAMHLIN.
MUBOT MArKkuiA, 6€3601€3HEHHbIN. MeyeHb He BbICTY-
naeT us-noj Kpas pebepHoi ayru. inypes agexksaTt-
HbllA. CTYN PerynsipHblid, exKeHEBHbIN, 0POPMAEHHbIN.
LLnToBNAHAA Kenesa nanbnaTopHO He yBENIUYEHa, O~
HOpOAHas, MArKO-3/1aCTUYHas, y3bl HE MaNbMUPYOT-
ca. NMonoBoe pasBuTUE: NO KEHCKOMY TuNy. MNonosas
dopmyna: B, , — apeona njockas, 3CTPOreHoBom pe-
akuuu apeonbl Ha ocMoTp — Her, Ax,, P,, Me,, oBono-
CEHME NO XEHCKOMY TuMy.

FfopMoHanbHbIn npodunb: JIr — 23,08 MME/Mn,
®Clr—50,46 MME/Mn,acTpaanon—_88,10 nMonb/n,Te-
cTocTepoH — 3,68 HMonb/n, AF3A-C — 6,8 MKMONb/N,
nponaktuH 1,60 Hr/mn, CCCI — 41,39 HMONbL/n;
AMI — 1,92 Hr/mn; XY — 2,39 MME/Mn, anbda-ode-
TonpoTenH — 2,96 Hr/mn, CA-125 — 18,25 ME/m.

LnToreHeTnueckoe wuccnepoBaHve anMMeouMTOB
KpoBu (KapMoTMNMpPOBaHWE), XPOMOCOMHasi naTo-
norna — wuHeBepcus nona 46 XY. Mpu MUKpOCKonuu
KNeTOK OyKKanbHOro 3nuMTenns MOJIOBOW XPOMaTWH
B KJIETKax He 0bHapyKeH.

NpoeHTudumkauma reHa SRY — Y-cneunduueckuin
MapKep B uccnenyemom obpasue HK npucytcTsyer.

3HauMMble COMaTUYECKNME W3MEeHEeHUs Xapak-
TepHble ANS OTAENbHbIX TUMNOB MyTauuil reHa SRY
(MyTaums reHa WT1 (noKkyc 11p13); MyTauus reHa
SF1 (nokyc 9qg33), y NauUNEHTKN BbIIBJIEHbI HE BbINN.
MoneKynsipHO-reHeTUYeCcKoe uccnesoBaHne He Npo-
BOAUNOCS.

Y3 opraHoB Manoro Tasa: MaTka TMoJIOXKeHue
aHTep®NeKCMo, KOHTYpbl POBHbIE 4YeTKMe, pasMme-
pbl 41x15%x20, 39XOreHHOCTb CpeAHAs, 3XOCTPYK-
Typa ogHopogHasi, M-axo 2 MM. [lpaBblil SNYHUK
22,2x21,1x14,9 MM, 0OAHOPOZHAaA CTPYKTypa, CpeAHAA

3XOreHHOCTb, TOYEYHble QONMKYAbI. JIEBbIA ANYHUK
25,8x18,5x14,7 MM, 0AHOPOAHaA CTPYKTYpa, CpeaHas
3XOreHHOCTb, TOUEeYHble QOJIIUKYIbI.

PeHTreHorpaduma Kucten n nyyesansiCTHbIX CycTa-
BOB — KOCTHbI BO3pacT cooTBeTcTBYeT 15 roaam.

MPT opraHoB Majoro Tasa: Ha cepu-
ax MT-TomMorpamMm M™Manoro Tasa, BbINOJHEHHbIX
B pexumax T1, T2, DW1, }KMaKoCTM B NONOCTN Ma-
Jloro Tasa He BbIiBNEeHO. MaTKa B NonoxeHuu anter-
flexio anterversio, Teno pasmepamn 13x10x22 MM.
Monoctn maTkm 6e3 pedopmauuun. 3IHAOMETpUS,
CYMMapHOW ToawWwmnHon Ao 0,5 MM, 06bIYHON CTPYK-
Typbl. MnomeTpuii 6e3 ocobeHHocTeli. Lelika MaT-
KN He yBenunyeHa, AnvMHa 12 MM. SHAOLEPBUKC OA-
HOPOAHOW CTPYKTYpbl, He YyTonweH. Bnaranuwe
He paclWupeHo, TONWMHA CTEHKW BRaraamuwa 2 mMm.
B neBoli moAB3AOWHOM 06aacTy UMeeTcs yBenu-
YyeHHas MHOroysJjioBas roHaza, COAUAHOW HeO[A-
HOPOAHOW CTPYKTYpbl, pasmepamu 23x17x30 MM
(o6bem 6,0 cM3). B npaBoi NoaB3A0WHOK 0bnacTu
onpenenseTca roHaga oBajbHON GOpMbl, pasMepa-
MU 14x8x8 MM (06beM 0,4 cM3) HECKO/IbKO reTepo-
FeHHOW CTPYKTYpbl, TECHO Npujiexawas K neTnsam
NOAB3AOLWHOM KUWKK. MpAMas KNLLIKa HE UBMEHEHa,
C HaJuumMeM B MNPOCBETE COAEpPXMMOro. Ta3oBble
NMMbOy3nbl He yBeNNYeHbl, CTPYKTYpa He n3MeHe-
Ha. MArkne TKaHW, CKeNeT Masoro Tasa Ha YPOBHAX
CKaHMPOBaHNA HE U3MEHEHDI.

MaumeHTKe NpoBeAeHO NlanapoCKonuyeckoe yaane-
HWe roHas c obemx CTOPOH. 3akJKuUeHne rmcTonoru-
YecKkoro MaTtepuasa: ABYCTOPOHHSIA roHagobnacToMma.
PekomMeHpOBaHa 3aMecTUTeNibHas roOpMoOHasbHas Te-
panus 3cTporeHamu Ans MHUUMAaUMU MEeHCTpyasono-
Lo6HON peakumn. MeHcTpyanonoaobHas peakums no-
NyyeHa Ha 7-M Mecsue Tepanuu. B Tepanuio BBeAeHbI
KOMBUHMPOBaHHbIE NpenapaTbl 3CTPOreHa u nporecTe-
poHa, Ha QOHe uyero OTMEeYasoCb YBEIMYEHME MONOY-
HbIX ¥efie3, apeoJjia KOHCTPYMPYeTCs, MeHCTpyasono-
LO6HbIe peakLmmn perynsipHole.

3aknoyeHue

YuuTbiBast Kasobbl Ha MEPBUYHYID aMeHOopelo,

06beKTMBHbIE [aHHble: Mo TaHHepy: B, , ape-
oNla MJockas, 3CTPOreHOBOW  peakuuMm  apeo-
Nbl Ha ocMoTp — HeT, Ax,, P, Me, oBosoceHus

MO *KEHCKOMY TUMNY; pe3ynsTaToB N1abopaTopHO-UHCTPY-
MeHTaJIbHbIX UCCnefoBaHui: kKapuoTtun 46 XY, Hanmuue
Y-crneumduryeckoro Mapkepa, NoBbILLEHHbIE YPOBHM ro-
HaZO0TPOMNUHOB, HalN4yMe rurnoniasMpoBaHHON MaTkw,
Hannume Wn3MeHEHHbIX roHah. BbiCTaBneH KianHU4e-
CKWU AnarHo3: HapyweHne popMmpoBaHust nona 46 Xy,
Cunpgpom Ceaiepa. MNpoBeaeHo paanKanbHOE ornepa-
TUBHOE Nle4yeHne, Nocne Yero 3aMecTuTesibHas Tepanus.

Y peByllIeK C NepBMYHON aMeHOpeelr B BO3pacTe
ctapwe 16 netT HeobxoaMMO MPOBOAUTL WUCCNEAO-
BaHMWe rOpMOHasbHOro nNpoduna M ynbTpasByKOBOE
nuccnefoBaHne opraHoB Manoro Tasa. B cBsisu C Bbl-
COKMM PUCKOM 3JI0KaueCTBEHHbIX HOBOObpasoBa-
HUIA npu cuHapome CBalepa BaxHa paHHAS Ana-
FHOCTMKaA. BO3MOXHOCTb NPOBEAEHNA pafuKanbHOro
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XUPYPruyeckoro nevyeHus n noabopa 3amecTuTesb-
HOM FOPMOHaNIbHOM Tepanuu yny4dlaeT NporHo3 u co-
XpaHsAeT penpoAyKTUBHbLIA MOTEHUMan nauueHToK,
ANS peanMsaumm KOTOPOro UCNOJib3yHTCH BCNOMora-
TeNbHble PENPOAYKTUBHbIE TEXHOJIOTNN.

Mpu noapep:kke ¢oHaa «KyneTypa 6narotsopu-
TENbHOCTU».

https://doi.org/10.14341/MGSPPE-2023-20

runodpocpareMHUUYECKHIH PAXHUT:
OT KJIMHHYECKHX IIPOSBJIeHHH
K FeHeTHYeCKOH JHarHOCTHKe

H.K0.BnaceHko'?, E.b. MaBauHoBa', T.A. OgnuKasa'?,
A.T.KyHrypuesa?, A.B. Kayk?, H.B. OHrmaHn?,
K.WU.Kapranonoga?, IN.B. Ky3sHeuoBa?, H.l0. FepacumeHKo?

'Ore0Y BO «OMCKMii rocyfapCTBEHHbI MEAULUHCKAN
yHUBEpCUTET» MUHUCTEpPCTBA 34paBooxpaHeHms Poccuiickom
depepaunu, r. OMCK

2BY300 «0ObnacTHas AeTcKas KAMHMYecKas 6oabHULa», r. OMCK
36Y300 «06nacTHas KAnHMUYeckas 6oabHULA»,
MeanKko-reHeTnyecKas KOHCyNbTauua, r. OMCcK

BeeaeHune

Mmnodocdatemmueckmnii paxut (FTPP) — 3710 Ha-
cfleacTBeHHas rpynna 3aboneBaHuii, obycnoBneHHas
NoBbILUEHHbIM BbiBEAEHMEM docdopa M3 opraHM3Ma,
UTO NPUBOAUT K HaAPYLIEHMIO MUHEpanMs3aunm KocT-
HOW TKaHM C NOCNeAYIOWMNM pa3BUTUEM KINHUYECKON
KapTWUHbI paxuTa.
MaTepuan u MeToabl

AHanns MeaMUMHCKOW [OOKYMeHTauuu [EeBOYKMK
3.P.,, 4,5 ropa, HaxoauBluelca Ha obcnegoBaHUK
n nedyeHnn B BY300 «0Ob6nacTHas AeTCKasa KAnHUYe-
cKkas 6onbHUL@», . OMCK.
PesynbraTbl

N3 aHaMHe3a M3BeCTHO: C 6 MecsaLeB HefoCTaTou-
Has NpubaBKa B Macce Tesia 1 3aMeaieHne NpubaBKM
B pocTe, ¢ 9 MecsueB BapycHas aedopMaunst HUK-
HMUX KOHeyHocTel. KoHCynbTUpoBaHa 3HAOKPMHOMO-
roM. Mocne 1 roaa nosBUAUCH U3MEHEHUS B 6/aHa-
nmse kpoeu: Wad 1103 E/n, ¢pocdop 0,82 mMMonb/n.
Ha peHTreHorpamMMe BapycHaa aedopMauua HUNK-
HUX KOHe4yHoCcTel. KoHcynbTMpoBaHa 3SHAOKPU-
HonoroMm. MMpu wuccnepoBaHuUM KapuoTuna AaHHbIX
3@ XpOMOCOMHYIO NaTonorunio He BoiaBAEHO. B 2 ropa
KOHCYNbTMPOBaHa reHeTMKOM: paxuTononobHoe 3a-
6oneBaHne, ¢ochaT-AnabeT; HEOAHOKPATHO PEKO-
MeH0BaHO 06cnefoBaHME — MOUCK MyTaUWUil B reHe
FGF23. MpuHumana sutammH D B gose 10000 ME.
B Bo3pacTe 2,5 ropa pebeHoK noctynun B neauna-
Tpuuyeckoe oTaeneHne OJKB ¢ nporpeccupytowen
3aJepKoii pocTta (SDS pocTa -3,38). MNocne Teneme-
AVNLUMHCKOM KOHCYAbTauum co cneunanuctamm Orby
«HMWL, aHaoKpuHONOrnmn» MmnHsapaea Poccum 6bio
NpoBeLEHO MOJIEKYNIAPHO-reHeTUYecKoe nccnenosa-
HWE C MCNOAb30BaHWEM MaHenn «PaxmuTonomobHbie
3aboneBaHus»: B reHe PHEX B  WHTpOHe

15 BbIiB/JIEHA reTepo3nroTHaa mytaumsa c.1645+1G>A
(rs886041225; HGMD: CS992468). MauneHTy ycTa-
HOBJIEH AMarHo3: X-cuenfieHHbl 4OMUHAHTHbIA TOP.
0-o6pasHaa aedopMaUUs HUMHUX KOHEUHOCTEN.
[Baxabl npoxoamnna obcnesosaHne 8 HMULL sHaoKpu-
HoJslorMuK: B 3 roja no AaHHbIM peHTreHorpadun Tpy6-
yaTblX KOCTE BbIpaX¥eHHOCTb paxmTa B KOCTAX Npes-
nneynn 4 6anna, B 6eApeHHbIX U 6onbliebepLoBbIX
KocTsAx 3 6banna, 06U NMHAEKC BbipaXKeHHOCTN paxu-
Ta (RSS, Rickets Severity Score)=7 6annos. Mpu no-
BTOPHOW rocnutanmsauum B Bospacte 3. 10 MmecsauLes
B Tepanuu HasHayeH npenapat MOHOKJIOHAJIbHbIX aH-
TUTeN K paKkTopy pocTa ¢pmbpobnactos 23, Burosumab,
B HacTosllee BpemMs eAUHCTBEHHbIN 3QdeKrTus-
Hbll MeTo4 NneyeHns F'PP. BBeaeHne npenaparta oCy-
LWeCcTBASETCA B 3HAOKPUHONOMMUYECKOM OTAEeNeHuu
OJKB, npoBeaeHo 7 nHbekumin. CocTosiHMe pebeHKka
YOOB/IETBOPUTENbLHOE, YAYUlleHWe AUHAMUKU po-
cTa pebeHka SDS pocTa ot (-3,68) no (-2,7).
3akJiroyeHme

YBenuueHue [OCTYMHOCTU MOJEKYNSPHO-TeHeTu-
UYECKOr0 MCCnefoBaHMA pacluMpsieT BO3MOMHOCTHU
CBOEBPEMEHHOW ANArHOCTUMKU peakux 3aboneBaHui,
obecneumBaeT bonee paHHee HasHayeHue NaToreHe-
TMYECKM 06OCHOBAHHOW TapreTHON Tepanuu.
KonmakmHoe suyo: BnaceHko Hamasnbsi HOpbeBHa,
K.M.H., 0oyeHm Kaghedpbl 2ocnumasbHol neduampuu
¢ Kypcom AMO @©rb0y BO OMIMY, Bpay — Odemckul
3HOOKpuHosioe bY300 OAKB, enaBHbili BHEWMAMHBIU
demckuli 3HOOKpuHono2 M3 Omckoli obaacmu, OMCK,
Poccus.
TenegpoH: +7 (903)-927-48-49
e-mail: viaso@mail.ru
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POJIb MOJIEKYJISIPHOM 'eHETHKH
B IIepCOHHPHUKALIHH OKa3aHHUS
TIIOMOLIH AeTAM (M3 IPaKTHKH
OEeTCKOr'o SHAOKPHHOJIOra)

H.}0. BnaceHKo"?, E.B. MaBnuHoBa', T.A. OauLKaa'?,
H.B. OHrman?, K.W1. Kapranonosa?, IN.B. Ky3HeLoBa?

'®re0Y BO «OMCKUiA rocynapCTBEHHbI MeAULNHCKNIA
yHUBepcuTeT» MnHUCTepCcTBa 34paBooxpaHeHuns Poccuinckoin
depepaunn, r. OMCK

2B6Y300 «06nacTHasa AeTcKas KNMHMYecKas 6oabHULA», I. OMCK

BeeaneHue

YBennuyeHue AOCTYMHOCTU MONIEKYNSPHO-reHeTnye-
CKoro nccnepoBaHua (MI'N) pacwmpset BO3MOXHOCTHU
CBOEBPEMEHHOWN ANArHOCTUKN peakux 3abosieBaHUi,
obecneuvBaeT 6osee paHHee HasHayeHue naToreHe-
TUYECKN 060CHOBAHHOW TapreTHON Tepanuu.
MaTepuan n metoabl

Bbinn npoaHanMsMpoBaHbl amMbynaTtopHble KapTbl
62 nauMeHTOB C 3HAOKPWMHHON NaTonoruen, KoTo-
pbIM NOCAe KOHCynbTauum co cneumanuctamu Orby
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«HMWUL, aHaoKpuHONornn» Mmnnsapaea Poccum 6bii1o
NpPOBEAEHO MOJEKYNAPHO-reHeTUYecKoe uccnenosa-
Hue B paMKax «lporpamMmbl moMoLm AeTsAM ¢ 3abone-
BaHMAMU 3HAOKPUHHON cucTeMbl «Anbda-3HA0».
PesynbraTbl

OKosio 1300 nauneHTOB B roA nony4atoT obcneno-
BaHWe 1 JleyeHne B JETCKOM 3HAOKPUHONOMMUYECKOM
otaeneHun Y300 OAKB. C 2014 roaa Mbl UMeeEM BO3-
MOMHOCTb NPOBEAEHUA MONEKYNSAPHO-FEHETUUYECKOrO
obcnefoBaHMA HawuM nauueHTam. ExerogHo pac-
TeT aKTUBHOCTb PErnoHa Mo KOJNYeCcTBY NPOBEAEH-
HbIX TeneMeaNLUNHCKUX KOHCYyNbTaunn ¢ drey «HMUL,
3HAOKPUHOIOIMM» M MO KOJAUYeCTBY OTNpPaBOK npob
KpoBu aAns nposeaeHns MIU. 3a mnccnepyemoln ne-
puoa 6bin10 opobpeHo M npoBedeHo 62 uccneno-
BaHuA, B 25 ciayuasax BbisiBAeHbl MyTauun (41 %).
Obpasubl KpOBM WCCNELOBaAUCb METOAOM CeKBe-
HupoBaHusa. lcnonb3oBanucb naHenn «CaxapHbIi
AMabeT-runepuHCYANHM3M»,  «MNONUTyUTapusm»,
«ApeHoMbl runodusa», «HagnoyeyHnkoBas HegocCTa-
TOYHOCTb, 3JIEKTPOSUTHbBIE HapyLWeHua», «kHapyLlueHus
dopMumpoBaHus nona», «PaxmtononobHele 3aboneBa-
HUsa». MeTonom TMLP B peasbHOM BpeMeHU uUcCneno-
Banu reHbol CYP21A2, AIRE, AVPR2. o pesynbTatam
3TUX UCCNefOBaHUA 6bliM  BbICTaB/IeHbl AMarHo-
3bl: BPOXAEHHbIA TUNEPUHCYNMHUZM, HEeDPOreHHbI’
HecaxapHblii AnabeTt, HeOHaTaJibHbIA CaxapHbIi An-
abeT, ayTOMMMYHHbIA MOAN3HAOKPUHHBIA CUHAPOM
2-ro TMna, X-CLeneHHbIN LJOMUHAHTHbIA runodocda-
TEMUYECKUIA paxuT. B 9 cnyuasx yaanocb yCTaHOBUTb
avabet Tuna MODY (6 petein ¢ MODY2, y 1 pebeHka
MODY3, y 2 naumeHTOoB MODY5).

YunTbiBas nojsy4yeHHble pesynbTaThl, Ha3HaudaeT-
CA natoreHeTuyeckn obocHOBaHHas Tepanus: AETU
C HeoHaTa/lbHbIM AMabeToM nonyyalT nepopasbHbli
caxapocHuatowmin npenapat (MCM), nponsBoaHoe
CyNbGOHUIMOYEBUHBI 2-TO MOKOJEHMSA; NauMeHTaM
c anabetoM TMna MODY B 3aBMCMMOCTW OT MyTa-
unmn pekoMeHayetca anetotepanus, MCMN nan nucynn-
HoTepanus. 1Boe AeTel C BPOKAEHHbIM FTUNepUHCYNnN-
HW3MOM MOJyyaloT Tepanuio NpenapaToM MNPOrinKeM
(avasokcmya), 0AHOMY MauMeHTy MPOBELEHO XMpYp-
rmyeckoe nedveHue. PebeHOK C X-CUEenieHHbIM AOMU-
HaHTHbIM runodocdaTeMMUYECKMM pPaxmMTOM NnojyyaeT
npenapaTt MOHOKJ/IOHabHbIX aHTUTEN K daKkTopy pocTa
dunbpobnactoB 23.
3aknroyeHue

MpoBeneHVe MONEKYNAPHO-FEHETUYECKOrO obcne-
LOBaHWsA faeT BO3MOKHOCTb ObICTPO N3MEHUTb TaKTU-
Ky Tepanuu B COOTBETCTBUMU C NOJYYEHHbIMU pe3ynb-
Tatamu.

https://doi.org/10.14341/MGSPPE-2023-22

OIIBIT MHOTONIPOPHIIBHOIO
demepanpHOro feTCKOro
CTallMOHapa B BeJeHHHU
IalMeHTOB C aXOHAPpoIJIasHeH

W.T. BopoHuoBa', E.E. MeTpsaikuHa'?, A.H. Tionbnakos'3,
E.C. leMuHa', E.A. MyTunuHa'

'Poccuiickas AeTCKas KAnHuyeckas 6onbHMLa
OrAOY BO «POCCUMIACKMIN HaLLMOHabHBbIN
nccnepoBaTeslbCKUi MEAULMHCKUIA YHUBEPCUTET UMEHU
H.W. Muporoea» MnHucTtepcTea 3ApaBoOXpaHeHNA
Poccuickon depepaumm

2I'bY3 «Mop0o30BCKas AeTcKas ropoAcKas KNMHnYeckas 6onbHMLA
[lenapTaMeHTa 34paBoOXpaHeHuns roposa MocKBbI»

3OrBHY «MeanKo-reHeTUUYECKMIA HayUHbli LEHTP
UMeHn akagemunka H.M. boykosa»

AXxoHAponiasus — CcKeneTHas aucnnasuvs, Hanbo-
Nlee pacnpocTpaHeHHass GopMa XOHAPOAMUCMNAA3NK:
1:16670-1:27780H0BOpOKAEHHbIX (2008r.) / 1:15000-
25000; peakoe 3aboneBaHne ¢ MyNbTUCUCTEMHBIM MO-
parkeHneMm (p1M3oMenusa n ap.), TPedYOWMM MeXANCLN-
NJAMHAPHOr0 NOAX0AA K BEAEHUIO NaLMeHTa.

MpuunHa: reTeposnroTHas aKkTUBMpyloLlas MyTa-
uMa reHa peuentopa ¢akTopa pocta ¢pubpobnactoB
3-ro Tuna (FGFR3), Koaupylowero TpaHCMeMbpaH-
HbI peuenTop, y4acTBYOLWMIA B perynsaummn AIMHEmnHo-
ro pocTa KoCTeM.

MaToreHeTnyeckas Tepanusa aHaloroM HaTpui-
ypeTuyeckoro nentuaa C-tuna (CNP) nekapCTBEHHbIM
npenapatoM MHH Bocoputna — MoanduumMpoBaHHbIi
HaTpuiiypeTudeckuii nentua tuna C (CNP): cBsisbiBa-
eTca C peLenTOpOM HaTpuiypeTuyeckoro nentuia
B (NPR-B), npenaTcTBYET HUCXOASLLEMY CUTHANIUHTY
FGFR3, nonobHo CNP, aeicTBYeT KaK MONOMUTENb-
HbI perynsTop aHA0XOHAPaNbHOro pocTa KOCTU, CTU-
MyaupyeT nponudepaunto n auddepeHumaumio XoH-
LpouunTOB.

QOHA NOALEPKKU LeTeN C TAMENbIMU XKU3HEY-
rpoXawwWwmMMn n XpPOHUYECKMMU 3aboseBaHuAMMU,
B TOM uucne peakumm (opdaHHbIMK) 3abonieBaHun-
AMun, «Kpyr pobpa» ocyuwectBaseT obecneuveHue
naunMeHTOB NaTOreHeTUYEeCKUM JIeKapCTBEHHbIM
npenapatoMm MHH Bocoputuna, He 3aperucTpupo-
BaHHbIM Ha TeppuTopun PO, paspelleH K npumeHe-
Huio B EBpone n CLUA c uenbto yaydlweHns auHamm-
Ku pocTa.

3a roa cneumanuctamu POKB ®rA0Y BO «PHUMY
uM. H.W. NMnuporosa» MunHsgpasa Poccun nposeneHo
218 MeXAUCUMNAMHAPHbLIX KOHCUAMYMOB O HasHa-
yeHun BocopuTmpa, AnarHo3 axoHaponnasusa noa-
TBepKAaeH y 208 peten.

MoniekynsipHO-reHeTMyeckas sepndurkaumsa (Myta-
umsa B reHe FGFR3):

c.1138G>A: p.G380R, ¢.1138G>C: p.G380R,
¢.1123G>T: p.G375C, ¢.1130T>G: p.L377R, c.835A>C:
p.S279C, c.473G>A: p.R158G, c.649A>T: p.S217C,
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c.1031C>G: p.S344C, c.1037G>A:
€.1043C>G: p.S348C, c.1181C>A: p.T394K
3aknroyeHue

MpononxkaeTcs obecneyeHne peTelt C MOATBEPXK-
[EHHbIM AMarHo30M axoHApPOMia3ns 3a CYET CPeAcTB
dOoHAA NOALEPHKN AETEeN C TAHKENbIMU HKU3HEYrpo-
KaloWMMN 1 XPOHUYECKUMY 3aboneBaHUsIMK, B TOM
uncne peakmumm (opdaHHbIMK) 3aboneBaHusMU, KKpyr
nobpa».

p.G346E,
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BhIABJIeHHE NTallHEHTOB
C AUArHO30M «XpPOHHYeCKas
IIepBHYHAA HAAIIOYeYHHKOBasA
HeJJ0CTaTOYHOCTbH»
Ha TeppHUTOPHHU BpssHCKOM
obsyracTu

FBY3 «BbpsHcKkas obnacTHas aeTckas 6onbHuL@», r. BpsHCK

BesepeHune

HepocTaToOYHOCTb TOPMOHOB KOPbl  Haanouyey-
HWKOB MpeAcCTaB/sieT HenoCpPeACTBEHHYIO Yrposy
ANA XU3HW, ocobeHHO y peTeld. MaumeHTbl, cTpa-
falowme XpOHWYECKON MepBUYHON HaANOYEYHUKO-
BOM HEAOCTaTOYHOCTbIO, HYAAKTCA B NOCTOSAHHOWN
3aMeCcTUTeNbHOW  Tepanuu  [IOKOKOPTUKOUAAMHU
(1, B 6ONbLWINHCTBE CAyYaeB, MUHEPANIOKOPTMKOUAA-
MW). Y peteit npuunHoii XMHH vawe ABnseTca 0AHO
N3 HacneAcTBeHHbIX 3aboneBaHWin, CONPOBOXKAALO-
LWMXCA HapyLlleHMaMn 3MbpuoreHesa, AeCTPyKUMENR
HaAMNOYEeYHMKOB WM pedeKTaMu CcTepomaoreHesa.
HeoHaTanbHbIA CKPUHUHT 3G EKTUBEH ANS AMATrHO-
CTUKM Knaccuueckol dopmel gebuumta 21-rugpok-
cunasbl. B Poccun HeoHaTaNlbHbI CKPUHUHE cylle-
cTByeT C cepeaunHbsl 2006 ropa, ero nposeneHue
No3BONSET CBOEBPEMEHHO ANMArHOCTUPOBaTb aHHOEe
3aboneBaHne y HOBOPOXKAEHHbIX. narHoCTMKa AaH-
Horo 3aboneBaHus y AeTell U NOAPOCTKOB, POXKAEH-
HbIX A0 BHEAPEHUS CKPUHWHra, valwe npoucXoauT
Npu 3KCTPEHHON rocnutTanusaunum naumueHToB B CO-
CTOSAHUW aipeHaN0BOro Kpusa.
MaTtepuansl n MeToAbI

Bbiin npoaHanusMpoBaHbl MNOAYYEHHblE [AaHHble
HeoHaTaJlbHOr0 CKPWHWHra, NPoOBOAMMOro Ha Tep-
putopun bBpsiHCKOM o06nacTu, 3a Nepuos BPEMEHMU
Cc 2006 r. no 2022 . © MEAULVHCKME KapTbl CTaumno-
HapHOro 60/IbHOr0 NAaLUWEHTOB, MONYYMBLUNX IeYEHME
B YCNOBUAX AETCKOr0 3SHAOKPUHOJIOMMYECKOro oTae-
NeHusa F'bY3 «BbpsiHCcKaa obnacTHas aeTckas 60nbHU-
La» C AMarHO30M «XpOHMYeCcKas nepBuYHas Haamno-
UeyHMKOoBas HeAO0CTaTOMHOCTbY.
PesynbraThbl

3a nepuoa BpeMeHu ¢ 2006 r. no 2022 r. 6na-
rogaps BHeAPEHWI0 HEeOHaTaNbHOr0 CKPUHUHIA

B bpsiHCKoIi o6nacTu 6bi10 BhisBAeHO 30 NauMeHTOB
C BPOXAEHHOW ANCOYHKUMER KOpPbl HaAMOYeYHU-
KOB CpeAu HOBOPOMAEHHbIX aeTeil. CBOEBPEMEHHO
HauaTas 3aMecTuTeNbHasa Tepanus 1 obyyeHune po-
AuTenel npasunam NoBeAeHUsA B CTPECCOBLIX CUTY-
auMax No3BOAMAN M36exaTb BOSHUKHOBEHUS KU3-
HEeYrpoKalolero coctosaHMs (aapeHaNoBblii Kpus).
Jinwb oaHa nauuMeHTKa C yCTaHOBAEHHbLIM AMarHo-
30M bblNa rocnuTannsMpoBaHa B 3KCTPEHHOM MO-
psake (BO BpeMs cTpecca Ha ¢OHe NOArOTOBKMU
K KOHLEpTY B LUKOAE).

3a nepuog BpeMmeHu ¢ 2012 r. no 2022 r. Tpoum
nauMeHTaM AnarHo3 «XpoHU4YecKas nepBuyHas Haa-
noYyeyHMKoBash HELOCTAaTOUYHOCTb» Obl yCTaHOBJIEH
Bnepsble B Bo3pacte 7, 11 n 12 net BO BpeMs 3KcC-
TPEHHOW rocnuTanuMsaunuM B AETCKOe 3HAOKPUHONO-
rmyeckoe otaeneHne BY3 «BpsiHcKaa obnacTHas
fpeTcKasi 6onbHUUA». B panbHeiweM AuarHo3 6bin
NOATBEPXAEH M YTOUYHEH MpU MNPOBEAEHUN MOJIEKY-
NAPHO-TeHETUYECKOro NccnefoBaHums.

MaumeHT N., 12 netr. AHaMHeE3 KU3HW: Malib-
UMK oT 5-i1 bepeMeHHocTu (1-m/abopT, 2-HeBblHa-
LWwnBaHue, 3-onepaTuBHbIE poAbl, LleBOUKa,
4-m/abopT, 5-HacToswas), 2 onepaTuMBHbIX POAOB.
MaccanpupoxaeHnn3300r, an1nHa 51 cM. PaHHee pas-
BUTME 6€3 0COBEHHOCTEN, 3a/1ePKKa PEUEBOI0 PasBu-
TnA. HacneAcTBEHHOCTb MO 3HAOKPUHHLIM 3abosieBa-
HUSIM He oTsirouleHa. AHaMHes 3aboseBaHus: ¢ 1 roaa

nepuoauueckn  6ecnokouna  KpanueHuua, no-
Jyyan JfleyeHuMe B CTauuMoHape (AeKcaMeTasoH).
KOHCY/NbTMPOBaH anneprofioroM, pPEeKOMEHAOBAHO

B AOMALLUHUX YCNOBUAX MNPWU BbICBIMAHMAX Ha KOX-
HbIX MOKPOBax MNPUMEHATb AeKCaMeTa3oH Ha 3 AHA.
C 5-6-neTHero BospacTa *anobbl Ha afloneLnio Boao-
CUCTOW YacCTu roJiIoBbI, FOJIOBHbIE 60K, PBOTY, OTCTa-
BaHMe B pocTe. Habnopancs y Heeposora (BHyTpu-
yepenHas runepTeHsus), sHAOKpUHoNOora (3anepKKa
dun3MyecKoro pasBuTus, rMnoTMpeos). B nocneanHue
2-3 roaa OTMeyaeTcsa TAra K CONEHOW nuuie, MUHe-
panbHoli BoAe. NMepnoanyeckn 3aenpl B yrojakax pTa,
rmnepnurMeHTauns MOLIOHKM M MNONOBOr0 4jeHa.
OKoJiI0 6 MeCsLLEB HaKaHyHe rocnutanmsauunm 6ecno-
Kouna oAblwKa u cnabocTb. MNpu peskoM yXyALeHnn
COCTOSIHUA B BUAE CYAOPOr B HUMHUX KOHEYHOCTSX,
bonen B 3aTbIIOYHON 06MAcCTU, YyBCTBA HEXBATKMU
BO3ayxa pPebEHOK 6bla rocnMTannsnMpoBaH B HEBPO-
nornyeckoe otaesieHme FbY3 «BpsHcKas obnacTHas
peTcKkas 6onbHMLA» C AnMarHosom «BereTto- cocyau-
CTble NapoKCcM3MbI». Houbio oTMeyanacb pBoTa LBeTa
KoderHon rywm. Mo aaHHbiM KLLUC BbiISsBNeHa runepka-
nnemuns, runoHaTpuemums. NMponana peyb, OTMeYanach
BblpaKeHHasi cnaboCTb, LWATKOCTb MOX0AKW. KT ronos-
Horo Mosra — 6e3 naTosioruun. JoctaBieH B peaHMMa-
LMOHHOE OTAENEHNE, NOAYYAN UHDY3NOHHYIO Tepanuio
CO/MIEBbIMM pacTBOpPaMU. DAEKTPOJINTHbIE HapyLUEeHMUA
B BUAE rmneprkaiMeMmnm u rmnoHaTpUeEMmMN COXpaHsa-
Nncb. OCMOTPEH AETCKUM 3HAOKPMHONOrOM. KopTunson
B 8.00 — 0,7 mr/an (3,7-19,4). YcTaHoBneH Ana-
rHO3 «XpOHMYeCKasa nepBUYHAA HaANOYeYHMKOBas
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HEeAO0CTaTOYHOCTb. AApeHanoBbli KpU3», HasHaue-
HO NieyeHne (MHQY3MOHHas Tepanusa T1OKO30-Ccose-
BbIMW pacTBOpaMu, 3aMecTUTenbHas Tepanus rni-
KO- U MUHepanokopTukonaamm). C Lenblo yTOUHeHus
AvarHosa nauuweHT 6bin nepeseféH B PAKBE ®rAQY
BO «PHAMY wum. H.WN. MNMuporosa» MuH3apasa Poccuu,
rae 6ol B3AT aHaIM3 Ha MONEKYASIPHO- FeHEeTUYECKOoe
nccneposaHune (Mytaums B reHe AIRE (NM 00383.4)
3aMeHa c. 769 C > T, p.R257X obHapyeHa B romMo-
3UFOTHOM COCTOSIHWUM) W aHajJn3 Ha O4YeHb AJIMHHO-
LEeMNoYeYHble KUPHble KUCNOTbl (OTPULATENbHbIN).
YcTtaHoBfieH AMarHo3 «AYTOMMMYHHbIA MOAUIHAO-
KPUHHBIA CMHAPOM 1-i TUN: XpOHUUECKasa nepBUYHas
HaANoOYe4YHMKOBaAsA HEAOCTAaTOUYHOCTb. XPOHUYECKUN
KOMHO-C/IN3UCTbIA KaHANA03».

NauveHT C., 11 net. AHaMHE3 XW3HU: MaNbyUK
oT 2-11 6epeMeHHOCTN (1 — poAabl ManbyuK, 2 — Ha-
cToswas), 2 poaoB Ha cpoKke 28-30 Hepenb. Macca
npun poxaeHnn 1600 r, annHa 41 cm. B 1 rog 3 me-
cAua BbiCTaBaeH anarHos «UMN». HacneacTBeHHOCTb
Mo 3HAOKPMHHBIM 3aboneBaHMAM He OTArolLeHa.
AHaMHe3 3aboneBaHus: B Bo3pacTte 11 neT Bnep-
Bble NOCTYNUA B [EeTCKoe 3SHAOKpPWHOoNOoruye-
ckoe oTaeneHue FbBY3 «bpsiHckas obnacTHas net-
CKasa 6osbHUL@» C *Kanobamy nocne NOrpelHocTen
B MUTaHUM (MMNCbl, CyXapuKn, rasmposBka) Ha HEOAHO-
KpaTHYO pBOTY, TOWHOTY, cnabocTb, BANOCTb, rON0-
BOKpYKeHue. Mpun obcnenoBaHnm: Koptuson 8,5 mr/an
(3,7-19,4), kanuii- 5,39 mmonb/n (3,5-5,3), HaTpuin —
117,7 mmonb/n (135-148). Monyuan nedyeHune y ra-
CTPO3HTEpOJiOra MO MNOBOAY racTpoAyOLeHWUTa,
CMHAPOMA UMKANYECKOW pBOTbl (MHPY3MOHHas Tepa-
NUs TNHOKO30-COJIEBbIMU pacTBOpamMu, GypasonunaoH,
FANLMH, MOTUANYM, HO-LINa). [pn yayylleHMm cocTo-
SHUS MO HaCcTOsITe/IbHOW npocbbe mMaTepw BbINUCAH
LOMOW. Yepe3 1 Hepento NOCTYNMA B MYyAbMOHONO-
rmyeckoe oTAeNeHue C ANMarHo3oM «Annepruyeckas
KpanuBHMLA@», Noay4yan XxnoponupamuH, fekcamerta-
30H. Mpu obcnepoBaHMK BbiABIEHbI 3NEKTPOJINTHbIE
HapyweHusa (kaanin — 6,01 mmonb/n (3,5-5,3), Ha-
Tpun — 123,8 mMmonb/n (135-148)) 1 BbipaxKeHHoe
CHUMKEeHNe ypoBHS KopTusona — 2,1 mr/an B 8.00,
1,8 mr/an B 20.00 (3,7-19,4). KoHCynbTUPOBAH 3HAO-
KPMHOJ/IOrOM, C AMarH030M «XpOHMYecKas nepsBuyHas
HaANOYEeYHNKOBAsA HEAOCTaTOUYHOCTb. KpUNTOpXu3Mm
cnpasa. JIOMHbIA KPpUNTOPXM3M cneBa» ANS Aafb-
Helwero neyeHuns (3amMecTuTenbHas Tepanus raoKo-
N MWHEpPanoKOpTUKOMAAMU) MepeBefEH B AeTCKoe
3HAOKPUHONOrMyeckoe otaeneHne. C uenblo yTou-
HEeHWS AMarHosa B NJAaHOBOM NOpPsiAKe MauMeHT bbin
HanpasfieH Ha rocnutanusauunio B ®rey «HMUL, sH-
LOKpWHONOrMm» MuHsapaBa Poccuun, rae 6bin B3AT
aHann3 KpoOBM Ha MONEKYNAPHO- FeHeTU4Yeckoe uc-
cnepoBaHue (onpepeneHne MyTaumin B reHe DAX1)
no 6naroTBopuTesbHO nporpamMme «Anbda-3HAO».
TaKk¥e HanpasneH aHanau3 Kposu B MIHL Ha raso-
BYIO XpoMmaTorpaduio nnasmbl KpOBU ANS onpejene-
Hua OAUMK (c uenblo UCKAOYEHUS X-CLEMJEHHON
agpeHonekoancTpodumn).

MauneHT A., 7 net. AHaMHe3 Xu3HW. ¢ 1 ropa
4 MecsiueB BOCMUTbIBAeTCH Yy OMekyHa. AHaMHes
3aboneBaHnsi: C paHHero BoO3pacTa OTMevaeTcs
cnaboCTb, CHUMKEHHbIN anneTuT, HW3KMe NpubasKu
B Bece, pBOTbl. HEOAHOKPATHO HaxoAWACH Ha cTa-
unoHapHoM nedeHun B UPB c amarHosom «JMXKBI,
racTpuT». YXyAlleHUe COCTOfiHMEe 3a 2 Hejenu
LO rocnuTanMsauMm B BMAE OTKasa OT enbl, ro-
JIOBHbIX 60nei, yacTton pBOThbI, cnaboctu, 316Ko-
CTW, MOTEMHEHWUS KOMHbIX MOKPOBOB. HanpasneH
Ha KOHCynbTauuio K HespoJsiory B N'bBY3 «bpsiHCKas
obnactHad peTckas 6osbHMUa», 3anofo3peHa
XHH. Mocne nocnepywuwen KoHCynabTauum Aet-
CKOro 3HAOKPMHONOra pebEHOK C AMarHosom
«XpoHuYecKaa nepeBmyHas HaanovyeyHMKoOBas Heno-
CTaTOYHOCTb. AApeHanoBblii Kpu3. [ABYCTOPOHHWUN
KpMMATOPXU3M» OblA roCAMTanM3upoBaH B LETCKOe
3HAOKPUHONOrMYECKOe OTAeneHue ANs AanbHenwwe-
ro fieyeHuns (3amecTuTeNbHas Tepanus raOKoO- N MU-
HepaJsiokopTuKomnaamu). Mpy NOCTyNAEHUN: rMnepKa-
nvemuns po 5,48 mmons/n (3,5-5,1), runoHatpuemms
no 116,3 mmonb/n (135-150). B ganbHenwem B nna-
HOBOM MOPSAKE NAaLMEHT NPOXoAna foobcienoBaHme
B OFBY «3HAOKPUHONOMMUYECKUINA HAYUHbIN LLEHTP»
MwuHsapasa Poccuu. MpoBefeHO MOJIEKYNAPHO-Te-
HeTMUYeCcKoe nccnegoBaHue, BbiiBAeHa FOMO3UIOT-
Hasa myTauna p.R188 C B reHe STAR.
3akiroyeHue

[eTy n noApoCTKKU, POXMAEHHbIE [0 BHeApeHus
HEeoHaTa/IbHOro CKPUHWUHIa, HY»KAATCA B NpUCTaib-
HOM BHWMaHWW CO CTOPOHbI YYacTKOBOro neauartpa.
Mpu u3yyeHUU aHaMHesa XWU3HW, HaIUYUW Xapak-
TEPHbIX MPOSIBAEHUI HAAMOYEUYHUKOBON HepocTa-
TOYHOCTM, HE0bXOAMMO CBOEBPEMEHHO HanpasiATb
nauMeHTa Ha KOHCY/NbTaLMio K eTCKOMY 3HAOKPUHO-
nory. CBoeBpeMeHHas AMArHOCTUKa U JleyeHune no-
3BONSET HE TOJIbKO COXPaHWUTb KWU3Hb, HO U CO34aTb
BCE YyCNOBUSI AN HOpPManbHOro pasBuTua pebéHka.
Onpepensis NPUUYNHY HaAMOYEYHUKOBOM HeA0CTaTou-
HOCTW, BO3MOM¥HO TOYHO MPOrHO3MpoBaTb U Npeay-
npexaaTb pasBuTue ApYrMxX CUMNTOMOB 3abosieBaHuA
y naumeHTa.

KoHmakmHoe nuyo: EneHa BnadumupoBHa [anaza-
HoBa, 3aBedyouwjas 0emcKUM 3HOOKPUHON02UYECKUM
omoeneHueM [bY3 «bpsHcKas obnacmHaa Oem-
cKas 6osibHUUa», e/aBHbIll BHewmamHbili demckuli
cneyuanucm — 3HOOKpuHoso2 [lenapmameHma 30pa-
BOOXpaHeHUs bpsHcKol obnacmu, bpsiHCK, Poccusi.
TenegpoH: +7 (980)-335-90-74

e-mail: egalaganova@mail.ru
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JdHMHaMHKa pOCTOBBIX
IOKa3aTeJIeH y IalHeHTa
C CHHApPOMOM MopHaKa

H.A. loH4yapoBa, N.A. EpeMuHa, E.A. Ceuko, T.J1. Kypaesa,
B.A. NeTepkKosa, A.H. JlanteB

OrbY «HaunoHanbHbI MEAULIMHCKUA UCCNEA0BaTENbCKUI LEHTP
HAOKPUHONOTUN» MVIHMCTepCTBa 34paBooOXpaHeHNAa
Poccuiickoii ®epepauum, r. MockBa

CaxapHblit agnabet 1-ro Tvna (CA1) saBaseTcs oAHUM
13 GaKTOpPOB pMCKa 3amMeaNeHus pocTa. Mo faHHbIM in-
TepaTypsbl, Y AeTel C NJOXUM MMINKEMUYECKUM KOHTPO-
NeM HabnoaaeTCs CHUMKEHNE CKOpoCTK pocTa. OAHUM
M3 Takux NpUMEpPOB SBASETCA CUHAPOM Mopuaka,
KOTOPbIA pa3BMBaeTCa NpU XPOHUYECKON AEKOMMEH-
caumu yrneBoAHoro obMeHa W xapaKTepusyeTcs 3a-
LepXKOM pocTa, 3a4acTylo COMNPOBOXAAOLLENCH OT-
CTaBaHWEM MOJ0BOr0 CO3peBaHus, rernatoMeranmei
C MUWUKOreHHOW renatonatuven. HeratuBHoe BAUSIHWE
NOBbILEHHOI0 YPOBHSA Caxapa KpOBW Ha TEMIMbI POCTa,
no-BUAMMOMY, yCyrybaseTcsi BO BPEMS MOJIOBOrO CO-
3peBaHUa — nepuoga akTUBHOIMoO pocTa.
KnuHuyeckuit cnydamn

MauuneHT Y., 17 net. PaHHee pa3BuTue 6e3 ocobeH-
HOCTel. HacnenCTBEHHbI aHaMHe3 MO 3HAOKPUHO-
naTuAM He OTAroLeH; poct matepn — 156 cMm, pocT
otua — 180 cM, ueneBOn pocT ManbumKka 174,5 cm
(SDS = -0,03). CA1 c anabeTMyecKnM KeToaumao30M
AnarHocTupoBaH B 4 roga. IHMumnpoBaHa MHCYINHO-
Tepanus (Jinsnpo v Maprut).

B 12 net npu nepBuyHOW rocnutanmsaumm HbA1c
7.7 %; KonebaHus rnvkemum ot 2,0 ao 20 MMoAb/A.
PocTt 137,2 cm (SDS =-1,8), Bec 33 kr (SDS MT =-0,2),
BblpaKeHHble IMNOANCTPOOUN B MECTaX BBEAEHUS UH-
CYy/IMHA Ha XMBOTE U Arogmuax, neyeHb +2-3 CM HUXKe
npaBoi pebepHoON Ayrun, NoJioBoe pa3BuTUE TaHHep
2 (P2G2). BbisiBneHbl axorpaduyeckme NnpnusHaku yese-
JINYEHNs pasMepoB NeyYeHu U CeneseHKkn, AuarHocTu-
poBaHa AucTanbHas amabeTnyeckas noanHenponatums
(AA4MN), ceHcopHbIA TUMN. JOCTAaTOUYHOW KOMMeHcauumn
yrneesogHoro obmMeHa AOCTUYb He YAA/NOChb, B CBA3U
C BbICOKOV BapnabenbHOCTbIO FIMKeEMUU.

B 12,5 roga KonebaHus TrAMKemMum OT 2 40
33 mMmonb/n. PocTt 138,7 cm (SDS =-1,7), coxpaHs-
nncb Aannoauctpodmm B MecTax BBEAEHWUS WHCYNU-
Ha, neyeHb +6-7 CM HUXKe NpaBoi pebepHon Ayru,
nonosoe passutne TaHHep 2 (P2G2). HbA1c 9,9 %.
N®dP-1123,4 Hr/mn. KocTHblh BospacT (KB) 8 nerT.
ACT 1000 Ea/n (5-34), ANT 896 Ea/n (0-55), ITT
252 Ea/n (12-64), yBennyeHune nevyeHu no pesysnbra-
TaM Y3W, anarHoctupoBaH Hecneunduyeckuini peak-
TUBHbIN renaTuT. MapKepbl BUPYCHbIX renatutoBs B,
C, E, A oTpuuaTenbHble. HasHayeHa Tepanusa ypcoae-
30KCMX0ANBON Knucnotoli. Mpu Boinnucke ACT 42 Ea/n,
ANT 87 En/n, ITT 156 EA/n. YunTbiBas 3a4€PHKKY po-
CcTa npu HopManbHoM ypoBHe N®P-1, oTcTaBaHue KB,

NpuU3HakKkKW remnaToMeranvu c renatonatuen y pebeHka
C ANNTENbHO AEeKOMMEeHCAUNe yrneBoaHoro obme-
Ha, 6bl1 AMarHoCTUPOBaH CMHAPOM Mopuaka.

B 13,5 ropa HbA1c — 8,3 %, Nnp13HaKu renaTtomera-
IV NpY HOPManbHOM YPOBHE NeYeHOUYHbIX TpaHCaMun-
Has3. OTMeuyanocb HapacTaHue 3aJepXKun pocTa (pocT
141 cm (SDS = -2.1), oTCyTCTBME NPOrpecCUpPoBaHmUs
nosioBoro cospesaHua (NosioBoe pasBuTME TaHHep
2 (P2G2)) npn HopManbHOM ypoBHe NOP-1 (271 HI/mn)
n KB 10 ner.

B TeueHue nocnepytowmx 1,5 roga oTMeyanochb
nporpeccupoBaHune 3afep:KKku pocTta u nybepraTa:
B 15 neT pocT 150,4 cM (SDS = -2,4), TaHHep 2 (P2G2),
KB 11,5 roaa, HbA1c 10,9%. Pa3Mepbl NneyeHn CooT-
BETCTBOBa/Jin BO3pacTHOM HopMme. K 16 rogam pocTt
165,6 cM (SDS = -1,2), TaHHep 4 (P4G4), HbAlc —
9,3% npu CHWXeHUN BapunabenbHOCTU T[INKEMUN.
K 17 roaam nauueHT AOCTUr MOKasaTenen LeneBo-
ro pocta — 171 cm (SDS = -0.6), TaHHep 5 (P5G5),
HbA1c 7,9-9,8%. N3 anabeTuyecKnx OCIOKHEHWIA
oTMeyanach Tonbko AAIM.
3akiroyeHue

[aHHbIA KAVMHWYECKUA Ccaydyal SBASETCA SPKUM
NPMMEpoOM 3a[epKKM NMHENHOro pocTa U MNoJ0BO-
ro cospeBaHus y pebeHKa C CMHAPOMOM Mopuaka.
HecMOTpsi Ha OTCYTCTBME 3HAYMMOr0 yayUlleHns yrie-
BOAHOro obMeHa, oueHnBaeMoro no yposHio HbA1 c,
naumeHT K 17 rogam AOCTWUI MnoKasaTenen Leneso-
ro pocta. 1o AaHHbIM IUTEpaTypbl AeTH, NoayvatoLwme
WHTEHCUPULIMPOBAHHYIO CXEMY WHCYJINHOTEpanuio
COBPEMEHHbIMU WHCYAMHAMK, AOCTUralT LEenesoro
KOHEYHOro pocTta, B HE3aBUCUMOCTU OT [IMKEMUYe-
CKoro ctaTtyca. O4HaKo HapyLeHNs TMHENHOro pocTa
y aeteii ¢ CA1 TpebyioT perynsipHoi oueHKn dusmue-
CKOro pasBuTus.

https://doi.org/10.14341/MGSPPE-2023-25

KJIMHHUYECKHH cay4dan
AHarHocTukH KapHHu-KOMIIJIeKca
y MalMeHTa C paHHHUM gebioToM
cHHApoMa HueHKo — KyInuHra

®rbY «HaunoHanbHbIN MEAULIMHCKWIA UCCNefoBaTeNbCKUIN LEHTP
9HAOKPUHONOrMN» MUHUCTEPCTBA 34paBOOXPaHeHns
Poccuitickon ®epepaunm, r. Mockea
BeepneHue
KapHu-KOMMIEKC — reHeTuyeckoe 3aboseBaHue
C ayTOCOMHO-AOMWHAHTHbLIM TWUMOM HacneaoBaHUA,
CBsI3aHHOE C MyTaLWsIMU B FeHe PeryasaTopHoOi a-cyob-
eanHMUbI NpoTenHKkMHa3sbl A (PRKAR1A). TouHas pac-
NPOCTPaHEHHOCTb MaToJIOrMn HeusBecCTHa, OAHaKo
B MMpe 3apernctpmposaHo okono 750 cnydaes cpeau
npeacTasuTenen passiMuHbiX STHUYECKUX FPyNm.
HesHAOKPUHHbIE cocTasgoLme 3aboneBa-
HUSA BKIKOUAIOT B Ce6S1 KOMKHblIE MPOSIBJIEHUS B BUAE
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CBOPHUK TE3UCOB

MOHe}(yHHPHO-PeHeTI/I‘{ECKI/Ie HCCIeOBaHUA BIIPAKTHUKe NEeTCKOI'0 SHAOKPHUHOJIOra

NEHTUIMO3a, MHOMECTBEHHbIX BECHYLUEK, roaybbix
HEBYCOB, MATEH LBeTa «Kode C MONOKOM», KapAauo-
JIOFMYECKY0 NaToNIOrMI0 — MUKCOMbI Cepala, Kapau-
oMMonaTum, TakKe obHapyKeHa B3aMMOCBA3b C BO3-
HWKHOBEHWEM KMLLEYHOro noannosa.

N3 3HAOKPWHHBIX KOMMOHEHTOB ualle Bce-
ro BCTpeyvaeTcs nUrMeHTHas MUKPOY3€enKo-
Bas rmnepniasus Kopbl HAANOYEYHUKOB C CUHAPOMOM
NueHko — KywwuHra (CUK), KpyNHOKNETOUHbIE Kalb-
LMHUPOBaAHHbIE ONYX0NW KneTok CepTonu, onyxonu
LWATOBUAHOMW U MONOYHON Xenes, pexe — ropMo-
HaNbHO-aKTMBHbIE afgeHOoMbI rmnodusa. CUK BcTpeva-
eTCs KpanHe peaKko n coctasnaeT 15-20% sHAoreH-
HOro CMHApPOMa runepKkopTULM3Ma y AeTei.

MNpeAcTaBNEHHbIA  KAWMHMUYECKMIA Cay4dyald YHUKa-
NleH paHHuMM pebtotoM CUIK B couyeTaHMM C Makpo-
KanbLMHO30M TECTUKYJ, YTO NO3BOJNAO 3aN0A03PUTb
M NOATBEPAUTbL Halnyme MyTtauuum B reHe PRKARTA.
OnucaHue KNUHUYeCKOoro ciay4as

MauneHT M., ypoxeHeu TaaXwukucTaHa, Bnep-
Bble obpaTtuncsa B ®re6Y «HMUL, sHAOKPUHONOTUM»
B Bo3pacTe 9 fieT c XKanobaMum Ha NPOrpecCcUBHbLIN
Habop Maccbl Tena, 3aLep)KKy pocTa, rUnepnur-
MEHTaLMIO0 KOXHbIX MOKPOBOB, MOBbLILEHHYO NOT/IN-
BOCTb.

MoaobHbie XKanobbl NOABUANCE B BO3pacTe 4-X JieT.
BpayaMy no MecTy KuUTenbCTBa AWArHOCTUPOBaHO
LeHTpasbHOE NpexAeBpeMEHHOE NON0OBOE pa3BUTUE,
Mo NOBOAY Yero, NnauMeHT NoJyyan Tepanuio aHanora-
Mun TH-PT fo HacTosLwen rocnutanmMsaumun.

Mpu noctynneHnn B8 HMUL, sHaoKkpuHonorum obpa-
Lann Ha cebsi BHUMaHWe: BblpaxKeHHas 3a/epKKa po-
cta (pocTt 114 cM, SDS pocTa: —-3,58), oxupeHue (Bec
40 kr, UMT 30,7 kr/m2, SDS UMT: +3,40) c nepepac-
npeseneHVeM NOAKOKHON KUPOBOW KNeT4aTKM No ab-
AOMUHANBHOMY TUMY, KKIMMAKTEPUUYECKUIA TOPOUK»,
CMYT/Ible KOMHbIE NMOKPOBLI C YEPHbIM aKaHTO30M B 06-
NIaCTU Weun U NOAMbILLEYHbIX BNagMHax, Haiuume neH-
TUIFO Ha CKNepe npaBoro rnasa, NPU3Hakm yCKOpeH-
HOro NONOBOro passutuaA: Tanner 3, anukm no 10 M,
HanMyMeM nanbNaTopHO onpeaenseMbiX YNAOTHEHUS
B JIEBOM SIYKE, KENE3NCTOM TKaHN — B 061acTu rpya-
HbIX Kesie3. ApTepuanbHoe AaBfieHne C TeHAEHUMEN
K noBblWeHMo Ao 125/80 MM pT. CT.

Ha ocHoBaHWW HapylleHUs CYTOYHOW CeKpeuun
KopTtusona (605,7 n 679,7 HMONb/N B PaHHUE YTPEH-
HME W BeYyepHMEe 4Yacbl, COOTBETCTBEHHO), HMW3KOIO
AKTT npu oueHke putMma (1 nr/mn npu HopMe oOT 7),
a TaKXe BbICOKOro CBOOOAHOrO KOpTU30/ia@ CYTOM-
HOW Mouum 6bln noaTBepxaeH AKTI-He3aBUCUMBIN re-
He3 runepkopTuumsma. Mo AaHHbIM MynbLTUCNUpPaNb-
HOWM KOMMNblOTEPHOW TOMOrpadumn 6pIOLWHOK NOAOCTH
C 3abpOLWMHHBIM NPOCTPAHCTBOM BU3yaan3nMpoBaHa
NBYXCTOPOHHAS y3ejKOoBas runepnnasvs Haano-
yeyHuKoB. MpoBefeHHOE YyNbTPa3ByKOBOE MCCNeno-
BaHMe MOLUIOHKN, 0B6HapyXuno obpasoBaHua oboux
SIMMEK C MHOXECTBEHHbIMW MaKpoOKaJibLlMHaTaMu.
Ha ocHOBaHWM BbllleNepeyncneHHbIX pes3ynbLTaTos
obcnepoBaHmA 3anoao3peH KapHu-komnnekc.

Mpwn cekBeHnpoBaHuu no CaHrepy B reHe PRKAR1A
0bHapyXeHa BEpPOATHO NaTOreHHasi reTepo3nroT-
Has MyTauus B 3-M 3K30He, NPUBOAALLAA K Aeneuunu
1 HyKneoTuaa 1 CABUTY PaMKM CUMTbIBAHUS C Npex-
[LeBpeMeHHOM TepMNHaLLIMen TpaHCcnaLnmM Yepes 29 Ko-
LLOHOB. PebeHKy npoBeAeHa 0aHO3TanHas ABYCTOPOH-
HAS afpeHansKTOMUA C NOoC/ieAYOLWMM Ha3uHaYenem
3aMecTUTeNbHON Tepanuen MUHepano- U FNIOKOKOP-
TUKOUAAMU.
3aKknioyeHue

KapHU-KOMMNAEKC — MYNBTUCUCTEMHOE reHeTuye-
CKoe 3abosneBaHve C BapuabesbHOW KAMHUUYECKON
CMMNTOMaTMKOW, UTO npeanonaraeT MexAncuMnIn-
HapHoe BeAeHWe Takux 60nbHbIX. MpeacTaBAEHHbIN
KNAMHUYECKMI Cnydalh oOTpasKaeT Ba*KHOCTb paH-
Heln MONEKYNSIPHO-FeHEeTUUYECKOW BepupuKaumm n ne-
yeHna KapHu-KoMnekca.

Knrouesble cnoBa: KapHM-KOMNAEKC, MPOTEUHKMHA3a
A, cMHAPOM NUueHKo — KyLiunHra, runepkopTuLmnsm
KonmakmHoe anuyo: [Ipeuka [lonuHa CepeeeBHa,
Bpauy-opouHamop — 0emcKuli 3HOOKpuHosnoe, @Iy
«HMUL sHOoKpuHono2uu», MocKsa, Poccusi.

TenegpoH: 8 (926) 997-43-25

e-mail: polinkagrechka3012@gmail.com

https://doi.org/10.14341/MGSPPE-2023-26

CuHappoMm Kennu — Kadodu
2-ro THUIIA: KIMHUYEeCKHH
cay4yau

'OrBY «HauMoHaNbHbI MEAULIMHCKUIA UCCNefoBaTENbCKUIA
LLEeHTP 3HAOKPUHONOrMN» MUHUCTEPCTBA
3ApaBooxpaHeHns Poccuinckonn depepaumun, r. Mockea

20rAQY BO «KpbIMCKMii deaepanbHblii YHUBEPCUTET
nmeHun B.N. BepHaackoro», MeanunHckas akagemms
nmeHun C.W. feopruesckoro, Pecnybavka KpbimM

BeepeHue

CuHapoMm KeHHu-Kapodum 2-ro tmna — ayTocoM-
HO-AOMWHaHTHOE 3aboneBaHNe, BO3HMKAIOLLLEE BCNEA-
CTBUE reTepo3nroTHOM MyTauuu B reHe FAM111A, Ko-
Anpylowmin benok-npoteasy FAM111A, npuHuMatoLLen
yyacTtue B penaunKkaumm JHK. XapaktepHbiMn coCcTas-
JNIAIOWMMUM CUHAPOMA ABASAIOTCA BblpaKeHHasd npo-
nopumoHanbHaa HU3KOPOCNOCTb, YTOJILLEHNE KOpbI
M CTEHO3 MO3roBOro BellecTBa TPybuaTbiX KOCTEN,
3a/lepKKa 3aKpbliTMa 60AbWIOro poaHWYKa, aHoMa-
K rnas, rmnonapaTtupeons, HOPMabHbIN MHTENEKT.

YacToTa BCTpeyaemMoCTU He U3BECTHA, B MeAULUNH-
CKOW nuTepaTtype 3apeructpmposaHo MeHee 60 noa-
TBEPMKAEHHbIX C/y4YaesB.
OnucaHue KIMHUYECKoro ciay4das

MauueHT E., 11 net, Habnwopaetca B ®rbY «HMUL,
3HAOKPUHOJIOrMM» C 9-NeTHero BospacTta no nosoay
3a/EepXKM poCTa, nporpeccupytowero Habopa mac-
Cbl Tena, KpMNTOpXM3Ma, CNlaboCTU M MOBbILUEHHOM
yTOMJISeMoCTU. VI3 aHaMHe3a U3BecTHO, uTo ¢ 1 roga
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OoTMeuaeTcs OTCTaBaHue B pOCTe, B Bo3pacTe 2,5 roaa
YCT@HOB/MIEH CYBKAMHWYECKUA TUNOTUPEOD3, WHU-
uMMpoBaHa Tepanus  JIEBOTUPOKCMHOM  HaTpus.
B 5 net pebeHOK nepeHec CTBOJNOBOW MUenosHueda-
T Bukepctadda.

MepBas rocnutanusauns B ®rey «HMUL, sHaoKpu-
HoJlIorMn» cocTossachk B UoHe 2021 roga B Bo3pacTe
9 net. OTMeyanacb 3ajep:ka pocta (SDS pocta —
2,87), nsbbiTouHast Macca Tena (SDS MMT+2,9), akpo-
MUKPUS, FMNonnasus suuek, Kpuntopxusm. B xoge
obcnepoBaHMs  BbISIBIEHO OMEPEXEHMe KOCTHOro
BO3pacTa Ha 3 roga. B ropMmoHanbHOM npodune: Hop-
MasibHbIn ypoBeHb WOP-1 (162,9 Hr/mn), oTcyTCcTBME
pebuumta Apyrux TPOMHbLIX FTOPMOHOB ageHorunodu-
3a. JMarHoctMpoBaH CyOKAMHMYECKUA runonapaTtu-
peos (MNTIr — 8,27 nr/mn, Ca** 1,08 MMonb/n, pochop
1,75 MMOnb/N), CTEHO3 AJIMHHBbIX TPybuaTbiXx KocTel
no AaHHbIM peHTreHorpaduu. Mo pesynstatam KT ro-
JIOBHOrO MO3ra BbiiBNeHa aHoManum ApHonbaa-Kuapu,
NpW3HaKu runonnasmm runodumsa MMKpodTanbMums.

YunTbiBas coueTaHve NpM3HaKoB (3aZeprKKa pocTa,
MeAYNNSPHbIA CTEHO3 AJIMHHBIX TpybuaTbiX KOCTEMN,
rmnonapaTupeos, MuKpodTanoMusi) y pebeHka 6bin
3anofo3peH AuarHos — cuHApoM KeHHU-Kapou
2-ro Tvna.

lNpoBeneHo cekBeHMpoBaHue reHa FAM111A, no pe-
3y/ibTaTaM KOTOPOro BhISIBJIEHA paHee ONvMCaHHas Be-
POSITHO MaToOreHHa MyTauus, NPUBOASALLAS K 3aMeHe
c.1706G>A B reTepo3nUroTHOM COCTOSAHUN.

BBuay HebnaronpuaTHOrO pOCTOBOro MPOrHO3a,
B Bo3pacTe 10 neT, Obl0 NPUHATO peLleHne o Npob-
HOW TepanuuM pPEKOMBUHAHTHLBIM TOPMOHOM poO-
cTa. Ha npoTaxeHun 4 mecaueB pebeHOK nonyuyan
ComaTtponuH B pose 1,2 mr/cyt (0,033 Mr/Kr/cyT),
O[HAKO M3-3a NOSIBAEHWUS BblpaMKeHHbIX MOOOYHbIX
3QpeKTOB B BMAE NOBbLILEHUS TeMNepaTypbl Tena, ro-
JIOBHbIX 6osield, no3a npenaparta 6bina CHUXKEHA, 3a-
TeM npenapaT oTMeHeH. Ha ¢poHe Tepanun npubaska
B pocTe cocTtaBuna 7,1 cMm.

Mo pesynbTaTaM nocnefHern rocnuTanmsauunm
(B Bo3pacTe 10,5 roga) coxpaHaeTcs 3a/epkKa pocTa
(SDS pocTa -2,21), 3K30reHHO — KOHCTUTYLMOHab-
Hoe oxupeHue (Bec 43,3 kr, SDS UMT 2,91), ymepeH-
HOe onepereHne KocTHoro BospacTta (11-11,5 ropaa
npu nacnopTHoM Bo3spacTe 10,9 roaa). B ropmMoHanb-
HOM npoduie: MEANKAMEHTO3HbIA 3yTUPEOD3, COXpa-
HsieTCs CYyOKIMHUYECKMIA rMnonapaTmMpeos.

BbiBOAbI

Cpean MHoroobpasus cMHApPOManbHbIX GOPM HU3-
KOpPOCNOCTW B COYETaHUU C runonapaTtupeosoM fB-
NSIeTCA BaMKHbIM OLEHKa (EeHOTUMNUYECKUX 0COobeH-
HOCTE M BO3MOMHbIX MOPAMEHWA APYrux OpraHoB
N CUCTEM ANS MOJNEKYNAPHO-FEHETMUYECKON Bepupu-
Kauuun npeacTaBieHHOro 3aboneBaHus.

KnwoueBble cnoBa: cuHApoM KeHHu-Kaddu, reH
FAM111A, runonapaTnpeos, HU3KOPOCAOCTb
KoHmakmHoe anauyo: [Tpedka [lonuHa CepeeeBHa,
Bpay-opOuHamop — odemckuli 3HOOKpuHonoe, @by
«HMWL] sHOoKpuHOM02UU», MOCKBa, Poccusi.

TenegpoH: 8 (926) 997-43-25
e-mail: polinkagrechka3012@gmail.com

https://doi.org/10.14341/MGSPPE-2023-27

KJIMHHUYECKHH cay4dan
THIIOXOHAPOILJIa3HH

0.U. F'ymeHioK, A.l. BennmoBa, M.3. lary»ueBa,
10.B. YepHeHKOB

®rAOY BO «CapaTOBCKMiA rOCyAapCTBEHHbI MEANLUHCKUN

yHuBepcuTeT umeHn B.. PasyMoBCKoro» MmHuctepcTtea

3paBooxpaHeHns Poccuitickon ®epepauum, r. CapaTtos
BeeneHue

MMnoxoHaponnasua — peakoe HacneaCTBEHHOe
3abosieBaHne M3 rpynnbl XOHAPOAMCHIA3MIA C ayTo-
COMHO-AOMWHAHTHLIM TUMOM HacseAoBaHUA, Xapak-
TepusyoLleecad HU3KOPOCNOCTbID, HEeNnponopuuno-
HaNbHbLIM TENOCNIOKEHNEM, KOHTPAKTYPOM KPYMHbIX
CyCTaBOB, aHOMaausMK 4epena, acCouMmpoBaHHOE
C NaToreHHbIMN BapuaHTamu reHa FGFR3.
MaTepuanbl n MeTOAbI

MpoBeaeH aHanMs nctopun 6onesHu n obcnenoBa-
HMe nauuneHTa, 2012 . p. BbinoAHEeHO NONHOEe CEKBEHU-
poBaHWe reHoOMa B MeAMKO-reHeTMUYecKon naboparto-
puUn «3BOreH» Npu noaaep*Kke 61aroTBOpPUTENbHOMO
doHAa MeAMKO-COoLMaNbHbIX TEHETUYECKMX NMPOEKTOB
noMoLn «FreHOM HU3HU».
PesynbTaTbl

Manbuuk,2012r.p., poanncs oTnepeoii bepeMeHHO-
CTW, NPOTEKalOLLEl C Yrpo30i npepbiBaHns, Ha GOHe
aHeMuun, recTtosa, BarmHuTa, rncopwasa, npu Cpoke
37-38 Hepenb. Poabl 1, cpoyHblie, NyTEM onepauumu
KecapeBa ceueHWsA M3-3a KOCOro MoOJIOXKEHUA Na04Aa,
KPYMnHOro naoaa u MHoroeoaus. Macca Tena npu po-
*waoeHnm 4330 r, panHa — 55 ¢cM, oueHka no Anrap
8-9 6annos. C 3-4 net oTMe4YeHa BblpaXeHHas 3a-
[LepXKa pocTa. BnepBble obcnegoBaH B BO3pacTte
8 neT, Korga pocT U KOCTHbIN BO3pacT COOTBETCTBO-
BaNn 4 ropaM. VicknwoueHa coMaToTponHasa HepocTa-
TOYHOCTb, TUMOroHagusM, runotupeos. [llpu wmar-
HWTHO-PE30HaHCHOW ToMorpadumM ronoBHOro Mosra
BbIIBJIEHA KapTMHA YMEepPEeHHbIX apaxHouAaNbHbIX U3-
MEHEHU IMKBOPOKMCTO3HOI0 XapaKkTepa, KUCTbl Npo-
3payHoli Meperopoakn, petpouepebennsapHon apax-
HoMAAnbHas KNCTK, rMnonnasum runopusa. Pogutenn
CpefHero pocTta, y MaTepu yMCTBEHHas OTCTanoCTb
(nHBanua petcTtea). JaHHble ocMoTpa: pocT 123 cMm,
Macca Ttena 35 kr, SDS pocTa -4,2, UMT 23,13 Kr/m?,
SDS UMT +2,2 (oxupeHue I cteneHn, BO3, 2017).
YMCTBEHHOE pasBUTWUE COOTBETCTBYET BO3pacTy.
DeHOTUN: HU3KOPOCOCTb, LUMPOKas NepeHocuLa, Win-
POKMA GUNBTP, CKOLIEHHbIA NOADBOPOAOK, KYPHOCHINM
Hoc, 6o/blUMe YLK, HEMPOMOPLIMOHaNbHOE TENOCO-
EHMEe, KOPOTKME KOHEUHOCTU, M3BLITOYHO pa3BuTas
NOAKOMHO-}MpPOBasa KnetyaTka. [py NONIHOreHOMHOM
CEKBEHMPOBAHUN OBHApyXeH paHee He OMNUCaHHbIN
B JInTepaType BapuaHT B reTepo3nroTHOM COCTO-
AHMN B 3K30He 4 mn3 18 reHa FGFR3, npuBoasALni
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K runoxoHaponnasuu. [pu MONEKyNnsapHO-reHeTu-
yeckoM obcnefoBaHUM poauTenelt MyTauuum B reHe
FGFR3 He BbISBNEHO, YTO MOATBEpXAaeT cTaTyc de
novo MmyTauuun y npobaHza.
3akiroyeHue
KnnHuueckuii cnyyain 4EMOHCTPUPYET KNaccuyeckue
CMMMTOMbI FMMoOXoHAponaasmmM (HU3KOPOC/OCTb, He-
NPONOPLIMOHaNbHOE TENIOCNOMKEHME) Y NaUMeHTa, Noa-
TBEPXKAEHHOW MOJIEKYNSAPHO-FEHETUYECKUM METOA0M.
3HaHUSA KAUHUYECKOM CUMMATOMAaTUKK FMNOXOHApOnna-
31K HeobxoanMbl ans anddepeHunanbHON AMarHocTu-
KW C axoHapoamcnnasunei, ¢ 3a6o01eBaHNAMU 3HLOKPUH-
HOW CUCTEMbI, NPOSABASIOLLUMUNCA HU3KOPOCIOCTLIO.
KnioueBble cnoBa: runoxXoHAPOAMCNNA3USA, HASKO-
pocnocTb, reH FGFR3
KoHmaxkmmHoe nuyo: lymeHiok Onbea ieopesHa, OoueHm
Kaghedpbl 2cocnumansHolU neduampuu U HeEOHamoJo2u-
uu @raoy BO «CapamoscKkul MY um. B. . PazymoB-
CKo20» MuH30paBa Poccuu, Capamos, Poccus.
TenegpoH: +7 (917)-204-19-55
e-mail: saroshum@mail.ru

https://doi.org/10.14341/MGSPPE-2023-28

CuHapoM MakKpioHa —
OnbpaiiTa — Bpaiiuesa

TAY3 «/[leTckas pecnybankaHcKkas KanHuyeckas 6onbHMLa
MuHUCTEpCTBa 3paBoOXpaHeHust Pecnybivkm TatapcTaH,
r. KasaHb

20re0y BO «KasaHCKWIA rocyaapCTBEHHbI MeANLIMHCKUIA
YHUBEPCUTET» MUHMUCTEPCTBA 34paBo0OXpaHeHmns Poccuiickom
depepaunm», r. KasaHb

BesepeHune

CuHapoM MakKbtoHa — Onbpaiita — bpaliuesa
(MOB) — pepKoe reHeTMyeckoe 3abosieBaHue,
obycnoBneHo crnopaaunyeckon nocT3mroTuye-

CKon MyTaumenn B reHe GNAS, KoaupyloLeM anb-
da-cybbeanHmuy Gs curHanbHOro 6enka, Ans KoTo-
pOro XxapakTepHbl pasfiMyHble SHAOKPUHONATUN.
MaTtepuansl n MeToAbI

AHann3 KANHNYECKOro cayyas nauneHTa c oTpaxe-
HMEeM 0COBEeHHOCTEN TeUeHUs peaKoro 3aboneBaHus.

PesynbTraThbl
Poantenun pebeHka 1 roga 9 Mec obpatmamnch C xa-
nobaMn Ha HapylleHMe MOXOAKM — MaJibuMK cTan

npuxpambiBaTb Ha NpaByto HOry. Mpu peHTreHosor-
YeCKoW peBM3NN 06HapPYHKEHbI MHOMKECTBEHHbLIE 30HbI
LECTPYKUMM B KOCTSAX HUMHUX KOHEYHOCTEN C Hanu-
UMEM MATKOTKAHOr0 KOMMOHEHTa, OYaroB CKAepos3a,
NaToNOrMYEeCKMA MNEepPenoM roN0BKM U LUENKU npa-
BOW 6eapeHHON KocTu. MpoBeaeHa OTKpbITas bruoncus
M3MEHEHHON TKaHW, TMCTOJIOrMUYECKOE 3aKjloueHue:
dnbposHas aucnnasva. B cBfsM C noao3peHuem
Ha cuHApoM MOB y pebeHKka NoApo6bHO OLLEHEH 3H-
NOKPUHHBIA CTaTyC: BbIBJEH HEWMMYHHbIN Cy6KIu-
HUYECKUIA TUPeoToKcMKko3s — TTT 0.04 mliU/ml (0,7-
5,97), T4 ce 22.6 pmol/l (12,3-22,8), T3 7,8 nMonb/n

(3,8-7,2), aHTuTena K peuentopam TTr 0,49 (0,0-
0,97. BbINOJIHEHO FEHETUUYECKOE UCCNefOBaHMeE» —
NaToONOrMYEeCKMX BapuaHTOB, B TOM 4YUCAEe WU TeHa
GNAS, He obHapyeHo. B Bo3pacTe 3-x feT AnarHo-
CTUPOBAH 3aKPbITbI NATONOMMYECKUIA KOCON NePeom
NleBol beapeHHOM KOCTM co cMmelleHueM. MNpu aAnHa-
MWYECKOM 06CnefoBaHMM MOATBEPMKAEHbI COXpaHs-
lOLIMECA M3MEHEHUS TUpeouaHon OyHKuum — TTI
<0,01 MKME/mMn T4 16,55 nmonb/n, T39,46 nMonb/n
(3,8 -7,2), npn HeonpeAenseMoil KOHLUEHTpaUMUX aH-
TMTeN K peuentopam TTT (<0,8 ME/n), Apyrux narto-
JIOFMYECKUX OTKJOHEHWI B FOpPMOHasibHOM npodunie
He 3aperncTpuMpoBaHo. [AWHaMMKa aHTpPOMoOMeTpu-
YECKMX AaHHbIX COOTBETCTBOBAJia BO3PACTHbIM HOP-
mam (SDS pocta 0,12; SDS cKopocTu pocTta +0,0;
SDS UMT -1,0), Koxka — 6e3 o4aroBou runeprnurMeH-
Tauuu, WKWTOBMAHAA efesa nanbnatopHO He yBe-
NnyeHa, YCC 117-127 B MUHYTY, AUUYKN 3 MA, NOJIO-
Boe passutue I no wkane TaHHepa. Mpu PKT ronossl
BbISIBJIEHbI MHOMKECTBEHHbIE O4arn Gubpo3HO-KMCTO3-
HOW AMUCNAA@suun, CyKeHue NeBblIX BUAMEBOrO KaHana
N Kpyrnoro otsepctus. B cBasn ¢ npucoeanHeHnem
CTOMKOW TaxukapAuMu Hadata Tepanus TMamasosioM
2,5 Mr B CyTKW, NponpaHononoM 1 Mr/Kr B CYTKW.
HecMoTps Ha oTcyTCcTBME Yy nNauumeHTa Hambonee xa-
paKkTepHbIX CMMNTOMOB 3abosneBaHus (NSTEH UBeTa
«KOode C MOJIOKOM», MpexAeBPEMEHHOrO M0JIOBO-
ro pasBuTKSA), NATOFEHHbIX BapMaHToB reHa GNAS 6bin
AnarHocTmposaH cuHgpom MOB.
3aKkntoyeHue

[aHHbIl caydad AEMOHCTPUPYET BO3MOMKHOCTb Be-
pudrkaumm amarHosa cuHapoma MOB B oTCyTCTBME
BbISIBNE€HHbIX FEHETUYECKNX OTKNOHEHWUIA.
KoHmakmHoe nuyo: aldynnuHa Mapusa Pycmemos-
Ha, K.M.H., doyeHm Kagedpbl 3HOOKpuUHoioauu Orboy
BO KI'MY M3 P®, KazaHb, Poccus
3aBedyrowas omoeneHueM, Bpady — 0emckuli 3HOOKpu-
Hoso2 omodeneHus s3HOOKpuHoaoauu MY3 PKb M3 PT,
KaszaHb, Poccus
TenegpoH: +7 (960) 045-67-79
e-mail:zizi97@mail.ru

https://doi.org/10.14341/MGSPPE-2023-29

IIpobyeMa oXHUpeHHsA Yy 60JIBHBIX
c CHHApoMoM JlayHa

Kasaxckuit HaunoHanbHbli YHUBEpcUTeT MMeHU Anb-Papabu,
r. AaMaTsl

AKTyanbHOCTb

YactoTa cuHapoma [ayHa yBennymBaeTcs B 3a-
BMCMMOCTM OT BO3pacTta Martepu, 1:2000 B 20 ner,
1:100 B 40 ner, 1:30 B 45 net. B KazaxctaHe B 2014-
2016 . KonnMuecTBo 60JbHBIX C CUHAPOMOM [ayHa
Ha 100000 petelr yBenmuunocb Ha 15%. Mo paH-
HbIM oOnpoca, NpoBefeHHOro B I AnMate, B 99
(869%) 13 115 cemein He ObIIO BbISIBAEHO NMaToornm
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BO BpeMs bepeMeHHOCTU. B 95 % ciyyaeB 3TMON0OMMU-
e cunTalT NOJIHY Tpucomuio. To ecTb Npu Menose I
(70%) wvnn npu Meiose II (20%) obpasyetcs Tpu-
COMUSA M3-32 HEMOJHOIO PaCXOXAEHUA XPOMOCOM
nocne onnaoAoTBopeHus. Kpome TOro, BCTpeyaroT-
CA TpaHC/J0oKaunoHHas Tpucommsa 21 (3-49%) 1 Mo3a-
nuHas Tpucomma 21 (1-2 %).
MaTtepuan n metopabl

KnnHuuecknin cnyyai: [leBouka, 09.02.2011 ¢ cuH-
ApoMoM [JlayHa, oT 6-ii bepeMeHHOCTM, 5-x poAoB.
Y MaTepu npu 6epeMeHHOCTW bObln onpepenieH puUCK
CpefiHeln CTeneHW O BO3MOMHOCTWU y pebeHKa CUH-
ApoMa [ayHa. OT cneunpoBepKu OTKasanacb. B BO3-
pacTe 43 neT Matb poaunsia NyTeEM KecapeBa CeyeHus
Ha 42 Hepene 6epeMeHHocTU. Bec — 3650 r, pocT —
53 cm. HacneacTBeHHOCTb He oTaroweHa. Het nctopum
annepruun. Kapuotun: 47, XX, +21/46, XX (80%:20 %).
Tpucomus no 21 xpomocome, Mo3anyHas Gopma.
PesynbTaTbl M 06CyXAaeHMe

Pesynbratbl aHanusos: TTI — 3,49 (0,27-4,2);
CBobogHbii T4 — 9,22; [NOKO3a HaToWwak —
5,9 Mmonb/n; MoKosa yepes 2 yaca — 7,1 MMonb/n;
NHcynnH B KpoBu — 35,1 (2,6-24,9); NHaekc Homa-
7,9 (3,0-re peiin); Koptnson — 252,0 (171,0-536,0);
MMUKMpoBaHHbIA remornobuH — 6,0 %; JINHMN — 2,6;
anBn — 1,8; T — 1,2. PekoMeHayeMble Jsieyeb-
Hble MeponpuaTusi: cobaloaeHne auetol 1200 Kkan.
Cton N° 8 (usberatb cnanocTeit, rasmpoBaHHbIX Ha-
MATKOB, KpacuTenel, 6aHaHOB, KYKYpy3bl, MYYHbIX
N3LENINNA, MUPHOW, KapeHoW NULLKN. YBeANYbTe KOu-
UeCcTBO QPYKTOB, OBOLLEN, MACHbLIX MPOAYKTOB, MO-
JIOYHbIX NPOAYKTOB). MnNaBaHWe, BOAHbIE NPOLLEAYPbI.
He meHee 8-10 yacoB HOYHOro cHa U He MeHee 1,5-
2 YyacoB AHeBHOro cHa. logomapun 100 Mkr 1 Tab.
Cuodop 500 mr 1 TabneTtka/3 pasa.
BbiBOoAbI

B KasaxcTaHe HeT perncTtpa no opdaHHbIM 3abo-
neBaHusAM. TaKKe HeT accoumaunmn 60bHbIX CUHAPO-
MoM [layHa. MNMauueHTbl ¢ cMHAPOMOM [layHa, uMeto-
LLNE CKAOHHOCTb K OXUPEHWUIO, AONKHbI HAXOAUTbLCSA
noa HabloAEHNEM SHAOKPUHOJIOra.

https://doi.org/10.14341/MGSPPE-2023-30

CHHOpPOM HacCJIeACTBEeHHBIX
raparaHrJIuoM 4-ro THIIa:
OINMHCaHHe KJIMHHYEeCKOro

ciayudas

A.A. Ix>kamanyauHoBa, J1.C. CosaeBa, M.A. KapeBa,
10.10. Cokonos, A.B. AHuKunes, [.H. BpoBuH

OrbY «HaumoHanbHbIN MEANLIMHCKUIA MCCNEef0BaTENbCKUIA LLEHTP
3HAOKPUHONOrMKU» MUHUCTEPCTBA 34paBOOXpaHeHns Poccuiickon
depepaunu, r. Mockea

Lenb
OnTnMmMsauma MeToA0B ANArHOCTUKN U JIeUEHUSA rop-
MOHaNbHO-aKTUBHbIX HEMPO3HAOKPUHHBIX OMYXONEN.

BeeaeHune

MaparaHriMoMbl — 3TO peKMe HEMPO3HAOKPUHHbIE
OMyX0JiM, BO3HMKaKLWMEe U3 CMMNATUUYECKMUX UIN na-
pacMMnaTUUYeCKNX HEPBHbIX raHrames. KnuvHuueckas
KapTWMHa 3aBUCUT OT JiOKanusauum naparaHrinoMbl
W cekpeuun KaTexonamumHoB. B 85% cnyuaeB na-
paraHrinoMbl SIBASIKOTCA TOPMOHANbHO aKTUBHbIMU
N KJVHUYECKM MPOSABASAIOTCA apTepuanbHOW runep-
TEeH3Wenl, Taxukapaven n ApPYyruMu npusHakamu ums-
bbiITKa KaTexonammHoB. Jo 40% cnyyaeB Bcex na-
paraHrimoM accouumMpoBaHO C Hac/leACTBEHHbIMU
cuHapoMamu. [laHHoe cooblieHMe NOCBSILLEHO OMn-
CaHWI0 napaaopTanbHOM MNaparaHrIMOMbl B paMKax
CUHAPOMA HacneACTBEHHbIX NaparaHrainom 4-ro Tmna
BCNeACTBME MyTaumum B reHe SDHB, KoaupyloLlem
CUHTE3 CyKUMHaTaernaporeHassl B. MaparaHrnnomsl
npu AaHHbIM CUHAPOME XapaKkTepusytoTcs bosee 3/10-
KaueCTBEHHbIM TEUEHNEM U TEHAEHLMEN K MeTacTaTn-
YecKoMy npotueccy.

OnucaHue KNNHUYecKoro cny4yas

Manbuuk, 14 net. Bnepeble obcnenoBaH B 13 net
no MoBOAY *anob Ha MOBbIWEHME apTepuasbHoO-
ro pasnenus (AA) no 200/110 MM pT. CT., conpo-
BOXJalolleecs TOWHOTOW M PBOTON, YyuyalleHHbIN
nyabC, YyacTble roNoBHble 60/Ku. BbiABAEHO MNOBbI-
lWeHne YypOBHS HOpajpeHasuHa B CYTOYHOW Moue
(550 Mkr/cyt (15-80)) npu HOpMajbHOM YpPOBHE
ajpeHasuHa. Y naumeHTa 3anofo03peH0 Hanudue
KaTexolaMnH-CeKpeTnpyoLLen onyxoaum, HoO No AaH-
HbiM KT 1 MPT 6pIOLWHO NONOCTM N 3abPIOWIMHHOIO
npocTpaHcTBa 06beMHble 06pasoBaHNs 4OCTOBEPHO
He BU3yannsmpoBanucb. B BospacTte 14 net 6bin ro-
cnutanusnposaH B HMUL sHAOKPUHONOIMNK C LENbIO
YyTOUYHEHMS noKanmsauum obpas3oBaHua 1M nNposese-
HUA XUPYPrUYECKOro NeveHus.

Ha MoMeHT rocnutanusauum: pocTt 172 cm (SDS
0,8), Bec 61 kr, UMT 20,62 kr/m?> (SDS 0,61), A
135/80 MM pT.cT. (Ha ¢OHe TepanuuM AOKCA303M-
HOM), Taxukapauns (112 ya/mMuH). JlabopaTopHble Te-
CTbl: MOBbILEHWE HOPMeTaHEPPNHOB CYTOUHON MOUM
10 6048,9> MKr/cyT, MeTaHepuHbI B Npeaenax Hop-
ManbHbIX 3HayeHui. C uUenbld BU3yaamsauuu ony-
XONN, CEeKPeTUpYIOLLEel KaTexonaMuHbl, NpOBeAeHa
cunmHTurpadma c 123I-meTanofbeH3nNryaHUAMHOM
(MIBG) ¢ O®3KT-KT: o6HapyeHO 3abploLmnH-
HOoe MSrKOTKaHHOe 06pasoBaHMe MapaaopTasbHO
cnpaBa pasmepaMm 33x21x32 mMm. [locne npepBa-
puTeNbHOW NpefonepaunoHHONW MNOAroTOBKM Mpe-
napatamm anbda- u 6eTa-agpeHObONOKATOPOB na-
napoTOMUYECKMM [OCTYNOM NpOBeAEeHO yhaleHue
naparaHranomel cnpasa. Mopdosornyeckas KapTuHa
COOTBETCTBOBaNa BHEHAAMNOUEYHMKOBOW MaparaH-
rnanome (3 6anna no wkane PASS). B nocneonepauu-
OHHOM nepuoje ypoBHW MeTaboMTOB KaTexosaMu-
HOB B MOYe HOpManu3oBanuUCb, OTMEHEHa Tepanus
aapeHobnokaTopamu.

MaunMeHTy nNpoBeAeHO uccaefoBaHMe  MaHe-
JIN TEHOB, acCOLUUMPOBaHHbLIX C pasBuUTUEM (Geoxpo-
MOLMTOM U NaparaHrinom, MeETOAOM CEKBEHUPOBAHUSA
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C/lefyoLLero NoKoneHus n B reHe SDHB B 4 3K30He 06-
HapyeH naToreHHbI BapuaHT €.343C>T, p.Arg115Ter
B reTepo3snroTHOM MNOJIOKeHUW. MauneHTy AmarHo-
CTUPOBaAH CUHAPOM HacneACTBEHHbLIX MaparaHrinom
4-ro Tuna.

WccneposaHne reHa SDHB npoBepeHo MaTtepwu
nauneHTa, He WMEIOWeNn KAUHUYECKMUX nNposBie-
HWUIN 3aboNneBaHKA, Y KOTOPOI TaKKe BbiSIBNEH Bapu-
aHT ¢.343C>T B reTepo3snroTHOM COCTOSIHUWN B reHe
SDHB. 3annaHnMpoBaHo AeTanbHoe obcnefoBaHue Ma-
Tepu nauneHTa.

BbiBOAbI

OnuMcaHHbIN cnyyanm UANKCTPUPYET KAUHUYECKYHO
3HAUMMOCTb QYHKUMOHANbHOW BU3yanausaumm un re-
HETWUYECKOro TeCTMpOBaHWA AN NauueHTOoB C napa-
raHrnmoMamm n GeoxpomMouuToMaMu, 4YTo MoMoraer
B BbIbOpe ONTMMasbHOrO JleYeHNs 1 peanmsaumm co-
OTBETCTBYIOLLEV MpOrpamMmbl HabnwaeHUs 3a nauu-
eHTaMu N YleHaMn UX CEMbMU.

KnioueBble cnoBa: CUHAPOM Hac/eACTBEHHbIX Na-
paraHrnivom 4, naparaHranoma LyKkepkaHans, red
SDHB; cyKuuHaTaermaporeHasa
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CHHOPOM pe3HCTeHTHOCTH
K THpPEOHHBIM 'OPMOHaM:
ONMHCaHHEe KJIHHHYEeCKHX
cay4aeB

PrbyY «HaumMoHanbHbIN MEANLMHCKUIA NCCNef0BaTENbCKUN LLEHTP
3HAOKPUHONOrMKU» MUHUCTEPCTBA 34paBOOXpaHeHnsa Poccuiickon
depepauunn, r. Mockea

Lenb

OnucaHue KANHUYECKUX CaydyaeB CUHAPOMA pesu-
CTEHTHOCTM K TUPEOUAHbIM ropMoHam (CPTT).
BesepeHune

CPTI — pepnkoe HacneacTBeHHoe 3aboneBaHwue,
XapakTepusytouwieecs CHUMXEHNEM YyBCTBUTESIbHOCTHU
TKaHel K TUpeouaHbIM ropMoHaMm. B 3aBucuMocTn
OT reHeTuyeckoro paedeKkta 3aboseBaHuWe [AennNTCs
Ha 2 noatTvMna: anbda — CBA3AH C MyTaLUsSMN B TeHE,
KoaupyloLwem anbda-peLentop TUPEOUAHbIX TOPMO-
HoB, THRA, 6eTa- cBsi3aH C MyTaLUsIMU B FeHe, KoAMpY-
toweM beta-peuenTop TUPEOUAHbLIX FOPMOHOB, THRB.
Y yacTu nMaumMeHToB C KAWHUKOW CPTI-6eta MoryT
He 06HapyXMBaTbCA reHeTUYecKme aedpekTbl B Ucce-
AyeMblx reHax. [laHHoe cooblieHne nocesLleHo be-
Ta-BapuaHTy 3abosneBaHus, AN KOTOPOro XxapakTep-
Hbl 306, TaxuKapauMsa U CUHAPOM TUMNEPaKTUBHOCTMW.
JTabopaTopHO COCTOsIHME NPOSBAAETCA MOBbILWEHU-
€M YpOBHei cBoboaHoro TupokcuHa (cB. T4) n cBo-
6onHOro TpuiioaTMpoHMHa (cB. T3) Npu HOpMaJibHOM
WA NOBLIWEHHOM YPOBHE TUPEOTPOMNHOro ropMoHa
(TTr). Ana CPTr-6eta xapakTepHbl 306, Taxukapans
N CUHAPOM rMNEepakTUBHOCTU.

OnucaHue KJIMHNYeCKUX cy4yaes

NauueHT 1. Manbuuk, 10 neT, ob6cnenoBaH no no-
Boay aAeduumTa BHUMAHMWSA, MOBLILEHHON MOTINBO-
cTn. [aHHble ocMmoTpa: pocT 149,7 cm (SDS +2,7),
MT 44,8 kr, UMT 19,9 Kr/m2 (SDS +1,67), wWntoBUNA-
Has Kenesa (LX) yBennueHa pao I cT, nerkas taxu-
Kapausa (90-96 ya/MuH), HOPMOTOHUS.

[aHHble NnabopaTopHbIX TECTOB: CB. T4 22,9 nMoNb/N
(11,2-18,6), ¢B.T3 9,7 nmons/n (4,1-71), TTr
1,62 MME/n (0,51-4,82), aHTutena (AT) K Tupeone-
pokcupase n peuentopy TTI He noBbiweHbl. 10 AaH-
HbiM Y3/ LLUM: obwmii obbem 8,2 cM3, CTpyKTypa
HeoAHOpoAHasA. TMpPeoTpPONMHOMa UCKJKOUYEHA NO pe-
3ynstataMm MPT rosioBHoro mosra. llaumeHTy ycTa-
HoBneH anarHo3 CPTI. B reHe THRB BbifiBNeH paHee
He OMMCaHHbIA FreTepo3nroTHbIM BapuaHT €.918A>C,
XapaKTepPU3YLWMNCSA KaK NaTOreHHbl. Y poantenen
[aHHbI BapuaHT He 06HapyXeH. MauneHT HaxoamnTcs
noa HabnaeHNEM, IeYeHNs He NoayyaerT.

MauveHT 2. [eBouKka, 14 net, Habnwopanacb
c 6 5neT no noBoAy Taxukapauu, 6biO BbisiBAE-
HO noBblWeHWe ypoBHei cB. T4 o 63,5 nMonb/n,
cB.T3 p0o 6,5 HMOnb/n npu ypoBHe TTI
3,7 MKME/MA, HU3KUX 3HAUEHUAX aHTUTEN K peuen-
Topy TTI. B TeueHWe HECKOJIbKUX JieT nepuoauye-
CKM noaydana Tepanuio NponuaTUOypauniom u Tu-
amMas3on0M, Ha GoHe yero OTMe4yanoCb MOBbILIEHUE
ypoBHa TTI go 55 MKME/mn. B Bo3spacte 10 net
3anopospeH CPTI, nauueHTKe OTMeHeHa Tepanus
aHTUTUPEOUAHbIMN NpenapaTtamu, HO B reHax THRB
n ALB (reH anbbyMuHa) WM3MeHEHWn He 0OHapy-
eHo. TupeoTponuHOMa WCKAKYEHa Mo pesynbra-
TaM MPT ronosHoro mo3sra. lNaynmeHTKe ycTaHOBJIEH
CPTT 6e3 reHeTuMyeckoro aedekta. Poantenn naun-
E€HTKW 340pOBbl, eCcTb yBeanyeHue LXK y Heckonb-
KUXPOACTBEHHUKOBMNOOTLOBCKONANHUK.[TpOBOANTCSA
CEeKBEHMpOBaHMe 3K30Ma NauneHTKIW. MocneaHee 06-
cnepnoBaHue B BospacTte 14 net: pocTt 164,3 cm (SDS
+0,61), MT 66,8 kr, UMT = 24,8 kr/m? (SDS +1,58),
yBennuyeHue WUToBUAHOM Xenesbl Ao II cTtenexHu, Ta-
xukapaunsa (90-97 ya./MuH). JlabopaTOpHble TeCThI:
cBT4 29,9 nMmonb/n (11,2-18,6), cB, T39,22 nMonb/n
(41-71), TTr 0,97 MME/n (0,51-4,82), AT K peuen-
Topy TTF n TNO He noBbiweHbl. Y3 LWMK: obwunit
obbem 100 cM3. Mo noBoAy TaxMKapAWM HasHaue-
Ha Tepanus 6eTa-aapeHobnokaTtopamu. OT Tupeou-
LOKTOMUN pELUEHO BO3AEpPHKaTbCH, yUUTbIBAA CHAOXK-
HOCTW KOMMEeHcaumn runoTupeosa y nNauneHTOoB
c CPTT. MpoponxeHo HabnwoaeHue, npu nporpec-
cvn pasmepos LM byneT peweH BONpoc o Tupeon-
LIKTOMUN.

BbiBOAbI

OnucaHHble Cnyyan WAIOCTPUPYIOT KAUHUYECKYIO
W reHeTn4yecKkyto reteporeHHocTb CPTI v nosbiwakoT
OCBEJIOMNEHHOCTb O [aHHOM pPEeAKOM HacneACTBeH-
HOM CUHAPOME.

Kniouesble cnosa: CUHAPOM PE3NUCTEHTHOCTU K TU-
peouaHbIM ropMOHaMm, reH THRB, peuenTtop TMpeoua-
HbIX TOPMOHOB, 306
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MyJIbTHAUCLUIIIHHAPHBIH
MOAXOM K ZUATHOCTHKE
U JIEYEHHIO ITpeXgeBpeMeHHOro
I0JIOBOT'O Pa3BUTHS
LIeHTPaJIbHOT'O reHesa,
aCCOLIHHPOBAHHOIO
c HelipoubpoMaTo30M 1-ro THIA

' ®rAQY BO «KpbIMCKUil depepanbHblil yHUBEpPCUTET
vMeHun B.W. BepHaackoro», MeanUmMHCKasa akaaemums
nmeHn C.W. leopruesckoro, r. Cumbepononb

OrbY «HaumoHanbHbI MEANLUHCKUA NCCNeA0BaTeNbCKUI
LLeHTP 3HAOKPUHOOrMM» MuHncTepcTBa
34paBooxpaHeHns Poccuiickol ®eagepauum, r. MockBa

AKTyanbHOCTb

MpexaeBpeMeHHoe nosioBoe passutne (MMNP) —
OLHO 13 Hanbosiee cepbe3HbIX HapyLleHWA NOA0BOIO
CO3peBaHua y AeTeil, KOTOpOoe xapakTepusyeTtcs no-
SIBIEHVEM BTOPUUHbIX NOMOBbLIX MPU3HAKOB Y leBOYEK
[0 8 neT ny ManbumnkoB A0 9 net [1]. icTuHHas dopmMa
faHHoro 3aboneBaHusa 0bycnoBaeHa paHHeN akTuBa-
uMen runotanamo-runodusapHoin CUCTeMbl, BChen-
CTBME Yero NpoUCXoAnUT CTUMYNALUUS FOHaA roHaao-
nmbepuHamn.,

PaccMaTpuBaeMblii KAIMHUYECKNIA CayYvanl yHUKaneH
3TMONOrNYeCKNM cybCcTpaToM NosSiBAEHUSA FOHaA0TPO-
nuHsasucumoro MMP, @ UMEHHO HannumneM y pebeH-
Ka rMOMbI, NoKanusytowenca B obnactu gHa TpeTb-
€ro Kenaygouyka M XxvmasMasibHO-ONTMYecKon obnactu
B coyeTaHuun ¢ HelipodubpomaTtosom 1-ro tnna (6o-
Nes3Hb PeKkNvHrxayseHa), MMelLero ayToCoOMHO-40-
MWHAHTHbIA TN HacneaoBaHus [2].

OnucaHue cay4das

BrnepBble MaTb A€BOYKM obpaTunacb K 3HAO-

KpuHoOMOry B OKTAbpe 2019 roga c Kanobamwu

Ha yBeJIMYeHNe MOJIOYHbBIX ¥enes, NosiBJeHNe 0BOJIO-
CEeHUsI B aKCUMANSIPHbIX 06acTax M Ha NobKe, cneun-
dunyeckuin 3anax noTa, CHUMKEHME 3peHust, NabunbHo-
CTb HaCTPOEHMUs, 3NN30Abl HAaCUILCTBEHHOIO CMEXA,
MOBbILLEHHbIA anneTuT, n3bbITo4yHasa Macca Tena.

B Hosibpe 2019 r., B BO3pacTe 5-Tn net pebe-
HOK 6bl1 roCcNMTann3npoBaH B 3HAOKPMHONOIMMYECKOE
OTAE/NIEHME C LeNbl0 YTOYHEHUS TeHe3a MpeXaeBpe-
MEHHOro MOJIOBOro pasBUTUS U BepudMKaumm ana-
rHosa.

N3 aHaMHe3a W3HWM MW3BECTHO, 4YTO pebeHoK
oT 1-ii ¢msmonormyeckon bepeMeHHOCTU, poamCS
B CPOK CO CpPeAHVMK aHTPOMOMETPUYECKMMM MOKa-
3aTensmu. C poxaeHus Ha Koxke pebeHka oTMeua-
I0TCS MHOMECTBEHHbIE, Pas3/IMUHOro pasMepa NsATHa
no TNy «Kkode C MONOKOM» B 06/1aCTW LIEN, CMIUHBI,
MMBOTA, KOHEYHOCTEW. BbiCTaBNEH AWMArHO3 Hemn-
po¢mnbpomatos 1 Tuna (6bonesHb PeKkNMHrXxayseHa).
HacnencTBeHHOCTb MO AaHHOMY 3ab0/1EBAHUIO OTArO-
LLLeHa Mo MaTePUHCKOWN NMHMK: 6oNe3Hb NPOC/exRMBa-
eTcs y matepu, 6abyLwku n TeTu.

MpyW NOCTYNAEHUN B KNNHMKY: BO3pacT pebeHKka 6 net
3 Mecsaua. Poct 119 cm (SDS pocTta +0,43), MaccaTena —
31,5 kr, UMT 22,1 kr/M? (SDS MT +2,88), MNoBbILLEHHOTO
NUTaHWs, ABUraTesibHas M 3MOLMOHabHas pacTopMo-
KEHHOCTb, NEPUOANYECKN NPUCTYMNbI HACUIbCTBEHHOIO,
HEMOTMBMPOBAHHOIO CMexa, CAOBapHbIA 3anac HUuKe
BO3PAaCTHOIO YPOBHS, MPOAYKTMBHOIO KOHTAKTa HET.
Ha Koxke obunve nATeH pasinUYHOW BEANUYUHBI MO TUMY
«Kode C MOJOKOM» B MepeyncieHHbIXx o0bnacTsx.
NIMeloTCs  KAMHWYECKME MpPU3HAKM MperaeBpPeEMEHHO-
ro MOJI0BOr0 PasBUTUSA: YBEINYEHWNE MOJIOYHBIX KeNes,
rMnepnurMeHTaumsa apeos, aapeHapxe B akCUINSPHbIX
obnactsax 1 Ha nobke (Ax2 P2 Ma2 Mel) — 2-a ctagus
nonoBsoro passutua — TannerlIl.

PeHTreHorpapusa neBoi KNCTU: KOCTHbIA BO3pacT
ornepeKaeT NacnopTHbIA Ha 1 roa 5 mecsaues.

YnbTpa3ByKoBOe WUCCNefoBaHWe OpraHoB MaJo-
ro Tasa: MaTka UWIVHAPUYECKU-TPYLUIEBUAHON dop-
Mbl, LUEEYHO-MaTOuYHbIA yron GopMmupyeTcs, pa3me-
pbl MPEBLIWAIOT BO3PACTHY HOpMY (62x15x12 MM).

Tabnuua 1. lopMoHanbHble Nokasatenu (27.11.2019r.)

FopMoH PesynbTar PedepeHcHble 3Ha4YeHus
TTr 4,28 MEa/n 0,4-5,0 MEa/n
T4 cBO6OAHbIN 11,58 nMonb/n 10,0 -23,2 nMonb/n
KopTtuson 1076 HMONb/N 160-660 HMONb/N
MponakTuH 1621 MEa/n 67-726 MEn/n
17-0OH nporectepoH 7,44 Hmonb/n 0,1-2,7 HMONb/N

Ta6auua 2. Mpo6a c roHaA0TPONUH-PEeSIN3UHI-ropMOHOM (TpunTopenuH 0,1 Mr n/K)

BasanbHbIV ypo-

CTUMYNMPOBaHHbIN

CTUMYNMPOBaHHbIM

BeHb roHajoTpon- YPOBEHb
YpPOBEeHb roHagoTpon- PedepeHcHble
FopMOHbI HbIX FOPMOHOB roHafoTPOMHbIX FOPMO-
HbIX FOPMOHOB 3HayYeHus
(no BBeaeHus HOB
(yepes 4 yaca)
TpUNTPEIMHA) (yepes 1 yac)
nr 1,16 21,59 27,09 0,03-3,9 MME/Mn
0,6-8,7
oCr 15,01 30,51 53,59 MME/Mn

28-29 mapTa 2023 r.
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MOHe}(yHHPHO-PeHeTI/I‘{ECKI/Ie HCCIeOBaHUA BIIPAKTHUKe NEeTCKOI'0 SHAOKPHUHOJIOra

Tabnuua 3. FopMoHabHble NOKasaTe I roHaA0TPOMNHbIX FOPMOHOB Ha ¢poHe Tepanuy TPUNTOPEJSIMHOM

(yepes 3 Mecsiua)

FopMOHbI PesynbTar PedepeHcHble 3Ha4YeHus
nr 0,74 MME/mMn <3,9
»Cr 2,18 MME/Mn 0,1-11,3
MponakTuH 64,1 Hr/Mn 1,6-13,1
ScTpaavon 9,8 HMONb/N 6-27

JHAOMETPUN INHENHbIW. [TpaBbli AMYHUK pa3Mepamu
21x9 MM, neBbii — 23x10 MM. CoaepaT ao 8-10 ¢pon-
JINKYNOB ANaMeTpoM 40 3 MM.

MarHuTHo-pe3oHaHCHass Tomorpaéusi rosnoBHO-
ro mosra (MPT 'M): BbisiBJieH 006beMHOE 06pa3oBa-
HMe JIeBOr0 3pUTENIbHOIO HepBa, XWa3MasbHO-Cen-
NpHOW obnacTu € pacnpocTpaHeHMeM Ha TanaMyc,
3-11 Kenynouek, MO30JINCTOE TeN0, NPO3payHyto nepe-
rOpoAKYy 4O YPOBHS Tea 60KOBbIX ¥enyaoukos. MNocne
BHYTPMBEHHOINO KOHTPACTHOrO YCUNEeHMs OTMeuvaeT-
C WHTEHCMBHOE HaKoNJeHWe rafgofvHUA OnyXoJibio
B BuAe OTrpaHM4YeHHbIX yyacTtkoB o 10 MM. B Mo03-
euKke O06WWpPHbIE TUNEPUHTEHCUBHbIE B T2 30HbI,
KoTopble Hanbosiee COOTBETCTBYIOT CMNOHIUA0OPOPM-
HO MuenonaTuun, XxapakTepHoOn Ana Henpodmnbpoma-
To3a 1-ro Tuna.

YuuTbiBas BbiluensnoxeHHoe BepuduumnposaH
AVarHos: runepPyHKumMsa runodmnsa: UICTUHHOE NPeXK-

AEBPEMEHHOE TMOJIOBOE  pasBUTUE  LEHTpasb-
HOrO reHesa, TrOHaAOTpoONUH3aBucumoe. [u-
nepnposiakTUHEMUS. 06beMHoe obpasoBa-

HMe ronoBHOro mosra. OxunpeHue 2-n cteneHun c UMT
22,1 Kkr/m? (SDS WMT+2,88). HelipodmubpomaTos
1-ro Tuna. 3ajep)Ka MNCUXOPEUYeBOro pasBUTUSA.
AMbnnonus obounx rnas.

HasHaueHa Tepanua TpuntopenvHoM (andepenu-
HoM) B go3e 3,75 mMr 1 pas B 28 fHell BHYTPUMbILLEY-
HO. YunTbiBas Hannume ob6beMHoro obpasoBaHus ro-
JIOBHOTO MO3ra, ANs AafibHEMLEro fieyeHns pebeHoK
nepeBefeH B OTAEJIEHNE OHKOreMaToa0rnn, rae NHu-
uMmpoBaHa nonmxummotepanus (MNXT) no NpPoOTOKO-
ny SIOP LGG co cTaHAapTHOW uHAyKuwmel (nNokasa-
HUA ANA ONepaTMBHOMO JieUeHUs B AaHHOM Cliyyae
He 6bi/10).

MOBTOPHbIV OCMOTP 3HAOKPMHOJIOra Yepes 3 mMecs-
ua (nocsne 3-x UHbEKUMI andepennHa): oTCyTCTBYET
nporpeccupoBaHne BTOPUYUHbLIX MOJOBbIX MPU3HAKOB,
LOKYMeHTMpOBaH aonybepTaTHbIl ypoOBeHb FOHano-
TPONMHOB

OvHamuueckoe  HabnwoaeHve  3HAOKPUHOJOra
yepes 6 MecsaueB (mocne 6-TM MHbEKUMIA audepenmHa):
O0TMEeYaeTCs perpecc BTOPUYHBLIX MOJIOBbIX MPU3Ha-
KOB: 3aMETHO YMEHbLUMACA pa3Mep MOJIOYHbIX XKeJes,
yMeHblNAaCb TrUMNepnurMeHTaunss apeonos, ucyes
cneumdunyeckmnii 3anax nota. PebeHoOK cTan afekBat-
HO pearmpoBaTb Ha NpoOMCXOAsLlee, NPEKPaTUIUCh
NPUCTYNbl HACUJIBCTBEHHOIO CMEXa, HOPMaaM30BaCs
anneTuT. 3aperucTpupoBaH cTtabunbHo ponybeprat-
HbliA YPOBEHb FOHAA0TPOMNHOB.

Yepesnontoparoaanocae cTapTaTepanuum TpunTo-
peNVMHOM NPOAOAKAETCA perpecc BTOPMYHbIX NOJOBbIX

NPU3HAKOB: MOJIOUHbIE Kene3bl He MNanbMupyrTCs,
OTCYTCTBYET afipeHapxe B aKCUAASIPHbIX 0bnacTax,
yMeHbLUMNAch CTENEHb OBOJIOCEHMSA B 061acTu fiobKa:
Ax 1P 2 Ma 1 Me 1 (Tanner II).

YMeHblWMAach pasHuUa KOCTHOroO M MacnopT-
HOro Bo3pacTa (KOCTHbIA onepexaeT MNacrnopTHbINA
Ha 1roa). Mo AaHHbIM yNbTPa3BYKOBOIro UCCAEA0BaAHUS
opraHoB Masoro Tasa (Y31 OMT): maTka 26x12x6 MM
(Bo3spacTHas HopMa (27-37)x(13-19)x(5-9)), 3HAO-
MEeTpWUn 3 MM, NpaBblid ANYHUK 22x12x112 MM, neBbli
ANYHUK 21x12x13 MM Ponnukynbl oo 2 MM, Ao 6-Tn
B OHOM cpe3e.

PekoMeHAOBaHO MPOAOJIKUTL Tepanuio TpunTope-
JIVHOM MO BbllleyKa3aHHON CXeMe C KOHTPOJIEM YPOB-
HA JIT, ®CI, nponakTuHa 1 acTpagmona.

Ha ¢oHe npoBegeHHoN MXT no gaHHbiIM MPT 'M
HabnoaaeTcs yMeHblUEHWE pa3sMeEpPOB BCEX OMyXone-
BbIX 04YaroB, B TOM 4YMCJ/Ie 1 O4ara B 3a4HUX oTaenax
XnasManbHoON obnactu. PEKOMEHAOBAHO MPOAOMKNTD
KOHcoanaupyowyio MXT.
06cyKaeHue

MAOP sBnsieTcA reTeporeHHblM 3aboneBaHueM.
CoBpeMeHHble MeToAbl MCCAeAOBaHMA MO3BOJUN
YCTaHOBUTb LEeNbIA psag 3TUONOTMYECKUX (GakTopoB
B passuTum MNP, ycTaHOBUTbL reHes akTuBauuun run-
noTanamo-runodusapHoO-roHafHon cucTemol. B cBoto
oyepesb NOABUINCH HOBble BO3MOXHOCTU NedeHus
[aHHOro 3aboneBaHus.

Cpean MHoroobpasva npuyunH UcTUHHoro [MMP
B OTAENIbHbIX CAy4yasx AuarHocTupyetcs ontuye-
CKas rnvMoMa, nokanusyloulasaca B o06iactv xvasMmsl
M AHa 3-ro *enyaouka.

ONUCaHHBbIN KAWMHUYECKUIA Clyyal AEeMOHCTpUpy-
€T nNpuMep Takol onyxonan Ha poHe CUCTEMHOro 3a-
boneBaHns — Helipodmbpomartosa 1-ro tuna (60-
Ne3HN PeKNNHrXay3eHa).

MaHudecTaums 3aboneBaHua cTapToBana C Mo-
ABNEHNA BTOPUYHbLIX MONOBbLIX MPU3HAKOB Yy AEBOY-
KM B BO3pacTe 5-Tu fieT B BMAE YBEJINYEHUS MOJOY-
HUX Kesie3, OBOJIOCEHUA B aKCUNAPHbIX obnacTtax
N Ha Nobke, cneuudpuuyecknin 3anax norta. CnycTs
HECKOJIbKO MecsLeB MNpUMCOoeAuHMNAcb HEBPONOrn-
yeckas CUMNTOMaTMKa: ABuratesibHas pacToOpMO-
EHHOCTb, 3MOUMOHANbHAs NabuNbHOCTb, CHUMKEHUE
3peHus, Nnepuoamnyeckne NpuUCTynbl HACUIbCTBEHHO-
ro cMexa.

C uenbld AMArHOCTMKM 3TMONOTMYECKUX oak-
TOPOB M NATOreHeTUYECKUX MEexaHW3MOB pa3BU-
Tns 60N€3HM B AAHHOM KOHKPETHOM cJiyyae 6bin
BblbpaH MyNbTUAUCLUNAVHAPHBIA NOAXOA K Bepu-
dvKaumm amarHosa.
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OcHoBononarawwmMMm MetTogamm obcnenoBaHms
JaHHOro naumeHta ctaau: MPT ronoBHoOro mosra
C BHYTPMBEHHbBIM YCUJEHWEM, B NMPOLLECCE KOTOPOro
obHapyeHO onyxoJsieBoe obpasoBaHue B 0b6bnacTtu
NIeBOro 3pUTENbLHOIO HEpBa, XMa3MabHO-CeNNSPHOW
obnactu, 3-ro xenypouka, MO30JUCTOro Tena, Mpo-
3payYHO MeperopoiKu.

YbeautenoHble AaHHble NOJAy4YeHbl B npoLecce
nposefeHns Npobbl C FOHaAOTPONUH-PENNSUHI-TOP-
MOHOM, CBWAETENbCTBYHOLME O MpeKAEBPEMEHHON

akTMBaAUMKM  FMMNoTanaMo-runodumsapHo-roHaaHol
ocu.
B paHHeM Bo3pacTe pebeHOK KOHCYALTUPO-

BaH reHeTUKOM M0 NOBOAY MHOMECTBEHHbIX MUTMEHT-
HbIX NATEH, PacnoJioXKeHHbIX B 061acCTU Wen, CNUHBI,
XUBOTA, KOHEYHOCTEN. YCTaHOBJIEH AMAarHO3 Hempo-
dnbpomaTto3s 1-ro tuna (6onesHb PeKknuMHrxayseHa).
HacneacTBeHHOCTb NO AaHHOMY 3ab0/1eBaHMI0 OTArO-
LLLeHa NO MaTepPUH CKOM NMHMK: BONe3Hb NpocaexunBa-
eTcs y Mmatepu, 6abyLiKkm 1 TeTn.

Mo ¢akrTy Bepudukaumm amarHosa MNP pebeHKy
HasHayeHa Tepanua TpunTopeanHoMm (anbepenu-
HOM — 3,75 Mr 1 pas B 28 gHell) C NONOKUTENbHOM
AVHaMUKON B BUAE perpecca BTOPWUYHbIX MOJOBbIX
NMPWU3HAKOB 1 OTCYTCTBMA Nporpeccun buonornyecko-
ro cospeBaHusa (YCKOpeHUss KOCTHOrO Bo3pacTa).

YunTbiBas HanvMume OMyxoseBoro npolecca B ro-
JIOBHOM MO3re, OHKOreMaToJIorOM Ha3HayeHa KOH-
conngupytowas NXT, pesynstaTtOM KOTOPOW CTano
He TOJbKO OTCYTCTBME MPOAOJIKEHHOrO pocTa ony-
X0/N, HO U YMEHbLUEHVE pa3MepoB BCEX OMYXOJEBbIX
ouyaroB, cTabuamsauns 3puTenbHoOn QyHKLUN, cyes-
HOBEHME HEBPOJIOTMYECKON CUMMNTOMAaTUKM B BUAE
HaCUJbCTBEHHOIO CMexXa, 3SMOLMOHaNbHOM NabunbHo-
CTW, NOBEAEHYECKNMY HapyLUEHUAMN.
3aknroyeHue

CBoeBpeMeHHas AMarHOCTMKa MPUUUHHbBIX (aKTo-
poB McTuHHOro MNP nmeeT 60s1bLIOE 3HAUYEHME AN UC-
KJAIOUEeHMA OMnyxoJieBblX 06pas3oBaHWiA LLeHTpasbHOMN
HEpPBHOW CUCTEMBI.

B npouecce Bepudpuraumm amarHosa MMP knoue-
BbIM MOMEHTOM siBAsieTCs npoBedeHve aunddepeH-
LMaNbHON AWArHOCTUKM TFOHAAOTPOMMH3aBUCUMbIX
M rOHaZoTponuHe3aBnCcuMbix ¢opm AaHHOro 3abone-
BaHMWsA, OT KOTOPOro 3aBMCUT NaToreHeTMYeckas Tepa-
nus AaHHoro 3abonesaHus.

Cnu1coK nutepaTtypbl

Eugster, E. A. (2019). Treatment of central preco-
cious puberty. Journal of the Endocrine Society, 3(5),
965-972. https://doi.org/10.1210/js.2019-00036

Brito, V. N., Spinola-Castro, A. M., Kochi, C.,
Kopacek, C., Silva, P. C. A. D., & Guerra-Junior, G.
(2016). Central precocious puberty: revisiting the di-
agnosis and therapeutic management. Archives of en-
docrinology and metabolism, 60 (2), 163-172. http://
dx.doi.org/10.1590/2359-3997000000144
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AyTOMMMYHHBIN
MOJIUTJIaHAYASPHBIA CHHAPOM
1-ro THIa: KOMIIJIA€HTHOCTH
IMalHeHTa KaK IPegHKTOp
6JIaroIIpHATHOrO TeUEHHUS
3abos1eBaHuA. OnTHCaHHE
KJIMHHYECKOrO CJIy4as

J1.B. AnTtKoBCKasn?, 0.1. MapbuHa', M.E. TypkyHoBa?,
JN.B. TeipTOBa'

'®re0Y BO «CaHKkT-MNeTepbyprckuii rocysapCcTBeHHbI
neamaTpuyeckuii MEAULIMHCKUIA yHUBEPCUTET» MUHMUCTEpPCTBA
34paBooxpaHeHuns Poccuinckoii depepaumm, r. CaHkT-MeTtepbypr

2CM6 rbY3 «/eTcKas roposckas NoMKANHMKE N2 44,
r. CaHKkT-leTepbypr

BeepeHue

AYyTOMMMYHHbI  MONUINAHAYASPHBIA  CUHAPOM
1-ro tnna (ANC-1) — peakoe 3abosieBaHme C ayTOCOM-
HO-peLLecCUBHbLIM TUMOM HacneL0BaHUs, 06yCloBAEH-
HOe BapuaHTaMy BreHe ayTOMMMYHHOIO PeryisaTOpHO-
ro ¢akTopa (AIRE), NOKaNM3yloLLerocs Ha XxpoMocoMe
21g22.3. ANIC 1 xapaKTepu3yeTcs Haan4mem Tpuaasbl
CUMNTOMOB: XPOHUYECKNM KOXHO-CNN3UCTbLIM KaHAW-
£030M (XKCK), nepBMYHbBIM rMnonapaTMpeo3om 1 Xpo-
HWYECKOW HaAMOYEUYHMKOBOW HEAOCTAaTOUYHOCTLIO
(XHH), a Tak®e noAMMOp@HOCTbLIO APYrUX KAMHWYe-
CKUX MPOSIBNEHWIA, UYTO 3aTpPYyAHSET Bepuduraumio
AnarHosa, CBOEBpPEMEHHOEe Hayajo 3aMecTUTeNb-
HOI Tepanuu ¥ NOBbILLAET PUCK Pa3BUTUA OCJIOMKHE-
HUI, YTPOMKAOLLNX XU3HWN NaLneHTa.
MaTepuanbi n meToabl

[eBouke 15 net c paHee AMarHOCTUPOBAaHHbLIM
AMNC-1 npoBefeHO KoMnaekcHoe obcnepoBaHue,
BKJIOUAIOLLEE MONEKYNAPHO-TEHETUYECKUI aHanus.
Mepvop HabnoaeHNs 3a NaUMEHTKON 7 nerT.
PesynbTaTbl (ONUCaHNe KIMHUYECKOro cJiyyas)

[leBouKka OT 3- 6GepeMeHHOCTM, NpoTeKaBLUEN
Ha QOHEe XPOHMUYECKON HMKOTMHOBOW MHTOKCUKALMMK,
repneTuyeckorn WHpekumu, ypeannasmosa, OTAro-
LLLEHHOr0 MHTpaHaTaNbHOro aHaMHesa (06BUTUE ny-
NOBMHOW BOKPYr weun). Bec pebeHKa npu poxKaeHUM
2800 r, apnnHa 48 cM. B Bo3pacTe 9 neT Bnepsble
NPUCTYN TOHUKO-KJIOHMYECKUX CYAO0pOr, NoKasaTenu
3NekTpo3HUedanorpamMmel B HOpMe, OAHAKO 3aperu-
CTPUPOBAH HU3KUIA ypOBEeHb WOHMU3MPOBaHHOro Ca
0,65 MMoAb/n, NOBbIWEHNE YPOBHS P 3,28 MMonb/n,
3anofo3peH runonapatvpeos3. Mpu ob6bcnegoBaHum
B 3HAOKPUHOJIOrMYECKOM OTAENIEHUM rMnonapaTupeos
NoATBEPXKAEH, ANArHOCTUPOBAH ayTOUMMYHHbIA TU-
peonaunt ¢ runotupeosoM (TTI 9,2 MKME/Mn, T4 cB
12,5 nMonb/n; ATKTNO 350 ME/en), a B Bo3pacTe 10 neT
XHH n XKCK. B cBSiI3U C Hanu4ynmeM HeCKONbKMUX ayTo-
UMMYHHbIX 3aboneBaHuii B couetaHmm XKCK nposese-
HO MOJEKYNSAPHO-TEHETUYECKOe uccienoBaHue, 06-
HapyeHbl KOMMayHAHbIe reTepPO3UroTHbIE BapuaHThbI
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B reHe AIRE: p.R257X (c.769C>T) n ¢.967_969del13
(p.L323Sfs51*). B 14 neT BbIABNEHO HapyLLUEHMeE ToJle-
pPaHTHOCTU K rtoKose. MaumeHTKa cobnopaeT anery,
KOHTPOJIb TIMKEMUWN NMPOBOAUTCH C UCMNOJb30BAHUEM
CpeAcTB CyTOYHOro MOHMTOPUpOBaHuS. Monyyaer 3a-
MeCTUTeJ/IbHYIO Tepanuio npenapaTtamMmun J1eBOTUPOKCH-
Ha, MMHEepasioKOPTMKOMAAMUN U FIIOKOKOPTUKOUAAMMN.
XOpoLo KOMMEeHCMPOBaHa, KOMMNAeHTHOCTb BbICOKas.
3aknroyeHue

PaHHas amnarHoctuka AMC 1-ro Tuna, nonHas Be-
pUdUKaLma gmarHosa c UCMoAb30BaHNEM MONERYASP-
HO-reHeTMYEeCKOro UCCaef0BaHNsA, a TaKXKe KoMmnia-
E€HTHOCTb MauueHTa no3BosseT m3bexarb TAKEeNbIX
OCNIOXHEHWI, YTPOXKAIOLLNX HU3HN NaLneHTa.

KntoyeBble caioBa: ay TOMMMYHHBIN MOANTAAHAYNAP-
HbI CUHAPOM, KOXHO-CIM3NCTbIA KaHANLO3, XPOHMYe-
CKas HaAno4YyeyHMKoBas HEAOCTaTOUYHOCTb, reH AIRE
KonmarkmH+oe nuyo: JumkoBckas Jlunus BukmopoBHa,
K.M.H., doyeHm, 0eKaH harysbmema noc/eBy30BCKO20
u 00nosHUMENbHO20 npPogeccuoHalbH020 06paszo-
BaHus, Kaghedpbl demcKux 6onesHel um. npogheccopa
Y. M. BopoHyosa @I1 u Al0. ¢rb0Y BO «CaHkm-[le-
mepbypacKuli 20cy0apCmBeHHbIl neduampuye-
CKull MeduyuHckuli yHusepcumem» MuH30paBa Poc-
cuu, CaHkm-lemepbype, Poccus.
TenegoH: +7 (921) 759-68-57
e-mail: liliya-ditkovskaya@yandex.ru
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H3MeHeHHe peHOTHUIIA
CHHApoMa MopHaka
Y IMOAPOCTKOB C CaXapHBIM
puaberoM 1-ro Tumna (CH1)
B COBPEMEHHBIX YCIIOBHSIX

A.O. EMenbsiHOB, T.J1. KypaeBa, E.H. PaiikuHa,
H.A. NoHyapoBa, A.H. JlanTeB

®rbY «HaumoHanbHbIA MEANUUHCKUIA NCCAEAOBATEIbCKNIA
LEHTP 3aHAOKPUHONOTUN» MI/IHVICTepCTBa
34paBooxpaHeHns Poccuinckon depepaumu, r. Mocksa
BesepeHune

CvHapo™M Mopuraka — BrepBble ONUCAHHBIA PppaH-
LUy3CKuM BpayoMm [MbepoM MopwuakoM (P. Mauriac,
1882-1963) B 1930 r., CMMNTOMOKOMMJIEKC, KOTO-
pblAi pasBMBaeTCAa y MaLMEHTOB C MJAOXUM [JINKe-
MUUYECKUM KOHTPOJIEM: HU3KUIN POCT, 3aLEPKKON
NMOJI0OBOr0 CO3pEeBaHUSA, KYLUMHIOUAHBIA GEHOTUM, Bbl-
pakeHHaa rernatoMerajumsa C NOBbILWEHHbIM YPOBHEM
bepMeHTOB NeYeHu.

B HacTofiee BpeMa 4acTtoTa BCTPEYAEMOCTHU
KJlacCMYeckoro cuHApoMa Mopuaka coKpaTtuiach
[0 Crnopaguyeckux ciydaes. TeM He MeHee y nJoxo
KOMMEHCUPOBAHHbIX 60NbHbIX MEPUOANYECKN BCTpe-
yalTCcAa MOpMaKkonoaobHble NPOsIBAEHMS, Yalle Yy na-
LMEHTOB M3 HebnaronosyuyHblx cemei. MpuBoamM
Hawwu HabnoaeHUs.

Llenb uccnepoBaHus

OnucaHue 2 cnyyaeB cuHApoMa Mopuaka 6e3 no-
paKeHuns neyeHu.

MauneHTKa C., 14 net. leBoYKa OT 5 bepeMeHHOCTH,
npoTekasLLen Ha GoHe KypeHusa MaTepu. Poabl 3 cpou-
Hble C HU3KMMW BECOBbIMU NOKa3aTensiMU OTHOCUTESb-
HO recTauuoHHoro BospacTa (SDS pocta -0,87, UMT
SDS maccehl Tena -1,80), dusmyeckoe pasBuTMe OTCTa-
BaJio C nepsoro ropa »usHu. CA1 amarHoctuposaH
B BO3pacTe 9 JieT) B COCTOAHUN AnabeTMyecKoro KeTo-
aumposa (AKA). Mukemuna 17 mmonb/n, HbA1c 17,7 %.
B 10 neT AMarHocTMpoBaHa Lennakus (Ha OCHOBaHUMU
MOBLILLEHNS TUTPa CneunduUecKkmx aHTuTen). leBouka
n3 coumanbHoO HebnaronosyyHow cembu, Mama 3/10-
ynotpebnseTr ankoronem. Brnepsbie B ®IBY «HMUL,
3HAOKpPMHONOrMM» obcnefoBaHa B Bo3pacTe 14 ner.
Poct 133 cM, SDS pocTta -4,3, Macca Tena 30 kr, IMT
16,9 Kr/m?, SDS UMT -1,28. NOP1-121,2 Hr/MA. 3aepK-
Ka nosioBoro pa3sutusa (TaHHep 1). deHOTUNNYECKM
YMEpPEHHO BblparKeHHbIW MaTpoHu3M. HbA1c 18,2%,
cpeaHsas rmukemust 3a 30 gHein 20,2 MMonb/n. CyTouHas
fo3a uHcynmHa 0,9 ea/Kr maccel Tena. MPT ronos-
Horo Mosra 6e3 ocobeHHocTein. 0,90 en/Kr/cyT-
KK),). KoCTHbIA Bo3pacT Ha 9-10 net. Aucavnuaemus
npu HOPManbHOM YpPOBHE MEYEHOUHbIX TPaHCaMWHa3.
Y3W opraHoB 6pIoLLHOA NONOCTN — NPU3HAKM YMEPEH-
HOW renaToMeranuu. MMHEKONOroM AnMarHOCTMPOBaHa
3a/eprKKa NoJ0BOro Co3peBaHus.

MayueHmkKa b., 16 net. 13 aHaMHesa: oT 2-1i puUsn-
OJIOTMYECKM MpOTeKawlelh bepeMeHHOCTH, 2 CpPOY-
HbIX POAOB C BbICOKMMU POCTOBLIMU MOKasaTensiMu
OTHOCUTENbHO recTauMoHHoro Bospacta (SDS anu-
Hbl Tena 3,25, SDS UMT 0,57). PaHHee NCMXOMOTOPHOE
n ¢usmyeckoe passutme no BospacTty. CA1 ¢ 9 ner,
MaHubecTauma C KeToaumaosoM. [JaHHble aHaMHe-
3a upesBblUaliHO CKyAHble. [leBoUKa U3 MHOro4EeTHOW
CEMbM C HEBLICOKMM COUMaNbHbLIM YpoBHEM. CO CNOB,
B LUKOJIE CAMOKOHTPOAA He obyyanacb. MHbeKLMN VH-
CyNvHa — c nponyckamu, 6e3 noacyeta XE n oueHKM
YPOBHSA MUKEMUU. EXErogHO — 3Nn304bl TAMKENOro
KeToaumposa, nocnefHun rog — 4 pasa, U3 HUX Mo-
cniegHnin 6 Mec. Hasal — C pa3BUTUEM KOMbI, Ha GoHe
KOTOpOWM pasBuiacb OCTpas noyeyHas HepocTaTou-
HOCTb C onuroypuein, nonyuymna 16 ceaHCOB remo-
Ananusa. Mo noBoAy MPOBOro rermartosa noJjyya-
Na exerogHyo WHOY3MOHHYO Tepanuio (Npenaparbl
HEeN3BeCTHbI). /I3 XpPOHUUECKNX OCNOMKHEHWUI B 14 net
LMarHoCcTMpoBaHbl AnabeTnyeckasa noanmHenponartums,
HepponaTusa Ha CTaaMm MUKpoanbbyMuHypumn — XBI
C1 A2, nonyyaet Tepanuio nusnHonpuaom. B ®rey
«HMWL, sHpoKpuHONorum» obcnepoBaHa BMnepBble
B BO3pacTe 16 neT. YMepeHHO Bblpa*KeHHbI MaTpo-
HM3M. PocTt 141 cMm, SDS pocTta -3,48, Bec 37 kr, SDS
NMT -0,80, 3apeprkka nonosoro passutust (TaHHep 2,
Me oTcyTcTBYIOT). CpeaHsas rankemust 3a 90 gHeln —
16,7 mmonb/n. HbA1c 11,6%. MonyyaeT aHanorun ye-
JIOBEYECKOro MHCY/NMHa B CcyTouyHOn pose 40-50 ea.
He BbisiBNeHO ancannuaeMmnmn v noebiweHna AJIT nACT,
a TaKXe yBeNnUYeHUs pasMepoB NevyeHn N N3MeHeHus
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€e CTPYKTYypbl N0 AaHHbIM Y3U. OTMeueHbl pedepeHc-
Hble 3HaueHuss NOP1, B roHagocTate — nybepTaTHbIe
3HaueHusa JII, ®CI, acTtpaanona. AmMarHOCTUPOBaHLI
aptepmanbHas rmnepTeHsns, CUHycOBas TaxuMkapaus
KaK NposiBNEHWS aBTOHOMHOWM HelponaTtum, ¢OHO-
Bas peTuHonaTusi, NOATBEPKAEHbI HedponaTus B cTa-
AN MUKPOaNbbyMUHYpPUS 1 NOANHERponaTus.
3aksiroyeHve

PaHHMe cuMnTOMbI CMHApPOMaA Mopuaka nposBis-
I0TCS B 3a/epkKe QU3NUYECKOro 1 NON0BOro pasBuTus,
NOSABNEHUN }KUPOBbIX OTJIOMKEHUI Ha TYJNIOBULLE U LLE-
Kax, yBEANUYEHUN NeYeH; B AaNbHENLLIEM NPOSBAEHNSA
CTaHOBATCA TAXeEJIee: rpaHunLbl NevyeHn MoryT pacLum-
PATLCSA BMJOTb A0 YPOBHSA NYMNKa, NeyYeHb Npu nanabna-
LMW NNOTHas, YBEINUYMBAIOTCH MUPOBbLIE OT/IOMKEHUS
Ha Ty/NOBULLE; 3a/epKKa pocTa 1 NOJIOBOro pasBuTuUs
CTaHOBATCA 60onee BblpaXKeHHbIMU, BMJIOTb A0 pa3Bu-
TV UHGaHTMAM3MA. B onncaHHbIX HaMK HabnoaeHn-
s1X, HECMOTPS Ha A0CTAaTOYHO XapaKTepHbIn deHoTMN,
OTCYTCTBYIOT NpPOSABJAEHUA renatoMeranmm un Hapy-
WweHMa GYHKUUKM neyeHn. B HacTosiLee BpeMs Takue
C/lyyan BbIPaXEHHOro YyBEAUYEHUS MEeYeHU CBA3bI-
BalOT C pasBMTMEM MIMKOrEHHOWN renatonaTuun, obyc-
JIOBJIEHHOW 3HA4YMUTEeNbHbIM HaKOMJEHNEM FNKOreHa
B renatouuTtax. Y BTOPOW NMauMeHTKM npu 6onbluel
LNNTENbHOCTU CaxapHoro panabeta AMarHoCTMpo-
BaHbl Creunpuyeckne MUKPOCOCYAUCTbIE OC/OMKHE-
HWS, BNJOTb A0 pa3BuTtmsa npu AKA oCcTpon novyeyHom
Hef0CTaTOYHOCTW NPU OTCYTCTBMN NPOSABAEHUI rena-
ToMeranuu. TeM He MeHee, HECMOTPS Ha HEKOTOPbIN
KNAMHUYECKUIA NoAMMOpdU3M MNPOSIBNEHUIA CUHAPO-
Ma Mopuaka, 3TO TAXKeN0e OC/I0XKHEeHNE ABNAETCS pe-
3yNbTATOM MOJIHOMO NpeHebpekeHNss CAMOKOHTPOEM
CO CTOPOHbI NaLMeHTa U ero CEMbU B YCAOBUAX HU3-
KOro couManbHOro ypoBHS CeMbU. HecMOTpsa Ha 3Ha-
UYUTENbHbIA NPOrpecc B Tepanuu caxapHoro anabera
3a AecATUNEeTUS, TaKNe TAXKesble KIMHUYEeCKne cayyam
BCTPEYalTCs B MPaKkTUKe AEeTCKOro 3HAOKpUHOO0ra,
yTO AenaeT AaHHOEe OnMcaHne KpamHe akTyasibHbIM.

KnioueBble ciioBa: caxapHbiit anabet 1-ro tuna,
LeTn, NoApPOCTKM, CMHAPOM Mopwuaka, coumanbHoe
Hebnarononyune
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KIHHHUYeCKHH caydyan
CHHIOPOMAJIPHOH 3aZlePIKKH
pocTa B cocTaBe CHHApOMaA
PoiipMmaHa

OrbY «HaumoHanbHbIN MEANLIMHCKUIA MCCNef0BaTENbCKUIA LLEHTP
3HAOKPUHONOTMM» MUHUCTEPCTBA 34paBOOXpaHeHns Poccuiickoi
dPepepaunu, r. Mockea

BeeaeHune
CuHapom PoiidmaHa (CP) — peakoe 3aboneBaHue
C ayTOCOMHO-peueccmMBHbIM TUMNOM HacnepoBaHwud,

KOTOpPOE XapaKTepusyeTcs 3a[epKoW pocTa, aHo-
ManvaMUN pa3BUTUA CKeneTa, 3afepKKON YMCTBEHHO-
ro passuTua n edMuUnTOM ryMopasbHOr0 3BEHA UMMY-
HuTeTa. MpMUNHO 3a601eBaHNS IBNSIETCS HApyLLEHME
npoueccoB cnfarcuHra BCAEACTBME MyTauWUs reHa
RNU4ATAC ¢ dopMMpOBaHMEM HEMpPaBUIbHON CTPYK-
Typbl 6esKka. CP aABnseTcs peakon naTonornen ¢ ean-
HUYHBIMU OMUCAHUAMU KNMHUYECKUX CyYaeB No AaH-
HbIM MUPOBOW NMTEPaTypsl.

OnucaHue KIMHUYEeCKOoro ciy4vas

MauwneHT H., 11 neT 9 Mec, obpatuncs B SHL Bnep-
Bble C *anobaMu Ha HU3KUIN poCcT — npu obcnepoBa-
Hun 118,5 cm, SDS pocTa -4,4.

PebeHOK poaunca c 3afepXKon BHYTpPUyTpob-
HOro pasBuTtusa (Macca Tena npu poxaeHun 1500 r
SDS -5,69; anvHa Tena 41 cm SDS -5,25), coxpaHsio-
Lencs B AMHaMUKe.

Mpyn nepBuyHOM o06CNEfOBaHUN B OTAENEHUN
YCTaHOBJIEHbl 0COBEHHOCTU cTpoeHus ckeneTta (yKo-
poyeHMe MNO3BOHOYHMKA, CNOHAWNOXOHApoOAMCHNa-
31A TPYAHbIX W LIeHbIX NMO3BOHKOB), ABYCTOPOHHAS
naxoBas rpbiXa C KPUMNTOPXU3MOM, OTCTaBaHME KOCT-
HOro BO3pacTa OT MacrnopTHOro Ha 5 net, HU3KUIA
ypoBeHb VI®OP1 63 Hr/ma, napumanbHblii CTr-gedunumnt
Nno AaHHbLIM NPO6LI C KNOHWMAMHOM (MaKCMManbHbIl Bbl-
6poc 7,1 Hr/mn). PekoMeHaOBaHa 3aMecTuUTeNbHas Te-
panus comatponuHoM B fo3e 0,033 Mr/Kr/cyTKu, KOTO-
pasi B CBA3M C COXpPaHEHWEM HEBLICOKUX TEMMOB POCTa
W oTCYTCTBMA yBennveHns NPP-1 nocTeneHHO yBenun-
yeHa Ao 0,05 Mr/Kr/cyT. YumTbiBas BblipaXKeHHY CO-
MaTOreHHylo 3afepXKy nybeprtaTa, ¢ 15 neT Manbumk
nosiyumn ABa Kypca Tepanuu TectocTepoHom (50 mr
1 pas B 28 agHell B/M), C BblpaXKeHHbIM MOJIOKUTENb-
HbIM 3G DEKTOM B BUAE YCKOPEHMSA TEMMNOB POCTa, Ha-
60opa MblileYHOo 1 obLleli Macchl Tesia. BoipaskeHHOro
YCKOPEHUs TEMMOB KOCTHOro cO3peBaHus Ha ¢oHe
NPOBOAUMOI Tepanum He OTMEYEHO.

3a nepuop Tepanumn comaTponumHoM (3 roaa) Bblpoc
Ha 21,5 cm (dSDS -0,4). B HacToswee BpeMsi pebeHRy
16 net, ero poct coctaBnsieT 140 cM (SDS pocTta -4,8).
MpPOrHO3MpyeMblil KOHEUYHbIN POCT C YYETOM KOCTHO-
ro Bospacta — 162,8 cm no Bayley-Pinneau, 157,7 cMm
no Tanner Whitehouse.

Ons yTOUHEeHUA MNPUYMHBLI NaTONOrMU NPOBELEHO
NoJIHOe CeKBeHMpoBaHWe 3Kk3oMa B 12 neT 10 Mecsues.
MeTop

MaccoBoe napannenbHoe cekBeHupoBaHue (MIC,
NGS). CekBeHMpOBaHMWE BLINONHEHO Ha nnatdop-
me Illumina ™MeTOAOM MapHO-KOHLEBOIrO YTEHUS
(2x75 n.o.)

PesynbTaThbl

B reHe RNU4ATAC BbiiBleHa KOMMNayHA-reTeposun-
FOTHOCTb MO CAEAYOWNM BapuaHTaM:

GRCh37/hg19chr2: 122288510G>A (rs575472572,
MAF=0.00006), onucaH nNpu NpUMOpAMaNbHOM Ha-
HM3Me C MuKpoLedanuen; NaTtoreHHOCTb: BEPOATHO
NaToreHHbIN.

GRCh37/hg19 chr2: 122288473G>A, He onucah;
NaToreHHOCTb: BAPUAHT C HeONpeAeNeHHOW KInHnYe-
CKOWM 3HAUMMOCTbIO.

28-29 mapTa 2023 r. 41



CBOPHUK TE3UCOB

MOHe}(yHHPHO-PeHeTI/I‘{ECKI/Ie HCCIeOBaHUA BIIPAKTHUKe NEeTCKOI'0 SHAOKPHUHOJIOra

3aKnr4yeHune

OnucaH KAWHWYECKUIA chyyal naumeHTa C 3a-
LEPXKOM pocTa B COCTaBe cuHApoma PolidmaHa.
3a4epKKa pocTa ABASETCH YacTbiM npossiaeHnem CP,
04HaKo B CBSI3N C peAKoCTbio 3aboneBaHMa HeaoCTa-
TOYHO A @aHHbIX O TAKTMKe BeAeHMUs, NporHose n adpdek-
TUBHOCTM NeyeHus nauumeHToB. HeobxoamM BcecTo-
POHHWI MOUCK 3TUONOMMN 3a4EPKKU pocTa y AeTen
C Lenbio npoBefeHUs COOTBETCTBYIOLWLErO neyeHus
N HaKONAeHUs AaHHbIX O BEAEHUW LeTel Npu BbisBe-
HUW peaKon CUHAPOMANbHOW NaToNornn.

dunHaHcupoBaHue. PaboTta npoBeaeHa B paM-
Kax TeMbl roc3afaHus «reHeTuyeckas nepcoHnpmKa-
LUMS pefKMX BapuaHTOB 3afepKKM pocTa M MOA0BO-
ro passBuTusa y geten»

KnroueBble cnoBa: cnHapoM PolidMaHa, HU3Kopoc-
NIOCTb, NpUMOpPANANbHbIA HaHM3M, NOJIHOE CEKBEHU-
poBaHMe 3K30Ma
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PaHHAA MaHUecTaLuA
HaAIIOUYeYHHKOBOH
HeJO0CTaTOYHOCTH
npu X-cluenjaeHHOH
afipeHOJIEHKOAHCTPOPHH:
ONMHCAaHHe KJIHHHYEeCKHX
cJaydaeB

®IrBY «HaunoHanbHbI MEAULIMHCKNIA NCCNeN0BaTENbCKUN
LEHTP 3aHAOKPUHONOTUN» MI/IHVICTepCTBa
34paBooxpaHeHns Poccuinckon depepaumu, r. Mocksa

BeeaeHune

X-cuenneHHas aagpeHonenkoamncTpodusa (X-AN4) —
TAXENIOEe Hac/ieACTBEHHOE 3aboneBaHMe C AereHepa-
TUBHbLIM MOPa*KeHMeM HePBHOW CUCTEMbl U pPasBUTU-
€M MepBUYHOMN HaAMOUYEUYHMKOBOMW HEAOCTATOYHOCTHU
(MHH). CuwuTaetcs, uto MHH, cBsA3saHHas npu X-AJA
C AEeCTPYKUMEN KNeTOK KOopbl HaAnNO4Ye4yHWKOB, Ma-
HMdeCcTMPYeT y NauMeHTOB CTaplle Tpex JieT. Uenbto
JaHHON ny6nvKaumu sBASETCS ONMCaHWEe KAUHuYe-
CKUX CNIyYaeB C HETUMNUYHON paHHel MaHudecTaumen
MHH y nauveHTos ¢ X-AJ1/1.
OnncaHue KINHUYECKUX criyyaeB

B ®rbyY «HMWL aHpoKpuHOAornn» HabnwoaaoTcs
3 naumeHTa C reHeTUYeCcKW MOATBEPMKAEHHbIM Ana-
rHosom X-AJ1[, ¢ maHndecTaumern NMHH po Tpex ner.

MauneHT A. 7 net. C poxAeHUa pasBuBancs c 3a-
LEepPXKO MNCUXOMOTOPHOr0 pPasBUTUSA, BblpaXKEHHOE
yXyAlleHne CoCTosHMA oTMedveHo B 1,3 roga — pe-
rPecc nNpuobpeTeHHbIX HAaBbIKOB, BblpaXKEHHAs COH-
nBOCTb M runotoHunsa. AwarHos X-AJI[l ycTtaHOoBAEH
B 1,5 roga B CBA3M C AMArHOCTMKOW 3aboneBaHus
y cTapuwero 6pata. Mo pesynbrataM obcnenoBaHuii
B 3TO *Ke BpeMs ycTaHoBseHa MHH (AKTI 914,4 nr/mn;

KopTuson 164,7 HMONb/N), MHULMMPOBAHA 3aMecTu-
TeNbHaa Tepanua TMAPOKOPTU3OHOM, GyApPOKOPTU-
30H pobaBneH K Tepanuu B 2,5 roaa.

MaumneHT 6. 13 net. BnepBble o0bcnenoBaH TaKKe
B 1,5 rofa B CBSI3N C OTATOLWEHHbIM HAaCNeACTBEHHbIM
aHaMHe30M (y cTapwero 6paTa AnarHOCTMpPOBaHa Le-
pebpanbHas ¢popma X-AJ1[). Mo pesynbtatam obcne-
[LOBaHMS BbiBJIEH BbICOKM ypoBeHb AKTT (333 nr/mn)
6e3 KnmHuyeckux nposeneHunin NMHH. NHnumMmposaHa
3aMecTuUTenbHas Tepanusa rMaApoKOpPTU30OHOM. B 2 ro-
fa 7 mMecsaueB B Tepanuio nobasneH G1yapOKOPTU30H
B CBfi3W C AWArHOCTUKOW MUHEPaNIOKOPTUKONAHOM
HeJ0CTaTOUYHOCTH.

Mauwnent B. 13 net. C 1,5 roga oTMeyanacb Bbipa-
eHHas cnabocTb, NOMyTHEHWE CO3HaHWA, pBOTa, O4-
HOKpaTHblE TOHMKO-KJIOHMYECKME Cyaoporn Ha doHe
MHOEKLMOHHBIX 3aboseBaHWMn, HapacTaHue runep-
MUIrMEHTaLMMU KOXHbIX MOKPOBOB. AuarHos MHH 6bin
yCTaHOBJIEH B BO3pacTe Tpex JeT npu nepBMyHoOM 0b6-
palleHUn K 3HAOKPMHONOrY Ha OCHOBaHWWM nabopa-
TopHbIX obcnepoBaHuii (AKTI 1250 nr/mn, KopTuson
9 HMoNb/n). HasHaueHa 3amMecTUTeNbHas Tepanus rm-
LPOKOPTM30HOM, GyAPOKOPTU30H fobaBfieH K Tepa-
nun B 4 roga 4 mecsaua.

K MOMeHTy nybanKkauum Tesanca y naumeHToB A. 1 B.
AnarHoctupoBaHa msonupoBaHHas MHH, kak ¢opma
X-ANA. Y naumeHTta B. B Bo3pacTte 4,5 roga BbisSB-
JieHbl 3MeHeHusa Ha MPT ronosHoro mosra u ycra-
HoBneHa uepebpanbHas ¢opma X-AJ1[l, no noBoay
yero B 5,5 roga npoeefeHo neyeHne ayToNorMyHbIMn
CD34* kneTkamn, MOANOULMPOBAHHBIMU IEHTUBUPYC-
HbIM BEKTOPOM B paMKax UCMblITaHWUA FreHHOM Tepanuu
X-AN[ BlueBirdBio. B HacTosllee BpemMsi oTMe4aeTcs
cTabununsaumsa 3aboneBaHUsi, HAXOAUTCS Ha AMHaMU-
YeCKOM HabnwaeHuN.
3aknioyeHue

[laHHble KAMHWMYECKNE cnyvyan UNNICTPUPYIOT BO3-
MOMHOCTb paHHel MaHudecTaumm MHH B CTpyKType
X-AN1[l. Takum obpasoM, Heobxoammo obcnenoBaTb
BCEX MaumeHToB Myckoro nona c MHH HesaBncmMmo
OT BO3pacTa MaHudecTauum ANA UCKIOYEHUS agpe-
HoJlerKoamcTpodun, TakKe HeobxoAMMO MPOBOAUTL
CKPWHUWHI Ha Hannyue NHH He3aBMCKMMO OT BO3pacTa
ycTaHoBsieHua X-AN[.

KnioueBble cnoBa: X-cLenjieHHasa ajipeHOoNenko-
AnCcTpodusi, HaAMNOYeYHWKOBas HeA0CTaTOYHOCT,
paHHAA MaHudecTaumns
KoHmakmHoe nuyo: EHukeeBa Coghbss PycmamoB-
Ha, acnupaHm HUW demckoli sHOoKkpuHonoeuu @by
«HMWL] 3HOoKpuHOMO2UU» MuH30paBa Poccuu (Mo-
ckBa, Poccus)

TenegpoH: 8 (917) 802-30-42
e-mail: Enikeeva.Sofia@endocrincentr.ru
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OnucaHHe KJIMHHUYEeCKOH
KapTHHEI caxapHoro guabera
C AUTreHHBIM HacJIefOBaHHEM
MyTal M, aCCOLHHPOBaHHBIX
c MODY3 1 MODY12, y 4j1eHOB

OO HOH CeMBbH

OrbY «HaumoHanbHbIN MEANLIMHCKUIA MCCNef0BaTENbCKUIA LLEHTP
3HAOKPUHONOrMKU» MUHUCTEPCTBA 34paBoOOXpaHeHns PoCCUnckomn
depepaunn, r. Mockea

MyTtauun B reHe HNF1 a nexaT B OCHOBe pasBu-
TVa caxapHoro anabeta (CA) MODY3, ogHoW 13 Hau-
bonee uactbix ¢opMm MODY. HapyweHus yrnesoa-
HOoro obMeHa ualie AMarHOCTUPYHOTCA B BO3pacTe
ctapwe 10 net, xapakTepHO nporpeccMpoBaHue 3a-
60/5eBaHNSI OT HaApPYLIEHHOIM TONEPAHTHOCTU K Ti0-
Ko3e A0 MaHudecTHoro auabeta C OTHOCUTENLHO
BbICOKMM PUCKOM pPas3BUTUSA OCNOXHEHUW. MyTauuu
B reHe ABCCS8 ABASAOTCS NPUYMHON HEOHaTanbHOro
caxapHoro guabeta, a TakXe peAKo BCTpevaloLliero-
ca CO MODY12, KOTopbI MO TEYEHUD CXOX ¢ MODY3.
Mpu gaHHbIX dopMax MODY oTMeuaeTCs BbICOKas YyB-
CTBUTENbHOCTb K npenapaTtam CyabOOHUIMOYEBUHBI,
OAHAKO C TEYEHWEM BPEMEHW MaLMeHTaM MOXKeT Nno-
TpeboBaTbCA NHULMALMA UHCYNMHOTEPaANUK.
KnunHuyeckui npumep

MaumeHT A., 17 net. Manb4yumK OT NepBoi bepeMeH-
HOCTW, MpoTeKaBLen Ha GpOHe recTallMOHHOro caxap-
Horo avabeta. Mpu poxaeHun pocT 55 cM, Macca Tena
4100 r. PaHHWIA aHaMHe3 6e3 ocobeHHOCTE.

B Bo3pacTe 12,5 roaa Bnepsble CAy4YalnHo BbisiBaE-
Ha runeprankeMums HaTowak 13 MMoab/n, FMKMPOBaH-
Hblli reMmornobuH (HbA1c) He uccneposancsi, SDS UMT
=-0,27. \HcynnHoTepanus He bbliia HasHayeHa B CBSI-
31 C OTKasoM poauTtenein. B 14,5 roga B cBsi3n C ana-
rHOCTMKoM y matepu C, MODY3 npoBeAeHO uccneno-
BaHue reHa HNF1a — BbiiBIeH NaTOreHHbIA BapuaHT
p.R54X B 1-M 3K30He (MAEHTUYHbIV BapuaHTy MaTepu
npobaHaa), yctaHoBAeH anarHo3s C MODY3.

B 15 net rocnutanusnpoBaH C AeKOMMeHcauu-
eV 3aboneBaHnsi 6€3 KeTo3a: NOBbILLEHWNE UKEMUM
no 8,5-13,8 mmonb/n. HbA1c — 9,8 %, rnoKosypus.
HasHaueHa Tepanua WHCYAMHOM MNPOANIEHHOrO Aei-
ctBua B pose 0,2 Ea/kr/cyT. B nocneaywlleMm na-
LMEHT 4acTo MPONyCKan MHBbEKUUW WHCYAUHA, YMo-
Tpebnan 6onbWOro KoamMyecTBa JErKOyCBOSIEMbIX
yrneBoAOB.

B 16,5 net NoBTOpPHO rocnutanMsMpoBaH C Ae-
KoMneHcauuel 3aboneBaHus 6e3 Ketosa. HbAlc —
11,1 %, rnoKko3ypus. MauneHT 6bi NepeBeeH Ha Te-
panuio rnnbeHknammaom 20 Mr/cyT ¢ Nocneayowmm
pobaBneHneM K Tepanuu WHCYAWHa AJUTEbHOrO
nervicteus 0,2 Ea/kr/cyT. Ha ¢doHe paHHOW Tepanuu

N OTCYTCTBUS cObNOAEHMA AMETbl COXpaHsanacb rm-
nepravkemusi 11-14 mmonb/n.

B 17 netr nauneHT CaMOCTOATENIbHO OTMEHUN
BCIO Tepanuio, MUKeMUo nccaepoBan KpanHe peako,
LveTy He cobnogan. Ha atom doHe HbA1c — 20,5 %.
Tepanusi MHCYAWMHOM MNPOAJIEHHOrO AelCcTBUS bbinia
BO306HOB/IEHA, OJIHAKO NPUMEHSIAaCb HEPETYNAPHO.

Yepe3s 2 Mecsiua MasbyMK Bnepsble 6bli1 obcne-
posaH B ®IrbY «HMWL, saHAOKpUHONOrUKU»: rnpu no-
CTynneHun rankemmust 18,6 MMosb/n, KETOHbI KPOBU
0,1 Mmmonb/n. SDS UMT +1,011, HBAC1-12,6 %, ocTpoB-
KoBble ayToaHTuTena (GADA, IA2A, IAA, ZnT8A) oT-
puuaTtenbHble. HMUMMPOBaHa MHTEHCUOUUMPOBAH-
Has CxeMa WHCyAnHoTepanuuW, Ha CYTOYHOW p[o03e
0,9 EA/Kr AOCTUIHYT Bblpa*KEHHbIA MOJOMUTENbHbIN
30 deKT B BUAE HOpMainsau My NoKkasaTesiei rMMkeMmnm
(4,5-7,8 mmonb/n). Mpu NnpoBeaeHUN NPo6bI CO CTaH-
LAPTHLIM XUAKUM 3aBTPAKOM MIMKEMUA HATOLWaK Co-
ctaBuna 5,09 mmonb/n, C-nentug — 1,1 Hr/mn (npu
HopMe 1,1-4,4), MaKCMManbHbIA MOABEM T[NUKEMUU
B X0A4e Npobbl oTMeueH Ha 120 MUH — 14,36 MMonb/7,
C-nentmaa Ha 60 MuHyTe — 3,41  Hr/mMa.
CneunduuecKmx 0CN0MKHEHUI Y NaLMeHTa He ANarHo-
CTMpoBaHo. MpoBeAeHO MOJIEKYJIIPHO-TeHeTUYeCKoe
nccnefoBaHMe naHeNn T[EeHOB, aCCOLMUPOBAHHLIX
C caxapHbiM AnabeToM, NMOMUMO BbILIEONNCAHHOIO
BapuaHTa B reHe HNF1 a B reHe ABCC8 B 10-M 3kK-
30He O6HapyMeH BapuaHT p.R521X c HeycTaHOB-
JIEHHbIM  KJNIMHUYECKMM 3HauyeHueM. [aumeHT 6bin
BbIMMCAH Ha WHCyAnHoTepanuu. Yepes 3 Mecsaua
Ha @QOHe YNy4ylleHUs T[JIMKEMUYECKOrO KOHTPO-
N rocnuTanusnposaH noBTopHO (HBAc1-10,3%):
nepeBefeH Ha Tepanuio ranbeHknamumaom 5,25 mr/
CYT C MONOMKUTENbHBIM 3QPEKTOM (FIMKEMUS B CTaLM-
oHape ot 4,5 po 9,3 mmonb/n). Yepes 2 Mecsiua B A0-
MallHMX YCNOBUAX MUKEMUSA HaToWakK 5,6—8 MMosib/n,
B TeueHWe aHA A0 13 MMonb/n, ao3sa rnmbeHknamm-
fa 6bina yBenndyeHa po 2,5 Mr x 3 pasa B AeHb.

MauuveHTKa J1., 37 net, MaTb NpobaHaa. B 20 net
ANarHoCcTMpoBaH rectaumoHHblin CA: BOo 2 TpuMe-
cTpe 6epeMeHHOCTUN TAMKEMUA HaAToLLak 9 MMoJb/A,
oT obcnenoBaHUs U MHCYAMHOTEpPanuMM OTKasanach.
B 32 . npu 06cnefoBaHMM MO MNOBOAY *KENYHOKAMEH-
HOIi 6071€3HU BbIsSIBJIEHA FMMNEPIINKEMUS], BEC B HOPME,
npoeefeHo nccneposaHune reHos HNF1A n GCK — Bbl-
ABJEH NaToreHHbln BapuaHT p.R54X B reHe HNF1 a.
[lo HacTosLero BpeMeHN caxapoCHMXaloLwy Tepa-
nuio He nonydyana, cobaoaana AMEeTy C orpaHUUYEHNnEM
NlerkoycsosieMblx yrnesoaos, HeAc1 ot 4,8 no 9,4 %.
Ha MoMeHT obcnepoBaHusi cbiHa B HMULD HBAC1-
6,7 %, Kak 1y cbiHa, B reHe ABCC8 obHapyeH Bapu-
aHT p.R521X.

MNaumeHTKa C., 8 net, cecTpa npobaHaa. HBAc1-
5,4 %, rnnkemust HaTowak — 4,7 mmonb/n. Mpu Mone-
KYNApHO-reHeTUYeCKOM UcCcneoBaHnmM BbiBAEHbI Ba-
puaHTbl p.R54X B reHe HNF1A n p.R521X B reHe ABCCS.
3akntoyeHue

Mo paHHbIM nuTepatypsbl, anga CA MODY, accouun-
poBaHHOro ¢ BapuaHtamu B reHax HNF1A n ABCCS,
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CBOPHUK TE3UCOB

MOHe}(yHHPHO-PeHeTI/I‘{ECKI/Ie HCCIeOBaHUA BIIPAKTHUKe NEeTCKOI'0 SHAOKPHUHOJIOra

XapaKTepHbl pa3Hble BapuaHTbl TeueHus 3abosieBaHns
C pa3Holi CTENEeHbl0 HapyLIEeHWIA YrNeBoAHOro obme-
Ha, B 3aBUCMMOCTM OT MECTa PACMO/IOKEHUS MyTaLum
B FeHe W ee TaXecTU. HamMm npeacTaBaeHoO onucaHue
KJWMHUKO-NabopaTopHOro nonuMopdusMa TeueHus
3abosieBaHUs y npeacTaBuTesneil 04HOW CEMbU C CO-
YeTaHMEM OAMHAKOBbLIX MyTauUW B ABYX MpeacTaB-
JIeHHbIX reHax. bonee TAMenoe TeueHne 3aboneBaHms
y npobaHaa no cpaBHEHWUIO ¢ MaTepbio, ¢ bonee paH-
Hell AMArHOCTUKOA W BblpaXKEHHbIMU HapyLleHUsSIMU
yrneeBogHoro o6bMeHa, HEBbICOKOW UYyBCTBUTENbHO-
CTbIO K CyNbOOHUIMOUEBMHE, NO-BUAMMOMY, 06YCNOB-
JIEHO HW3KON KOMMNAEHTHOCTbIO MauueHTa U nuTa-
HMEM C BbICOKMM COZEPMAHUEM JIETKMX Yr/EeBO/OB.
OTCyTCTBME HapyLIeHWI yrieBoAHOro obmeHa y ce-
CTpbl Npob6aHaa MOXKeT 6bITb 06YCNOBIEHO MaIEHbKUM
BO3pacTOM, uTo TpebyeT AaNbHelllero AMHaMnyecKko-
ro HabnwaeHus.
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Ciay4yaH coueTaHHUA
caxapHoro guabera 1-ro THIa
H HAHOIIATHYEeCKOH
JIOKAJIN30BaAHHOH
M HBOJIIOLITHOHHOM JIMITIOATPOPHH
y pebeHka

U.A. EpemuHa, M.M. Kontakosa, E.B. TutoBuy,
A.H. NanTes

OrbY «HaumoHanbHbIN MEANLIMHCKUIA MCCNef0BaTENbCKUIA LLEHTP
IHAOKPUHONOTUN» MI/IHI/ICTepCTBa 3ApaBOOXpaHeHNA Poccuiickon
depepaumu, r. Mocksa

JNlokannsoBaHHble GopMbl annoatpoduin (JIA) noa-
pasfensdiTca Ha WAMOMaTUYECKMe U BO3HUKLWIME
BCAeACTBME PasJINUHbIX MOBPEXMAEHUA  MOLKOXK-
Ho-*uposoi knetuatku (MHKK) (Tpasm, abcuecca, fo-
KaJIbHOr0 U CUCTEMHOTO 3abosieBaHNA COeAMHUTENb-
HOW TKaHu (BONYaHKa, AMMPOMa U T.M.), UHBEKLUNA
(Npn BBEAEHUM WHCYNUHA, BaKUMH, aHTUOMOTUKOB,
KOpPTMKOCTEPOUAOB 1 Ap). Nanonatuueckas JIA value
HabMoAaeTCsa Y MOJIOAbIX MEHLIWH. BO3MOXKHO CUM-
MeTpUYHOe ABYCTOpPOHHee nopaxKeHue MHK n cnoH-
TaHHaga perpeccusa B TEYEHWE HECKOJIbKUX MecCHLEB.
Ona wnanonaTtuyeckoin JIA xapaKTepHO JOKanabHOe
YMEHbLUEHME HKMUPOBOro C/0S Ha Aroguuax, noscHU-
Le, XUBOTE, MNyeyax, BO3HMKaloWee 6e3 npeaLlecTBy-
IOLWMX NPOBOLMPYIOLWMX GaKTOPOB.

MauuneHTKa M., 7 net, caxapHbiii anabet 1-ro Tnna
(CAa1) c 3,5 roaa, MaHudecTaumsa Kaaccmuyeckas ¢ aun-
abeTnYecKMM KetToaunao3oM. MHMunmpoBaHa MHCYAu-
HoTepanus (deteMup u JlInsanpo). Yepes rog caMocTo-
ATE/IbHO MHULUMMPOBAHA NOMMOBasa MHCYNMHOTEpanus
C NOMOLLbIO 6eCNpoBOAHON NOMMbI, KOTOpas ycTaHaB-
NvBanacb Ha 60KOBOW MOBEPXHOCTU MJiey 06eunx pyk,
rie yepes HEeCKOJIbKO MecsLeB CTasio OTMeYyaTbCs no-
assieHne J1A. Nocne CMeHbl MECT YCTAaHOBKU — MOJIHOE

BoccTaHoBneHMe MK B TeueHue ropa. 3ateM B 06-
NacTM UHBEKUMIA WHCYNMHA W psAaoM (KMBOT, H6OKa,
Aroamubl, nosicHMLa) nosisaeHne JIA BO30OOHOBMAUCE.
Mepexon ¢ NOMNOBON UHCYNIMHOTEPANUN Ha UHTEHCK-
b1uMpoBaHHYO CXeMy, CMeHa npenapaToB MHCYIMHA
He NOBAUAAN Ha BbIPaXEHHOCTb U KonmuecTso JIA.
B 4 ropa AMarHoCTMpoBaH XPOHUYECKUI ayTOUMMYH-
HbI TUPEOUANT, HA3HaYeHa 3aMecTUTeNbHasa Tepanus
NIeBOTUPOKCMHOM HaTpus.

Mpw ocMoTpe: pocT 134,5 cm (SDS 1,5), Bec 27,5 Kr
(SDS -0,3). Obpawiaet Ha cebs BHMMaHue runep-
MobunbHOCTb cyctaBoB. MMMKK pasBuTa yMepeHHO,
pacnpejeneHa HepaBHOMepHO. B MecTax BBeaeHus
WHCYINHA OTMeuvaloTcsa CUMMeTpuuHble ouvaru JIA
Ha ¥WBOTE N NosicHUUe A0 1-2 CM B AnaMeTpe, oyaru
nvnoruneptpodun Ha beapax o 10 cM B aAnameTpe.
B HenocpeacTBeHHON 6AM30CTM C MeCTaMun BBeAEHNS
WHCYNMHaA — CUMMeTpUuYHble oyaru JIA oo 7 cM B An-
aMeTpe B LeHTpaJabHOW obnacTtu aroauy, (H1Ke mMecT
BBEAEHVS WHCYAUHA). B Tex yuyacTkax, B KOTOpble
He BbINOAHANCD UHBEKLUN UHCYNUHA, — ABYCTOPOH-
HWEe CMMMETPUYHbIE N OAHOCTOPOHHWE O4Yaru Ha ne-
peaHeboKoBOM NOBEPXHOCTM TynoBuwa Ao 1-1,5 cm
B AnameTpe.
3akiroyeHue

MpeacTaBneHHbI KAWHUYECKUI Cay4vyal [LeMOH-
CTpUpyeT TpyAHOCTM anddepeHunanbHON ANarHoCcTu-
KW NpuUYmH pas3sntus JIA, Tak KaK nosiBieHne o4yaroBs
OTMeuaeTCs Kak B MecTax BBeAEHWS WHCYNWHA, Tak
N BHe 3TuX 30H. MianonaTtuyeckme JIA 0bblUHO pasBu-
BalOTCA B Tex e obnacTax Tena, npefHasHauyeHHbIX
LNA UHBEKLUIA MHCYNNHA, UTO TaKKe 3aTpyaHsaeT and-
ANarHoCcTuRy. na NOCTUHBEKUNOHHBIX JIA He xapak-
TEPHO MOsIBJIEHNE BHE MeCT MHbeKUMiA. B obounx cny-
yasax MOXeT OTMeyaTbCsA CNOHTaHHbIN perpecc o4yaros
J1A. MNMpepnonaraetcsd, YTo B naTtoreHese uauonaTtu-
yeckux JIA urpaeT posib ayTOUMMYHHbIA KOMMOHEHT,
UTO MNOATBEPXKAAETCA [AAHHLIMU T[UCTONOMUNYECKUX
nccnepoBaHuii. Takum 06pa3oM, PUCK WX pasBUTUA
Bbllle y NuL, C AAHHOW COMyTCTBYHOLLEN ayTOUMMYH-
HOWM natonoruvein. B npeactaBneHHOM cnyyae — CO-
yeTaHue ayToumMmyHHoro C[ c tupeouautom. B Ha-
cToswee BpeMs 3OPEKTUBHbIX METOLOB JleYeHUs
namnonatmnyeckon J1A He cywecTtByet. C He3HaunTeNb-
HbIM 3@ PEKTOM MPUMEHSAOTCA MECTHbIE Ma3u C MPOTU-
BOBOCMaAUTENbHbIM AeincTBueM. MNpu anabeTnyecknx
JIA peKkoMeHAOBaHa CMeHa MeCT MHbEeKUWRN, B Taxe-
NbIX cnydaax npepnaraetcs nepeBof C aHaloros
Ha YesloBEYECKME UHCYNMHBI. O4HAKO 3TO MOXKET bbITb
COMPSIEHO C yXYALIEHNEM KaueCTBa MWU3HU NauueH-
Ta, a PusmoTepaneBTUYECKME METOAbI MOKasann HU3-
KYt0 3QPEKTUBHOCTb.

KoHmakmHoe nuyo: EpeMuHa VipuHa AneKcaHOpoBHa,
HayyHbIl compyOHUK ®IBY «HMUL] sHOOKpuHoM02UU»
MuHz0paBa Poccuu, MockBa, Poccus

TenegpoH: +7 (926) 121-40-80

e-mail: Eremina.Irina@endocrincentr.ru
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BpoxxzmeHHass AUCPYHKIIHA KOPBI
HaAIIOYeYHHKOB, HePHIIUT
17,20-11a351

TAY3 «[leTckasa pecnybanKkaHcKas KinHuveckas 6onbHuLa
MuHncTepcTBa 34paBooxpaHeHuns Pecnybivkm TatapcTaH»,
r. KasaHb

20re0y BO «KasaHCKWIA rocyaapCTBEHHbIA MeANLIMHCKNIA

yHuBEpCUTET» MUHUCTepPCTBa 34paBooxpaHeHns Poccuiickon

depepauunu, r. KasaHb
BeepeHune

Lednumnt 17,20-1nasbl — peakuini BapmaHT BPOXK-
LEHHOW ANCOYHKLUM HAAMNOUYEYHUKOB, XapaKTepusy-
IOLMACA HapyLWeHNeM CMHTE3a KOPTM30/a, MOJIOBbIX
CTEeponaoB U M36bITOYHOW MPOAYKUMEA MUHEpano-
KOPTUKOMAOB, UTO MPOABAAETCH HU3KOPEHWHOBOW
apTepuanbHON runepTeH3neit, cekcyasbHbiM MHbaH-
TUAN3MOM Y AEBOYEK M HEOAHO3HAUHBIMU WU XeH-
CKMMW FEHUTANNAMUN Y MaNbUYMKOB.

MaTtepuansl n MeToAbI

AHann3 KAMHMYECKOro C/iyyas naumeHTa C OTpake-
HMEeM 0COBEeHHOCTEN TeUEeHUS peaKoro 3abosieBaHus.
PesynbTraThbl

JeBouka M., 15 net 10 MecsiLeB, obpaTunach C Ka-
NnobaMu Ha OTCYTCTBME BTOPUYHBIX MOJOBLIX NMPU3Ha-
KOB. Y poautenei 6M3KOpOACTBEHHbIA bpaKk (aBOIO-
poAHble bpaT c cecTpoit), Apyrue neTu B ceMbe (cecTpa
20 neT, 6paT 17 neT) 340pOBbLI. Ha NEPBOM roay *usHu
naumeHTKa 6bina nNpoonepupoBaHa Mo MOBOAY [ABY-
CTOPOHHEN MaxoBOM MPbIXKU.

B du3mkanbHOM cTaTyce: pocT 155 c™m (SDS -1,19),
NMT 19,14 kr/m? (SDS -0.50)

HapyHble nosioBble oOpraHbl: CcHOPMUPOBaAHDI
MO MEHCKOMY Tuny, rnosioBoe passutue 1 Mo LKa-
neTaHHepa.PyTMHHOEN3MepeHMeapTepmaabHOroaaB-
NeHnst He 06HapYXMN0 NATONOTNYECKUX OTKAOHEHWNIA.
BpesynbrateoLeHKM3IHAOKPUHHOIOCTaTyCaBbIsiBNEHbI
NPM3HaKN r’MNeproHagoTPoONHOro rmnoroHaansma: Jir
21,4 mIU/ml, ®CrI 16,2 mIU/ml, sctpaamnon — 7,8 nr/mn.
Mo aaHHbIM Y3 MaTKa N AUYHUKKM HE BU3YyaaU3npo-
BaHbl. NccneposaH Kapuotun — 46 XY. [MoBTOpHOE
Y3W obHapyXuno roHaabl B HUKHENK TPETU NMaxoBbiX
KaHanoB c 06eux cTOpoH, cnpaBa 2,5x1,2x0,8 cM,
cneea 2,5x1,4x0,8 cM, 6e3 CTPYKTYPHbIX OTKJOHE-
HUA. [poBEAEHO MONEKYNSAPHO-reHeTMYecKkoe Wuc-
cnepoBaHue (MaHenb «HapyuweHue (GOpMUPOBAHUS
nonfa»), obHapy!KeH MaTOreHHblIi BapuaHT B reHe
CYP17A1 B roMO3UroTHOM cocTtossHun — c.1096G>A,
paHee OMUCaHHbIA MNpPU M30JMPOBAHHOM Aeduum-
Te 17,20-nmasbl. WccnepoBaHue crnekTpa cTepo-
WAHLIX TOPMOHOB MOATBEPAMIIO HapylleHue CTe-
ponaoreHesa: KOpPTMKOCTepoH — 208,0 HMoAb/n
(1-50,0), AE30KCUKOPTUKOCTEPOH — 3,81 HMOJL/A
(0,0-1,0), nperHeHonoH 94,0 HMonb/n (0-7,0), npo-
rectepoH 7,3 HmMonb/n (0-1,5), TecTocTEPOH — MeHee

0,15 HMonb/n (0.30-2,5), KOpTM30H — 12 HMOAbL/N
(17-84), nervaposanvaHapocTepoH — 0,4 HMONb/N
(4-50,0). [ononHuTenbHO MNpoOu3BEAEHa  OLEH-
Ka KOHUeHTpauun AKTI — 77,67 nr/mn (7.2-63.3),
PeHunHa (npsiMoe onpepeneHne) — 49,74 MEa/n
(2,8 -39,9). CyTOUHOE MOHUTOPUPOBAHME apTepUab-
HOrO AAaBNEHUS He BbIABWJIO TMNEPTOHMYECKON Ha-
rpy3ku. MpoBeaeHa ABYXCTOPOHHSA TFOHaA3KTOMMUS,
rMCTONIOMMYECKOE 3aK/loUeHe — He3pesias TKaHb An-
yeKk. HasHauyeHa 3aMecTUTeNbHasi TOPMOHasbHas Te-
panus npenapaTtaMu acTpaamona.
BbiBOAbI

MpeacTaBieH HETUMUYHBIA BapuMaHT TeueHUs pea-
Kol ¢opmbl BAKH — pedumumnta 17-20-nmasbl 6e3 ap-
TepuanbHON rmnepTeHsnun.
KoHmakmHoe nuyo:
LadtdynanuHa Mapusi PycmemoBHa, K.M.H., 0OUEeHM Ka-
gedpbl 3HOOKpuHonoz2uu ®F6OY BO KIMY M3 P®, Ka-
3aHsb, Poccus
3aBedyrowas omoeneHueM, Bpa4y — 0emcKuli 3HOOKpU-
Hosi0e omoeneHus s3HOoKpuHoaozuu MY3 APKE M3 PT,
KaszaHb, Poccus
TenechoH: +7 (960) 045-67-79
e-mail:zizi97@mail.ru
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TTOMCK HOBBIX I'€HOB-
KaHOHUOATOB CaXapHOro
nuabera 1-ro THIIA B CEMbAX
C HeCKOJIBKUMHU O0JIBHBIMH
cubcamu

10.M. 3ydaposa, E.B. TutoBuy, U.A. EpeMuHa,
K.l. 3abyackas, A.H. JlanteB

OreY «HaumoHanbHbIN MEANLMHCKUIA NCCNef0BaTeNbCKUIA LLEHTP
SHAOKPUHONOrMU» MUHUCTEPCTBA 34paBooxXpaHeHns Poccuiickon
denepaunu, r. Mockea

BeepeHue

Puck passutna CA1 npu Haanumm U3BECTHbIX
npeapacnofiarallinx reHeTumyecknx ¢axkTopoB CO-
cTaBnseT okono 12%. Yawle pernctpupytotcs cnopa-
LM4Yeckue cnyyan, B TO BPEMS KaK ceMeliHble GOopMbl
cocTaBasoT okono 10% ot obwero uncna. Mpu aToMm
Haanume CA1 y poaCTBEHHMKA NEPBOM CTEMNEHU POA-
CTBa yBennumaeT 3TOT puck Ao 40%. MNMouck reHe-
TUYECKMX npegukTopoB passutua CA1 B HacTosuwee
BpeMs MpeacTaBAseT 3HAaUUTENbHbIA HaYUYHbIA UHTE-
pec. bosiblias YacTb ONy6MKOBAHHbIX MUCCIeA0BAHWI
nocBsilLleHa MOAHOreHOMHOMY MOUCKY accouunauui,
nopaenstouee 60NbLIMHCTBO U3 KOTOPbIX HAaX0AMUTCS
B MHTPOHHLIX 061acTsX, B TO BPEMSA KaK Halle nccne-
[LoBaHue Obl10 HaNpaBieHO Ha MOMbITKY 0OHapYXNTb
naToreHHble BapuaHTbl B KOANPYEMON YacTu reHoma.
MaTepuanbl n meToAbI

MpoaHannsnpoBaHbl KIMHUKO-NabopaTopHble AaH-
Hble 30 apepHbIX cemei. YneHam 10 ceMel npoBeAeHO
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NMOJIHO3K30MHOE CEeKBEHMPOBaHWE METOA0M MacCOBO-
ro mapajniienbHOro cekBeHupoBaHus (next-generation
sequencing, NGS) Ha nnatdopme Illumina meTomom
NapHO-KOHLLEBOIr0 YTEHUS.
PesynbraTbl

B BbI6OpPKY BOWAN 26 ceMeli ¢ AByMA 1 bonee cnb-
camm ¢ CA1, 3 ceMbu C OAHUM poauTenem n pebeHKkom
c CA1, 1 cembs, raoe oba poantens n pebeHok ¢ CA1.
MeaunaHa Bo3pacTa MaHudpectauum CA1 B rpynne
peteri, 3aboneBwnx nepsbiMu, cocTaBuna 4,1 ropa
[2,8;5,6], B rpynne peTveid, 3aboneBlWINX BTOPbLIMMU,
cooTBeTcTBOBana 4,6 roaa [3,2;7,4]. Koppensiuuun
BO3pacTa MaHudecTaummn CA1 Mexay AByMsa cubca-
MW He bbino HanlpeHo (r=0,322, p=0,515). B ceMbsx
c AByMsi cubcamm ¢ CA11 ypoBeHb rMUKNPOBAHHOIO re-
mMornobvHa Ha MOMeHT 06c/iefoBaHMA He oTauYancs
(p=0,879): B rpynne cubcoB, 3aboneBlIMX MNEPBbI-
MU B ceMbe, ypoBeHb Hb1Ac cocTtaBun 8% [7,3;9,2],
B rpynne cubcos, 3abonesBwwnx BTOpbBIMU — 7,9%
[7,2;9,1]. MNpenBapuTenbHble pe3yabTaTbl MOJHO3K-
30MHOI0 CEKBEHWPOBAHUSA HE BbIBUIN MOHOIEHHOW
NPUYMHBI Pa3BuUTMA 3abosieBaHWs, HaanuMe AUreHHo-
rO XapakTepa Hac/neLoBaHWSA TaKXe He yCTaHOBNEHO.
3aknroyeHue

Mo pesynbTaTaM Halero nccaefoBaHUs Koppens-
UMM Bo3pacTa MaHudpectauum CA1 Mexay cnmbcamm
He BbiABNeHO. OgHaKo obpallaeT BHMMaHWe MpaKTu-
YeCcKu coBMajeHne Bo3pacTa pasBuTMA 3abonesa-
HWS Yy NepBOro U BTOPOro pebeHka B CEMbe, YTO MO-
eT 6bITb CBA3aHO C BO3AENCTBMEM OAHUX U TEX XKe
GaKTOpOB OKpyawLwen cpeabl Ha GoHe npeppac-
nonaratoLwen reHeTM4eCKon OCHOBbLI B OAHON CEMbe
Ha BO3HMKHOBeHue CA1. lMpeaBapuTtesibHble pesylib-
TaTbl MNOJIHO9K30MHOIO0 CEKBEHUPOBAHWA HE yCTaHOo-
BUAN HaNWyMe MOHOreHHOro WAW AUFEeHHOro Tuna
HacnenoBaHUA B CEMENHbIX Cllyyasx. B cBA3u c oTCyT-
CTBMEM [LOCTaTOYHON MHOOPMaLMM O FeHEeTUYEeCKUX
npeauktTopax passutua CA1 Heobxoammo nposepe-
HWEe MOJIHO9K30MHOIN0 CEKBEHWPOBAHUA B SAEPHbIX
ceMbsIX C 6onbLien BbIOOPKOW.

https://doi.org/10.14341/MGSPPE-2023-41

KJIHHHUYeCKHH CIy4yaH pefKoro
HacJeaCTBeHHOro 3aboseBanus,
COIIPOBOJKAAIOLIErocs
BBIPayXeHHOH 3a/ePIKKOH
pocTta — 3-M CHHApPOM

3.C. 303uKOBa, E.B. HaraeBa, H.H. Bonesoas,
B.A. NMeTepKoBa

OrbY «HaumoHanbHbIN MEANLIMHCKUIA MCCNef0BaTENbCKUIA LLEHTP
3HAOKPUHONOrMKU» MUHUCTEPCTBA 34paBOOXpaHeHNs PoCCUnCKom
depepaunn, r. Mockea

3-M cMHAPOM — pefKoe HacneacTBeHHoe 3a-
6osieBaHME C ayTOCOMHO-PELIECCUMBHBIM  TUMOM
HacjAedoBaHWsA,  XapaKTEPM3YIOLLEECH  TAMENOoW

npe- M NOCTHaTa/lbHOW 3aAep*KKoW pocTa (KoHeu-
HbIi pocT 120-130 cM), XapaKTepHbIMK peHoTUNnYe-
CKMMM 0COBEHHOCTAMU MPU COXPAHHOM MHTEJIEKTE.

MaumneHT M., 3 roaa, obpatmnacb C *Kanobamwu
Ha 3alep»KKy pocTa. [eBouyka oT 1-i HepemeHHO-
CTWU, 1 CPOYHbIX OMNepaTMBHbIX POAOB Ha 42 Hepenwu.
BepeMeHHOCTb NpoTeKasa Ha GOoHEe XPOHUYECKON de-
TonfaueHTapHONW HeAOoCTaTOYHOCTU, XPOHUYECKOWN
BHYTpMYTPOOHON runokcmn nnaopa, Ha 20-n Hepe-
Jie rectauum no AaHHbIM Y3U niopa avarHoctmpoBa-
HO yKOpouYeHue TpybuaTbix KOCTeN.

Macca Tena npwu pPOAEHUMU 2330 r
(SDS macchbl Tena -3,13), anvHa Tena 44 cm (SDS ann-
Hbl Tena -3,67), oLueHKa no wKane Anrap 6/7 6annos.
CocTosiHMe MpWU POXAEHWUWU Taxenoe, obycnoBieHO
NPOSIBAEHUAMU BHYTPUYTPOOHOro WMHGUUMPOBaHHMS,
pecnMpaTtopHOro AUCTPecc-CUHAPOMA, BPOMAEHHON
NMHEBMOHWEW, 3aAEPKKOM BHYTPUYTPOOHOro passu-
TMS. Ha nepBOM rofy XMW3HW OTMe4yanacb 3ajep-
Ka MOTOPHOI0 pasBUTUSA.

YunTbiBas deHoTUNUYeckne ocobeHHOCTH, Ae-
BOYKA KOHCYNbTMPOBAaHa FeHeTUKOM, KapuoTun HOp-
MasbHbIA XeHCKUn, 46XX. BbisBneHa KomnayHa-re-
Tepo3nrotHas MyTaumss B reHe CUL7 (c.3041T>G
n €.3902C>G), uTO NO3BOAMNO AMArHOCTMpPOBaTb 3-M
CUHAPOM.

Mpw obpaweHun B Prey «HMULL sHAOKPUHONOI N
M3 P® obpawano Ha cebs BHMMaHWE Halnyme MHO-
KECTBEHHbIX CTUNM AWcaMbpuoreHesa: BbICTynako-
LM 106, CKOLLEHHbIe NATKN, KOPOTKas LWes, KOpOoTKME
nanbubl. Poct 72,7 cM, SDS pocTta — 5,65, Bec 9,3 Kr,
SDS NMT 0,46, BepxHuii cermeHT 43,0 cM, SDS Bepx-
Hero cerMeHTa -5.74, HUXKHUI cermeHT 29,7 cM, SDS
HUXHEro cerMeHta —4.27, COOTHOLWIEHNE CErMeHTOB
1,45 (HopMa). Mpu obcnenoBaHUM KOCTHBIA BO3pacT
oTcTaBan OT nacnopTHoro Ha 1,5 ropa, ypoBeHb Tu-
peougHbIX ropmoHoB, N®P-1 cooTBeTcTBOBaN HOp-
MajbHbIM 3Ha4yeHMAM. IHMUnnpoBaHo NpobHoe neye-
HMe peKOMBUHaHTHBIM FOPMOHOM poCTa.

MpeactaBieHHOE KAMHMYECKoe HabnwgeHue 0OTO-
bparkaeT 0cobeHHOCTM nposABAeHUn 3-M cuHapoma:
HW3KWEe MoKasaTtenu maccbl U ANVHbLI Tena npu po-
XIAEHUW, BblpaxeHHas 3ajepXKa pocTa B AanbHeu-
weM, deHoTMNMueckne ocobeHHocTn. Bonpoc o ne-
YeHUN PEeKOMBUHAHTHbBIM FOPMOHOM pOCTa OCTaeTcs
AVCKyTabenbHbIM B BUAY MajounC/ieHHOCTH 3abone-
BaHUS.
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CJI0JKHOCTH OHArHOCTHKH
BPOXXAEeHHOH AUCOYHKIIUHU
KOPBI HAAIIOYeYHHKOB,
obycnoBineHHoO gedHULHTOM
33-rHAPOKCHCTEpPOH -
meruzporeHassi (3 6era-I'CHl)
y MaIfHEeHTKH C OTCYTCTBHEM
BHPHJIM3AaLHH HaPYIKHBIX
reHHUTaJIuH

T.E. BaHHMKoOBA', 10.B. TuxoHoBu4', M.A Bapn4iKuHa',
A.A. KonoaKuHa?

'®rAO0Y BO «[epBbliii MOCKOBCKMIA FOCYAapCTBEHHbIN
MeANUMHCKUIA yH1BepcuTeT umerun .M. CeueHoBa»
MuHucTepcTBa 3apaBooxpaHeHus Poccuiickon ®epepaumm
(CeueHOBCKMI YHUBEPCUTET), I. MOCKBa

20rbY «HaumoHanbHbI MEANLVHCKUA NCCNeA0BaTENIbCKUIA
LLeHTP 3HAOKPUHONOrUN» MUHUCTEPCTBA
3/ paBooxpaHeHus Poccuinckon deaepauum, r. Mocksa
BesepeHne

Oebdnumt 3 6BeTa-rmapokcuctepoumagernapore-
Hasbl (3 6eTta-FTCA) — peakas dopma BPOKAEHHON
AMCOYHKUMKM Kopbl HaanoyeyHukoB (BAKH), cocTaB-
nawowas okono 1% cpeaun Bcen CTpyKTypbl BAKH.
3aboneBaHne accouMMpoBaHO C AedEeKTOM reHa
HSD3B2. Ons nauveHToB 060ero mnosna xapaKTepHo
Hanan4me raKo- U MMHEPANOKOPTUKONAHOM HepocTa-
TOYHOCTU, repMadppoANTHOE CTPOEHME HaPYHKHbIX re-
HUTanNUi, NOBbILEHWE YPOBHA 17-rnapoKkcunperHe-
HoJioHa, AM3A, Ar3A-C. OTcyTCcTBME BMpUAM3aALUMK
HapYyHbIX FEHUTaNU y paaa naunmeHToOK C AaHHOMN
dopmon BAKH npu oTCyTCTBMM AOCTOBEPHbIX METO-
LOB FOPMOHaNbHON BepudMKaumm amnarHosa npuBo-
AVT K N034HEeN ANarHOCTUKE U yXYALIeHUI0 NPorHosa
3aboneBaHus.

KnuHuueckuin cnyyam

MauneHTKa OT 340POBbLIX poauTenen, HeEpOACTBEH-
Horo 6paka. Mpu poxaeHun Bec 3740 r, AnvHa Tena
54 cm. Mo Anrap 6-8 6annoB. C 14-ro AHS }W3HU NO-
SBUNINCb YacTble 06U/bHbIE CPbIrMBaHWA, BANOCTb, BSA-
Jloe cocaHue, oTCyTCTBUE NpubaBKK Beca.

Mpyn obcnepoBaHMM MO MECTY WUTENbCTBA Bbl-
fiBNleHa runepkanvemms 6e3 runoHatpuemumn (Ha-
Tpuii 137 MMONb/n), MOBbILUEHWE YPOBHS PEHUHa
no 184 MKME/mn, 17-0OHM po 30,3 HMonb/n, AF3A-C
0o 247 MKr/an, TectocTepoHa Ao 3,24 HMoAb/n; Npu-
3HaKu rmnepnnaasnn Haano4Ye4yHKos no Y3W.

YcTaHoBneH anarHos BAKH, conbtepsiiowas ¢opma.
HasHaueHa Tepanusi rMAPOKOPTM30HOM (25 Mr/M2/cyT-
Kn) 1 dnyaporkopTnsoHoM (0,1 Mr/cyTku) (He nonyyana).

Ha ¢poHe MOHOTepanuu ratoKoKopTMKonaammu (npe-
napaTt nojiyyana B BuAe MOPOLUKa 4epe3 Hasora-
CTpasbHbI/A 30HA) COXPaHAINCh CPbIrMBaHUs, BANOE
cocaHue, COHINBOCTb, OTCYTCTBME NpubaBKM Beca.

Mpwn ocmoTpe B CeueHOBCKOM LleHTpe MaTepuHCTBa
n petctea B Bo3pacte 1,5 mecqaua poct 55 cMm, Bec
3,5 Kr. CocTosiHME BAKXKE K TAKENIOMY, OTMeYaNnchb ae-
ouumnT Beca (SDS UMT -2,78), cyXOoCTb KOXU, CHUMKE-
HWe Typropa TKaHel. HapyKHble reHuTanum passuThbl
NPaBubHO MO XEHCKOMY TUMy.

Mpn obcnepoBaHun Gbiia BbiiBAEHA TMMNOHATPU-
emust go 125 MMoNb/n, rMNepKkannemMmnsi, NOBbILLEHNE
AKTI po 291 nr/mn, TectocTtepoHa Ao 3,5 HMonb/A.
Mo paHHbIM Y3W opraHoB Manoro tTasa mMaTtka u npu-
[LaTKN pacnosio¥eHbl B TUMWUYHOM MecTe. KapuoTun
46XX.

YunTbiBas aHaMHe3, KJMHUYECKYIO KapTuHy, nabo-
paTopHble AaHHble NpoBoanaack anddepeHumanbHas
LNArHOCTUKa MeXAy NepBUYHON XPOHUUECKOW Han-
MOYEeYHNKOBOW HEeA0CTaTOYHOCTbIO U peaknumn dop-
mamu BAKH.

Mo pesynbTaTam MynbTUCTEPOUAHOIO aHanNM3a Kpo-
BW BbIABJEHO NOBbIWEHUe 17-rMApoKCUNpPerHeHono-
Ha ao 1390 Hmonb/n (0-20), AF2A no 198 HMoOAb/N
(0-13), uTO NO3BOINIO 3aN0A03PUTL AednumnT 3b6eTa-
FCA » npoBecTn KOppeKuMio 3aMecTUTebHON Tepa-
nuu. B ganbHeriwemM, gnarHos 6o11 NOATBEPHKAEH MO-
JIEKYNAPHO-TEHETUYECKU: B reHe HSD3B2 BbisiBneHa
3aMeHa B 4-M 3K30He €.690G<A (p.Trp230Ter) B ro-
MO3UIOTHOM COCTOSIHUM.
3aknioyeHue

[aHHbIA  KAMHWUYECKUIA  Ccayvyald  LEeMOHCTPUpY-
eT TPYAHOCTU AMarHocTukm apedwuumta 3 beta-NCh
y NauMeHTOK C OTCYTCTBMEM BUPUAM3ALUU HapYXK-
HbIX TFeHWUTaJN, a TaKXKe BbICOKYID WHPOpMaTUB-
HOCTb MYNLTUCTEPOUAHOIO aHanMsa KpoOBM B AU-
arHocTMke peakux ¢opm BJAKH. CBoeBpeMeHHas
reHeTuyeckass BepuduKauua JauarHosa sBJseTCs
HeobxoaMMoOn Ans onpeaeneHns AONTOCPOYHON Tak-
TVKW BefeHus MauMeHToB, MporHosa 3aboneBaHus
N MEANKO-TEeHETUUYECKOr0 KOHCYIbTUPOBaHUA CEMbMU.

Kniouesble cnoBa: 3 6eta-rc, BAKH, HSD3B2
KonmakmHoe nuyo: ViBaHHUKoBa TambsiHa EB2eHbeB-
Ha, Bpay — 0emckKuli 3HOOKPUHO102
®rAOy BO «llepBbili MOCKOBCKUL 20Cy0apCmBeH-
HbIll MeOuUUHCKUl yHuBepcumem uM. .M. CeueHoBa
(CeueHoBckuli yHuBepcumem)», Mocksa, Poccus.
TenegpoH: +7 (916) 656-42-45
e-mail: ivannikovate@yandex.ru
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KIHHHUYeCKHH caydyan
ManHUJIJISPHOrO paKa
LIIHTOBHOHOMH JXeJIe3Bbl,
acCOLIMMPOBAHHOrO C AepeKkTOM
reHa DUOX2

OrbY «HaumoHanbHbIN MEANLIMHCKUIA MCCNef0BaTENbCKUIA LLEHTP
3HAOKPUHONOrMKU» MUHUCTEPCTBA 34paBoOOXpaHeHns Poccuinckon
dPepepaunn, r. Mockea

BBeaeHune
B MupoBOoi uTepaType WUMEKTCA  MHOXecC-
TBEHHble OMUCaHWA BPOMKAEHHOrO TrUMNOTMpPEOs3a

(BN c noaTBep:KAeHHOW MyTauuen reHa DUOX2.
N3BecTHO 6onee 20 pasanuHbix MyTauuir. BI, oby-
C/NI0BNEHHbIN MyTauuamu DUOX2, MOXKeT HacnenoBaTb-
CSl Kak ayTOCOMHO-PEeLLeCCUBHO, TaK 1 ayTOCOMHO-A0-
MWHaHTHO. OCOBEHHOCTbIO AA@HHOIr0 KAWHUYECKOro
caydyas y nauMeHTa C MOATBEPMKAEHHOW MyTauuein
B reHe DUOX2 aBnsieTcs Haanyme NanmuiansapHoro paka
wmToBuaHOM Kenesbl (LK), pa3BuBLLErOCS B paHHEM
[leTCKOM BO3pacTe.
KnuHuyeckuit cnyyamn

MaumveHTKa 3-x JieT, MocTynuaa C Kanobamm
Ha 06bEMHOEe obpasoBaHMe B 0b6nacTu wewn cnpasa.
N3BecTHO, uTo y 6abyLIKM NO ANHMK OTLA B AETCKOM
BO3pacTe JAMAarHOCTMpPOBaH y3noBoi 306. Mo Me-
CTY ¥MTeNbCTBa NO AaHHbIM Y3 LUK BbISBNEHO Y310-
BOE M303X0reHHoe obpasoBaHWe, 3aHUMalOLLEE BCHO
npasyto gono (TIRADS 3). Mpu 06cnenoBaHnn B LIEH-
Tpe B NpaBou A0Je C NEePeXOA0M Ha NnepeLleek onpe-
pensnocb obpasoBaHue pasMepamu 47x43x23 MM,
C YETKMMU, POBHLIMU KOHTYpaMu, MOHUMKEHHOM 3XO0-
reHHocTu, npu U — c npeMMyLLecTBEHHO NepnHoay-
NApHbIM KpoBoToKoM (EU-TIRADS 4). B ropMoHanbHOM
npodune: KanbUMTOHUH 4,35 nr/mn; Tupeornoby-
nvH (TT) 846,9 Hr/mn (3,5-77). MNpoBeaeHa TOHKOM-
ronbHas acnupauMoHHas buoncusi: GoNNnKynspHoe
HoBoOb6pa3oBaHue LMK (Bethesda IV). BbinosiHeHa
NPaBOCTOPOHHAA reMUTUpeounaskTomus. MNpu rucTo-
JIOTMYECKOM  UCCNIeJOBAHUN: WHKaNCY/INPOBaHHbLIN
bonAnKynapHbIN BapuaHT NanuaasipHOro paka npasom
nonu LMK c oyaramu MHBasumn B CO6CTBEHHYO Kancyny
M o4YaroM cocyaucTon nHeasuu. lHeBasuu 3a npejena-
MU Kancyibl He 06HapyxeHo. Mpu UTX-nccnenoBaHum
obHapyKeHa 3KCnpeccus rajekTuHa-3 u LMToKepaTu-
Ha-19 B KneTKax onyxoaun. Yepes 2 MecsLa BbiNoaHe-
Ha OKOH4YaTesibHaf TUPEOUAIKTOMUS C LEeHTpasbHOMN
nnMmdanseHskToMMen. MIHMUmMmnpoBaHa tepanus neBo-
TUPOKCUHOM HaTpus. NpoBeAEeHO MONEKYNSPHO-reHe-
TUYECKOE UCCNIeJOBAHWNE: BbISIBJIEHbl FETEPO3UTOTHbIE
BapuaHTbl €.28952898del: p.S965fs (rs530719719;
HGMD: CD021412; onucaH; natoreHHbliin) n c.A4637G:
p.E1546G (rs201229193; HGMD: CM1313824; nato-
FEHHOCTb: BapuMaHT HeONpPeAeNeHHON 3HaunMMOoCTH).

BuannenbHble MyTauum reHa DUOX2, onucaHHble
npu Bl ¢ ancmopdoreHesom KL (OMIM #607200),
y Matepu BbiiBAEHbl aHaNOrMYHble MyTaLuu.

Yepes4 MecauanocnieonepaunnnposejeHapanmno-
nopabnauma I-131. Mo gaHHbIM ODIKT/KT onpeaens-
eTCcsA ocTaTouyHas TMpeounaHas TKaHb. Mpu KOHTPONb-
HbiXx 0bcnefoBaHUsX vyepes 6 1 12 MecaLeB AaHHbIX
3a peunans 3abosieBaHNA He BbIABEHO.
3aknioyeHue

[laHHOe KAuMHW4YecKoe HabawaeHWe MnoKasbiBaeT,
uTO MyTauuna B reHe DUOXZ2 MOXKeT Bbi3blBaTb HE TOJb-
KO Nlerkoe TeyeHue rmnotupeosa, HO U MPUBOAUTL
K 3Jl0KauyeCTBEHHOMY nepepoxaeHuio WX y pe-
Tell paHHero Bo3pacTa. B oTeuecTBeHHOW nuTepaty-
pe nofobHbIN cnyyar onvcaH Bnepsble. Heobxoanmel
JanbHenwmne unccnefoBaHus, 4Tobbl OuLeHWUTb pac-
NPOCTPAHEHHOCTb M BO3MOMHbIA NPOrHO3 MNpU HO-
CUTEeNbCTBE MyTaHTHOro reHa DUOX2 npun ceMenHbIX
BapmaHTax HemepynnsapHoro paka WM. HacTtoswee
HabnoaeHve NoavYepKMBaeT BarKHOCTb yyeTa ceMel-
HOro aHaMHesa AN CKPUHWHra AaHHOW Matonoruu
B MONynsuum.

KnioyeBble cnosa: LWMTOBUAHAA Kenesa, nanun-
NAPHbIA paK, reH DUOX2, rmnoTMpeos, paHHWn geT-
CKMI BO3pacT
KoHmakmHoe sauyo: WNoHuybl KaponuHa AHOpeeBHa,
Bpay-opOuHamop — OemcKuli 3HOOKpuHosaoe, by
«HMWL] sHOoKpuHON02UU», MOCKBa, Poccus
TenegpoH: 8 (950) 539-00-13
e-mail: karolina.ionicy.97@mail.ru
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3HauyeHHe MOJIEKYJIIPHO-
reHeTHYEeCKOr'0 HCCJIeJOBaHUSA
B AHAarHOCTHKE COMaTOTPOITHOM
HeA0CTAaTOYHOCTH y pebeHKa
paHHero Bo3pacTa

M.A. KBacoBa', E.B. Kon6acuHa?, B.B. MewepsKoBa',
A.A. PykuHa', A.M. TawnbikoBa'

1 ®re0y BO «lMpUBOAKCKMIA UCCNEL0BATENbCKUA MEANLIMHCKINIA
YHUBEPCUTET» MUHUCTEPCTBA 34paBooXpaHeHns Poccmuinckom
depepaunu, r. HuHUN Hosropopa

2bY3 HO «HuKeropoackas obnactHas AeTcKas
KNMHUYecKas 6onbHULa», . HuxHuii HoBropog,
BeeneHue
[JnarHocTnKa CoMaToTpPOMNHOW HeAOCTaTOYHOCTH
(CTr-pedunumT) 3aTpyaHeHa y AeTel paHHero Bospac-
Ta M3-3a HEBO3MOXHOCTM NPOBeAEHMS NPO6bI C UHCY-
JINHOM Yy aeTen A0 5 neT. Y nauMeHTOB C runonutyuTa-
p3MOM 3a/eprKKa poCTa CTAaHOBUTCA 3aMeTHOW yKe
Ha 2-MroAy ¥U3HW, a K4 roaam XusHu aetm npnbasnsi-
0T He 6onee 2-3 cM B ro. Taknum obpasoM, B Bo3pacTe
5 NeT AaHHble NaLUMeHThI YKe B6yayT UMETb BblparKeH-
HYI0 3a/lepPKKYy pocTa. PaHHee BbisiBJieHMe 3abonieBa-
Hus 6yaeT cnocobcTBOBATb CBOEBPEMEHHOMY Hauany
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3aMecTUTeNbHOW Tepanun pPeKoMOBMHaHTHBLIM TOPMO-
HoM pocTa (prP).
MaTtepuanbl U MeTOAbI

Poantenn naumveHta M. 06paTtManCb K SHLOKPUHO-
nory ¢ xanobaMu Ha HU3KUIA pOCT, OTCTaBaHue B po-
CTe 3aMeTuan ¢ 2 neT. PebeHoOK OT 2 bepeMeHHOCTH,
poAabl B CPOK, € MT 3,1 Kr, AT 51 cM. leHeanormnyeckui
aHaMHes: y cTapllei cecTpbl B Bo3pacTe 5 net noa-
TBEepKAeH CTr-pedmumt (Ha ocHoBaHum 2-x CTI-
CTUMYASILMOHHBIX NP06). B HacTosllee BpeMs Ha GoHe
NeyeHns prP oTMeyaeTcs NONOXUTENbHAsA AMHAMUKA
(3a 8 net + 61 cM). B ceMbe HU3KOPOCNOCTb MO N-
HWUM MaTepu: pocT matepu — 159 cM, 6abywKkn —
157 cm.

PesynbraTbl

Mpu obcnepoBaHuMn B BO3pacTe 3,5 ropa: Anu-
Ha Tena 82 cM (SDS pocta -4,0), macca Tena 11 Kr,
NMT 16,4 (SDS UMT -0,6). MosroBoi uepen npe-
obnapaet Haph nuvuesBbiM. o BHYTPeHHMM opra-
Ham 6e3 naTonorun. BbimoAHEHO wccnepoBaHue
naHenn reHoeB «lMNonuUTyutapusmM» — B TeHe
GHRHR BbiiBNeH paHee He ONuWCaHHbLIA BapuaHT
(chr7:30975859C>G, c.965C>G), npMBOAALLMIA K aMU-
HOKNCNOTHOW 3aMeHe p.Ser322Cys B reTepo3nroTHOM
COCTOSIHUM, a TaKMKe MPOTAXEeHHas Aeneuns, BKI0-
yatowas 1-4 3K30Hbl, B reTepo3NUroTHOM COCTOSHUW.
fOMO3UIOTHbIE U KOMMAyHA-reTepo3vMroTHble naTo-
reHHole BapuaHTbl B reHe GHRHR onucaHbl npu nso-
NmpoBaHHOM aeduumnTe ropMoHa pocTa, Tun IV.

B Bo3pacTe 3 net 11 MecsAueB nauneHT rocnutanm-
3npoBaH B PIrbY «HMUL sHAOKpUMHONOrMNY. BbiBIEHa
BblpaKeHHas 3ajepKka pocta (SDS pocTta -4,0), oT-
CTaBaHMWe KOCTHOro BO3pacTa OT XPOHOJIOrMYeCcKo-
ro Ha 1,15 r., HU3KKIA ypoBeHb NPP-1 (21,96 Hr/mn).
HepoctaTouHOCTN ApYyrux TPOMHbIX FOPMOHOB FUMO-
dun3a He nonyyeHo.
3aknroyeHue

AnarHoctupoBaH rMnonNUTYUTap1s3M: U30JMpPOBaH-
Hblh CTr-geduumt. MpoBeaeHME MONEKYNApPHO-Te-
HeTMyeckoro obcregoBaHMa M Hanuume [OKasaH-
HOW MyTaLuu B reHe, acCOLUMMPOBaAHHOM C pasBUTUEM
nsonmpoBaHHoro CTr-ge¢uumnTta, B AaHHOM cClydyae
MO3BOJIMNO YCTaHOBWUTb AMarHos 6e3 npoBeAeHus
CTUMYISILMOHHBIX Npob y pebeHKka B Bo3pacTe Tpex
NeT n HasHauuTb Tepanuio plP. Y geteit oo 5 net c ota-
rOLEeHHbIM CEMENHbIM aHaMHE30M M0 HU3KOPOCIOCTH
nMoKasaHO NpoBefeHNe Me[UKO-FeHeTUUYECKOro Wuc-
cllef0BaHuA 419 CBOEBPEMEHHOW ANAarHOCTUKMK U ne-
yeHust CTr-pedmunTa.

KoHmakmHoe sauyo: Keacoa Mapus AneKcaHOpoOBHa,
doyeHm kaghedpbl hakysbmemcKol U NOJUKAUHUYE-
ckoli neduampuu ®r60Y BO «MVMY» MuH30paBa Poc-
cuu, HuwcHuti HoB2opod, Poccus.

TenegoH: +7 (906) 353-95-55

e-mail: mail.ru.77@mail.ru
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3aMecTHTeNbHadaA ropMOHaJIbHasd
TepanHda y NallHeHTOK
C CHHAPOMOM
IIlepeiueBcKoro — TepHepa

®re0y BO «CeBepo-3anagHblil rocyaapCTBEHHbIN MEANLUHCKUIA
yHusepcuteT um. .. MeyHnkosa» MuHucrepcTea

34paBooxpaHeHuns Poccuinckoii depepaumm, r. CaHkT-MeTtepbypr
BeepeHue

CuHapoMm LlepeweBckoro — TepHepa (CLUT) aB-
naeTcs Hanbonee 4YaCcTon NPUUYMHON HapyLUEHUS Mo-
nosoini andpdepeHuUMpoBkU. B cBA3M C OTCYTCTBMEM
BbIpabOTKM 3CTPOreHOB AUCTEHETUUYHBIMU AUYHUKAMU
He NPoUCxXoanT GOpPMUPOBaHMA HOpMaibHOro nybep-
TaTa, a TaKkXe HabnAaeTcs CHUKEHNE MUHEPANbHOW
MAOTHOCTU KOCTHOW TKaHu (MMNKT), paHHee nporpec-
CMpPOBaHWE CEepAEYHO-COCYAUCTbIX 3aboneBaHuii.
Cpeau naumneHTok ¢ CLUT 90 % TpebytoT 3aMecTuTe b-
HOW ropmoHanbHoli Tepanuu (3T) AN MHUUMALUK
n/vnn oNs AOCTUMNKEHMSA NPOrpecca B N0J0BOM pasBu-
TN U NPOOUNAKTUKM NO3AHUX OCNOXKHEHUI aeduun-
Ta 3CTPOreHoB.
MaTepuanbl u MeTOAbI

O6cnenoBaHo 14 [eBOYEK-NMOAPOCTKOB B BO3-
pacte 12-19 net (cpeaHuin BospacT 16,4%3,2 roaa).
OvarHos CWIT ycTtaHaBamBancsa no pesynbratam Lu-
TOreHeTUYeCKoro ucciefoBaHus. Y BCex nauuneH-
TOK NPOBOAUNOCL MU3MEPEHUWEe aHTPOMNOMETPUYECKUX
[LaHHbIX, OLLEHKa KOCTHOro Bo3pacTta. CTteneHb no-
JIOBOr0O pasBuUTUA OLEeHMBanacb no wkane J. Tanner.
BbinonHsAN0Ch UccneaoBaHne ropMoHoB Kposu (OCF,
NI, nponaktuHa, TTl, acTpaanona, AMI), Y3U opra-
HOB Maforo Tasa, ocTeofeHcUToMeTpus. B brnoxnmm-
YEeCKOM aHajin3e KpOBU OLEHMBAJIN YPOBEHb [1H0KO3bl,
amnuaorpammy.

3T HaunMHanM Cc MOHOTEpanuu 3CTPOreHaMu: Bbl-
6upanu nepopaibHbIi NpenapaT 3cTpaanona Banepa-
Ta 0,5 Mr/cyT unm TpaHcaepManbHbit npenapat 0,1 %
rens actpaauona remurmapata 0,25 mr/cyT. B panb-
HelLweM NPOBOANIOCH NOCTeNeHHoe (Kaxable 6 Mec.)
yBeanveHue ao3sbl 4o 1 Mr/cyT, a 3atem 1,5 n 2 mr/cyT.
Mpu NOSIBAEHMM CMOHTAHHOW MEHCTpyalbHO-N0A06-
HOM peakunn nnu yepes 12-18 mecsues, Npu AOCTU-
EHUN A0CTAaTOYHOM TONLWMHBLI SHAOMETPUSA MO AaH-
HbIM Y3 opraHoB Manoro Tasa (8-10 MM) NnauMeHTKM
nepeBOAUNNCL Ha KOMBMHMPOBaHHY 3T B LUMKAU-
YECKOM pexunme nyTem fobaBaeHUss npenapaTos Npo-
rectepoHa ¢ 16-ro no 25-i geHb MeHCTpyanbHOro
LMKIa AW HasHauyeHMeM KOMBUMHUPOBaAHHOIO npena-
paTta unknmyeckoit 3T (Kak npasuno, 17p-acTpaamo-
na 2 Mr v guaporectepoHa 10 mr).

Ha ¢oHe 3IT npoBOAMIOCb KOHTPOJbHOE 06-
cnefoBaHve NauWeHTOK, BKJOYaloLee OLEHKY Au-
HaMUKW MOJIOBOro pasBuTUA, aunugorpammy, Y3U
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CBOPHUK TE3UCOB

MOHe}(yHHPHO-PeHeTI/I‘{ECKI/Ie HCCIeOBaHUA BIIPAKTHUKe NEeTCKOI'0 SHAOKPHUHOJIOra

opraHoB Manoro Tasa (pa3Mepbl MaTKM U TOJILLMHA 3H-
LOMETpUA B AUHAMUKE), LEHCUTOMETPUIO.
PesynbraTbl

Kapvotmn naumeHtok c¢ CLIT 6bln npeacTas-
JIleH pasinyHbiMK BapuaHTamu: 45X; 45X/46XX;
45X/46X+der (X); 46X+mar/45X; 45X/46Xi, (Xq);
46X, del (X). CpeaHuii poCcT MauMEHTOK COCTaBwuA
131,514,6 cm.

MoJiouHble Kenesbl Ha MOMEHT obpalleHuns He npe-
BbllWann crtagumio passutua no Tanner Ma3, a ue-
pes 2 roaa Ha ¢oHe npuema 3T COOTBETCTBOBA-
in Ma4-Mas.

Pasmepbl MaTKM Ao Havana 3IT (28,4t0,8) x
(20,4£0,4) x (29,6%£0,5) MM, uepe3 2 roaa 3T yBe-
AMunnnuce A0 pasMepoB, COOTBETCTBYKOLWUX HOP-
Me [NS KeHWWH penpoayKTMBHOro BO3pacTa,—
(42,3%£1,3) x (25,2+0,6) x (44,1x1,1) mm.

B 57,1% cny4aeB BbiiBieHa runepxonectepuHe-
MU U ancamnuaeMms. JledueHne MNofOBbIMU CTEPOU-
LaMu He3aBMCMMO OT MYTW WX BBEAEHUS MPUBOAUNO
K CHUMEHMWIO MNOBbLIWEHHbLIX YPOBHEN XOnecTepuHa
N aTepOreHHbIX GpaKkLMii NMNONpPoTENLOB.

Y Bcex naumeHTokK ¢ CLUT cHuxKeHa MIKT Kak B no-
SICHUYHOM OTAeNne MO3BOHOYHMWKA, Tak U B MPOKCU-
MajibHOM oTAene 6eApeHHOW KocTu (Z-KpuTepui
Konebancs ot -1,9 go -2,6). 3amMmecTuTeNbHas Tepa-
nus 3CTporeHamyn B TeyeHwe ABYX NeT npusBoamna
K YNyULIEHUIO KayecTBa KOCTHOW TKaHu (Z-KpuTepui
oT-1,2 po -1,9).
3akiroyeHue

CeoeBpeMeHHaa ajeKBaTHas rOpMOHOTepanus
nossoasieT AobuTbcs GOpMUPOBaAHMA BTOPUYHbLIX MO-
NOBbIX MPU3HAKOB, 06€eCNeYnTb MNOJSHOLEHHYI QYHK-
LMIO MaTKM nepen nJaHMpyeMon 6epeMeHHOCTbIo,
npeaynpeauTs MNporpeccupoBaHMe  0OCTeonoposa
N HapyLEeHUn 1MnMaHoro obmeHa.

https://doi.org/10.14341/MGSPPE-2023-46

0cobeHHOCTH TeUeHH A
rHIIOTOHAAOTPOITHOTO
rHIIOroHaAM3Ma y IoAPOCTKA

OrbY «HaumoHanbHbIN MEANLIMHCKUIA MCCNef0BaTENbCKUIA LLEHTP
IHAOKPUHONOTUN» MI/IHI/ICTepCTBa 34ApaBOOXpaHeHNA Poccuiickon
depepauumu, r. Mocksa

BeeaeHune

OnddepeHunanbHas ANArHOCTUKA MEXAY KOHCTU-
TyuMOHanbHON 3apep:koi nybeptata (K3M) u ru-
NMOroHaAoTPOMHLIM runoroHaansmomM (M) cnoHa,
0COBEHHO B CJjlyyae pEBEPCMBHOrO TeueHus 3ab6o-
neBaHus. [laHHas ¢opMa 3abosieBaHMA NPOSBASETCS
CaMOCTOSITE/IbHOM MPOrpeccuen Noa0BOro pasBuUTUS
Ha POHEe MaM Nocne NpeKpalleHns Tepannun NoJsioBbI-
MW CTEepouaaMn, HO B TO e BPEMS BO3MOMHO CHU-
KEHME PENPOAYKTUBHOM QYHKLNM B TEUEHNE HKU3BHMU,

yYTO MOXeT noTpeboBaTb HasHauyeHWUs 3aMecTUTeNb-
HOW rOPMOHaNIbHOM Tepanuu.

KnnHnuyeckmin cnyyait: naumeHTt C. XK., 14 net 5 mec.
BrepBble 06paTW/ICS K 3HAOKPMHONOTY C *Kanoba-
MW Ha 3aepXKy nonosoro passutus. *Kanob Ha Ha-
pyweHus oboHsAAHUA He npeabasasn. Poct 160,8 cM
(-0,38 SD), Bec 50 kr, SDS WMT 0,17, oTMeuanacb
Ancnponopums CermMeHToB Tena: BEpPXHUWA CerMeHT
80,6 cM (-1,79 SD), HMKHUIA cermeHT 80,2 cM (0,46 SD),
TaHHep 2, G2P3, anukn no 3 ma. JIr 0,5 Ea/n, ®Cr
1,1 Ea/n, TectoctepoH 0,7 HMonb/A. Ha npobe c aHa-
norom THPI MaKcuManbHbIi ypoBeHb JIT 7,3 Ea/n.
MonekynsipHO-reHeTUuYecKoe 1UccnefoBaHne He Bbls-
BWIO HYKNEOTUAHbBIX U3MEHEHWN. C Luenblo UHAYKLUNU
nybeprata peKOMeHAOBaHO 6 MHbeKUUn 125 Mr agu-
poB TecTocTepoHa.

Yepes 3 Mecsaua nocne nocaegHen UHbekumu: ba-
3anbHbld I 1,3 Ea/n, yBennueHve obbeMa siMuek
Cc 3 A0 4 MN, MakcMManbHbIn ypoBeHb JIF Ha npobe
c aHanoroM MHPIr — 12,2 Ea/n. YcTaHoBAeH AnarHos
«KoHCTUTYyUMOHaNbHas 3aAeprKKka nybepTaTa», peKko-
MeHA0BaHO HabiaeHue.

Yepes 4 mecsAua B Bo3pacTe 15 net 7 Mec He oOT-
Meuyanochb fajbHEenLwero yBeandyeHunsa aumyek, basanb-
HbllA TecTocTepoH 0,8 HMOAb/N, BO306HOB/IEHA Tepa-
nus adrpamm TeCToCTEPOHA B NpEXKHeN A03e.

B 16,6 roma — NI 2,6 Ea/n, ®Cr 1,7, TaHHep 4,
ANYKM No 4 MA B MOwoOHKe. C yyeToM nybepTaTHOro
ypoBHSs 6a3anbHoro JII 3anoA03peH peBepCUBHbIN Mn-
noroHagusM, npenapaTtbl TECTOCTEPOHA OTMEHEHbI.
Yepes 3 Mecsaua nocne nocnefHen NHbEKLUN: TeCTO-
ctepoH 1,1 Hmons/n, N — 0,3 Ea/n, ®Cr 0,8 Ea/n.
BHOBb HasHaueHa Tepanusa agupamm TeCTOCTEPOHA.

B 17,7 net nauMeHT CaMOCTOATE/IbHO OTMe-
HUN Tepanuio. Yepes 10 MecsueB OTMeHbl Tepanuu
Habno4an0Ch YMeHbLUEHWE SiMYeK A0 2 M, TecTocTe-
poH — 1,0 HmMonb/n, I 0,3 ea/n. NoBTOPHO BO306-
HoBJieHa Tepanus 3dMpaMu TeCTOCTEepOHa, B Aalib-
HeWweM nauueHT 6bli NepeBeAeH Ha TeCcTOCTepoHa
yHAEeKaHoar.
3akiroyeHue

CnoHTaHHbIA NOABLEM FOHAaAOTPOMNUHOB, yBennue-
Hue pa3MepoB TeCTWKyN Ha ¢oHe Tepanuu npenapa-
TaMu TeCTOCTEPOHA MOMET CBUAETENbCTBOBATL O pe-
BepcuBHOM IT. Pe3synbratbl Npobbl ¢ aHanorom MHPI
He N03BONSAOT OAHO3HAUYHO M OKOHYATENbHO NPOBECTU
AnddepeHUManbHy0 AMarHocTuRy mexay K3M u IT.
KonmakmHoe nuyo: Kokopesa KpucmuHa AmumpueB-
Ha, acnupaHm, Bpa4y — 0emckull 3HOOKpuHo02, chede-
pasibHoe 20cydapcmBeHHOE broducemHoe yupewdeHue
«HayuoHanbHeIl MeOUUUHCKUL uccnedoBamesbCKull
yeHmp 3HOOKpuUHoao2uu» MuHUcmepcmBa 30paBooOX-
paHeHus P®, Mocksa, Poccus.

TenegpoH: +7 (915) 4776755
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Posib GJ1e1I-MOHHTOPHPOBAHHUS
I'JTHK€MHH MTPH BBISBJIEHHH
HapyIlIeHUH YIJIeBOLHOTO
obMeHa y 60JIBHBIX
MYKOBHCIIHI030M

E.N. KoHppaTbeBa, A.H0. KynesatoBa, A.HO. BopoHKoBa,
T.J1. KypaeBa

'BY3 MO «Hay4yHO-nccnenoBaTeNbCKUN KNMHUYECKUIA UHCTUTYT
petcTBa MUHUCTEpCTBa 34paBooxpaHeHnss MOCKOBCKOM obnactu»

OrbY «HaumoHanbHbIN MEANLIMHCKUIA UCCNef0BaTENbCKUIA LLEHTP
3HAOKPUHONOrMM» MNHUCTEPCTBA 34paBOOXpaHeHns Poccuiickon
depepaunn, r. Mockea

B HacTofilee BpeMa B P® HeT TOUHbIX CBEAEHUN
0 KonmyecTBe AeTeill C MYKOBUCLMAO30M, UMEKLUX
HapyLLEeHHYO TONEPaHTHOCTb K rtoko3e (HTI) nam tak
Has3blBaeMbll MYKOBUCLMAO3HbIA CaxapHbli aunaber
(M3C/A) c noTpebHOCTbIO B UHCYANHOTepanuu. Mo aaH-
HbIM permcTtpa 60/bHbIX MYKOBUCLMAO3OM, B LLESIOM
B P® B 2020 r. yactota M3C/J] coctasuna 3,2 % (cpeau
NeTeNn N NoApoCTKOB — 1,3 %), UTO 3HAYUTENILHO HUMKE,
yeM No AaHHbIM EBponencKkoro n AMepuKaHCcKoro pe-
rmctpoB (2000-2020 rr.), uto TpebyeT AONONHUTENb-
HOro n3yyeHunst 0603HayeHHon npobnemol. Heobxoamm
MOWCK M COBEPLUEHCTBOBAHUE BbICOKOCMEUNPUUHBIX
M YYBCTBUTEJIbHBIX METOA0B ANArHOCTUKM HAPYLUEHWNIA
yrneesogHoro obmeHa. B HacTosiee BpeMs CKpUWH-
HUHIOBbI MOWCK HapyLleHWA yrneBoAHOro obmeHa
npoeoamnTca y aeten ¢ 10 neT, XOTA OHM BCTpeYatoTcs
n B 6osee paHHEM BO3pacTe, MO3TOMY TpebyloTCs A0-
MOJIHATE/IbHbIE WUCCNef0BaHUS YrneBOAHOro obmeHa
C BO3pacTa 7 ner.

Llenb: ycTaHOBWUTb poJb QJiel-MOHUTOPMPOBA-
HUS TIMKEMUWN B YCTAHOBJ/IEHWUM peanbHON 3abonieBa-
emocTn M3C/[ v yacToTy APYrUx HapyLeHWn yrneso-
AHOro obMeHa B IETCKOM 1 NOAPOCTKOBOM BO3pacTe.
MaTtepuan n metopabl

MpoBepeHo obcnenoBaHme 20 NaLMEHTOB C MyKOBUC-
unaosom B Bospacte ot 10 fo 18 neT (M : 4= 50% : 50%)).
Kputepumn BRIIOUEHWSA: OTCYTCTBUE AaHHbIX 3@ Hapylle-
Hue yrneBoaHoro obmeHa nam M3C/L B aHaMHese.

MpoBeneHne GNEW-MOHUTOPUPOBAHUSA TIUKEMUM
C NOMoOLLbIO AaTumnKa FreeStyle libre., a Takxe nuccne-
LlOBaHve ypoBHA WMHCynuHa u C-nenTtupa, rnKMpo-
BaHHOro reMorfiobrHa u rKo3bl B KPOBMU.
PesynbTraThbl

MpoBeaeHo obcnenoBaHme 20 NaLMEHTOB C MyKOBUC-
LMA030M, paHee Y KOTOpbIX He 6bl10 AMAarHOCTUPOBAHO
HapyLUueHve yrnesoaHoro obmeHa van M3CA, npu npo-
BefeHun OMI n BUOXMMUYECKOM MCCNeaoBaHWiA BbisB-
NeHo 3 naumeHta ¢ M3CA (15%), 12 naumeHToB ¢ HTT
(60%), y ocTanbHbiX 5 nauuweHToB (25%) rAnkemusi
Haxogunacb B LENEBOM AuanasoHe 3,9-11,0 Mmonb/n.
AKTMBHbIX *afNob HMKOTO M3 NalMeHTOB He MpeabsiB-
nan. IMMyHONOMMYECKMX MapKepoB CaxapHoro auabeta

1-ro TMna He 0bHapyeHo. Pe3ynbTaThl NOKa3aan BbiCO-
KYIO BbISIBJISIEMOCTb HapyLLEHWIA YrneBOAHOro obmeHa
npy UCMNOAb30BaHUN GNELI-MOHUTOPUPOBAHUS TINKE-
MUN.
3aKnr4yeHune

dnew-MOHNTOPMPOBaAHNE  TJIMKEMUM  MO3BOASET
BbISBUTb FPYNMYy PUCKa NPU NOrpaHMYHbIX NoKasaTe-
NIAX FIMKEMUN U 0becneynTb AMHAMUUYEcKoe Habio-
[EeHVEe 3@ HUMW, paHHME HapyLleHWs YrieBOAHOro
obMeHa n/unn yctaHoBuTb AnarHo3 M3C/A, npu Heob-
XOANMOCTU MHULMMPOBATb MHCYANHOTEPANUIo A0 No-
SIBleHNs COOTBETCTBYIOLWMX CUMMATOMOB (CHUKe-
HMUe Macchl Tena, yxyaweHus GYHKUUM Nerknux u ap.).
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CHHpApoM OJrpoysa: aHaJIH3
Tpex KJIHHHYECKHX CJIy4JyaeB
B Pecnniybi1uke JlarectaH

WN.B. KocTpoga', H.A. loH4apoBa?, A.3. ConTaxaHoBa',
3.M. ConTtaxaHos'

'Ore0Y BO «/larecTaHCKuWiA rocyaapCTBEHHbIA MeANLMHCKUIA
YHMBEpPCUTET» MUHUCTEPCTBA 34 paBOOXPaHEHNS PoccuincKom
depepaunu, r. Maxaukana

20rBY «3HAOKPUHONOIMYECKUIA HayYHbI LEHTP» MuHMUCTEpCcTBa
3ApaBooxpaHeHns Poccuinckon depepaumun, r. Mockea

BeeaeHue

Cunapom Onrpoysa (CO) (Syndrome Allgrove, CuH-
apoM AAA) — peakoe ayTOCOMHO-peLlecCUBHOe 3a-
6oneBaHue, 0bycnioBNeHHOE MyTaUMaMu B reHe AAAS,
coyeTalolleeca anakpummen, axanasmen Kkapamm nm-
wesoga M aAaMCOHM3MOM, HEBPOJOrMYECKMMN pac-
CTPOMCTBaMMU.
MaTtepuanbl nu MeTOAbI

HamMn npoaHanmsmpoBaHbl 3 ciydyas cuHapoma
OnrpoyBa B Pecnybnuke [arecTtaH. [lBoe NaLUeH-
TOB — [AEBOYKKU, 1 — MasibuMK. Ha MOMEHT NoCTaHOB-
KM AnarHosa AaetaMm 6buio 3 1., 8 a., 10 n. MepBbiMu
nposiBfieHUsAMK 3aboneBaHns bbIIN anakpuMmus n 3a-
[lepXKa NCUXOMOTOPHOI0O PasBUTUSA, Y OAHOI0 pebeH-
Ka 6bln1M CUMTOMBI TeTpanopesa. Y oaHoro pebeHka
K 3 rogam, y 2-x K 5 rogam ctanvm nosiBAATbCA CUM-
NTOMbl axanasun Kapauu, aucrnecnuyeckmne BneHus,
HeyKpoTuMasa pBoTa. BbicTaBasncs aAmarHos racTpo-
330¢o0ranbHas pedtokcHas 60n1e3Hb, HO TepaneBTuU-
yeckme meponpuaTua sddekTa He npuHecau. NMocne
npoeeAeHnss GubpoOracTpoayoAeHOCKONUM U OC-
MOTpa racTpO3HTepoJiora BCEM MauMeHTam Moa-
TBEPXAEHO Hanuume axanasumm Kapaoumn. K 3-5 rogam
CTann nposiBAATbCA CMMNTOMbl HaANOYEeYHWUKOBOW
HeJOCTaTOYHOCTN B BUAE TUNEPNUrMEHTaLUN KOX-
HbIX MOKPOBOB, FMMOMNUKEMUMK. Y 0AHOro pebeHka
CHUMEHWEe rankemMum pocturano 1,9 mMmonb/n un no-
TpeboBano MPUMEHEHNE PEaHUMALUOHHbBIX MEpPO-
npuaTuii. Bce naumeHTbl Menn aeduumt Beca SDS
NMT: -1,09...-2,43,y 2-X 3TO COOTBETCTBOBAaO HeIKo-
BO-3HEpPreTMYeCcKOMm HepOoCTaTOYHOCTU 1-I cTeneHwu.
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Mpy KoHTpone nabopaTopHbIX NOKasaTenewh y ABYX
nauMeHTOB ONpejensNnCb MOKasaTenu Kanus, Ha-
TpuUs, anbAOCTEPOHA, pPEHMHA, aKTUBHOCTM pEeHMHa
nnasmbl B npesenax pepepeHcHbIX 3HaUeHUn. YPOBHU
KopTM30/ia A0 Hauana Tepanuu 4,8-120,1 HMOAb/N
(166-507 Hmonb/n), AKTF po Hauana Tepanunm —
1233-6268 nr/mn (6-58 nr/mn), 4to YyKasbiBaio
Ha MIOKOKOPTUKOWAHYIO HeA0CTaTOMHOCTb. [narHos
c-Ma OnrpoyBa MOATBEPXAEH MOJIEKYNSApHO-reHeTn-
YEeCKUMM UCCNieflOBaHMEM NO pe3ynbTaTaM KOTOPOro
BblSiBNIEHbl MyTauun B reHe AAAS: roMo3nroTHasa my-
Taumsa c. 43 C>A p.Q15 K n myTtaumsa c. 709delC. Bce
naumeHTbl C MOMEHTa YCTaHOBKM AMarHo3a Ha 3a-
MeCTUTeNbHON Tepanuu TAKOKopTUKOMaammn 17,6—
25 Mr/m?/cyt. OaHOMY nauMeHTy noTpeboBanoch
NPOBOAUTbL 3aMECTUTEJIbHYIO Tepanuio MMHepPanoKop-
TUKONAAMU.
06cyaeHusie

CvHapom OnrpoyBa — 3TO MY/NbTUCUCTEMHOE 3a-
boseBaHMe C KNacCUYECKOW Tpuaaol anakpumuu,
axanasum n HaANOYeYHUKOBOW HeLOCTaTOYHOCTHIO,
KOTOpble MOCTENEHHO NPOrpeccupytloT. JaHHbIA CUH-
LPOM y HEKOTOpbIX MauMeHTOB MOMET MNpPOABAATLCHA
Ha rnepBbIX 3Tanax B BUAe HEBPOJOrMYECKON NaTono-
MW TaKOW, Kak CEHCOPHbIe M ABUraTesibHble HapyLle-
HWUS, CUPUHTOMUENNI, An3apTpuK, aucdarum, nanato-
dapuHreanbHbIX HapyLIEHWUR, aTakCuu, AUCTaNbHOM
CMWHANbHOM MbILLEYHON aTpodum.

KnioueBble cnoea: cuHApoM Onrpoyea, CUH-
ApoM Tpu A, cuHapom AAA, axanasus, aflakpumusg,
aAANCOHM3M, HaAMOYeYHNKOBas HeA0CTaTOYHOCTb
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CuHapoMm Mak-KbloHa —
OnbpaiiTa — Bpaiiuesa,
KJIHHHUYECKHH CydyaH

0.T. Kownakoga', C.1. Mansasckas?, E.I'. NeTpoBa’,
T.B. lLleBYeHKo'

TBY3 AO «ApxaHrenbckas obnacTHas AeTcKas
KNMHMYecKas 6onbHULA nMeHu MM.T. BbikneuoBa», r. ApxaHreabCcK

20reQy BO «CeBepHbIit rocyfAapCTBEHHbI MEANLMHCKUIA
yHUBepcuTeT» MUHMUCTEPCTBA 34paBooxpaHeHms Poccuiickom
depepaumnu, r. ApXxaHrenbCck
BeeaeHune

CuHapoM Mak-KbtoHa — Onbpaiita — bpanuesa —
3TO peaKoe reHeTuyeckoe 3aboneBaHue, NPoOABASIO-
LLleecs CoYeTaHUEM FMNepPNUrMeHTaUnmn Koxun (NSTHa
uBetTa «Kode c MoNOKOMY»), ¢Mbpo3HOI ocTeoamc-
nnasum n runepdyHKLUNN 3HAOKPUHHBIX enes, cpeam
KOTOPbIX HanboJsiee YacTbIM ABNSIETCA NPEXAEBPEMEH-
Hoe nosioBoe passutue (MMP).

ComaTtuuecKkui xapaKktep MyTaumm reHa GNAS1 onpe-
pensetr BapuabenbHOCTb NPOSIBAEHUA CUHAPOMA:
OT NNETKMX GPOPM [0 TAMKENBIX COCTOAHUIA.

MaTepuanbl U MeTOAbI

BonbHaa H., BnepBble obpatmnacb B  KAU-

HMKY B BO3pacTe 1 rog 8 Mec. C Kanobamu

Ha yBeJMYeHWNe FPyaHbIX Xenés, KpOBAHUCTbIE Bblae-
JIEHUA U3 HapyKHbIX NONOBbLIX NyTEN.

N3 aHamHesa ¥u3Hu: C poXAEHUA Ha KOXKe nAT-
Ha uBeTa «Kode C MOJIOKOM». B nepmnoae apantauum
HeoHaTa/IbHbIN XonecTas (KynupoBaH NPMEMOM ypCo-
danbKa).

N3 aHaMHe3a 3aboneBaHus: B Bo3pacte 1 rog
8 Mec. y AeBOYKM ABaXAbl, C MHTEPBAJIOM Hejens, OT-
MEeYaJiNCb CKYAHble KPOBSAHUCTbIE BblAENEHUSA U3 Ha-
PY*KHbIX MONOBLIX NYTEN B TeueHue 3-5 gHen.

Mpn oCcMOTpe YCKOPEeHMs poCTa HEeT, Ha Koxe 3 nAT-
Ha uBeTa «Kode C MONOKOM» A0 3 CM B AMaMeTpe
C HEPOBHbIMUW KOHTYpaMu, uMeeTcs BapyCHas aedop-
mMauus nesoi ronexu u MnP.

Mpn o6cnefoBaHUN NOATBEPHKAEHO FOHAAOTPOMNMH-
He3aBucumoe MMP Ha ¢oHe npexoaswen PyHKUMO-
HaJIbHOW KNCTbl SIMYHMKA (BbICOKMNIA YPOBEHb 3CTPaaM-
ona B CbiBOpPOTKe KpoBu (1301 nMonb/n) Npu HU3KKX
YPOBHAX FOHAaAOTPOMNUHOB, KOCTHbIN BO3PACT HE YCKO-
peH, no Y3W opraHoB Manoro tasa — KucTta JIeBOro
ANYHMKa 25x24 MM (perpecc yepes HeAeo No AaH-
HbiM Y3U 1 AMPT), npu npobe c andepenmHoMm oT-
cytcTBue ctumynaumm JIr). Mo peHTreHorpamMmam
HUMHUX KOHeYHocTeh Gubpo3HON ocTeoamucnnasumn
He BbIIBJIEHO.

lMpoBeneHo npsAMoe cekBeHnpoBaHue no CaHrepy
(Ha 6a3e ®rBHY «MeaMKo-reHeTUYECKUn HayuHbI
LEeHTP MMeHW akaaeMuka H.T. BouykoBa»), no pe-
3ynbTaTaM KOTOPOro naToreHHble WAM BEeposAT-
HO MaToreHHble BapuaHTbl FEHOB He OOHapyMKeHbl.
3akjloyeHne reHeTuka: CUHAPOM HOCWUT Hacjen-
CTBEHHbIN xapakTep (BO3MOXeH 6e3 BbIABNEHUA My-
Tauum reHa).

3a npoweawmre noaroga HabnwAeHUs NpU3HaAKOB
nporpeccupoBaHus MMP He 6bin0.

PesynbTaTbl

ITOT KNMHUYECKUIA CnyYvalt aBAsSeTCa UAnCcTpaun-
el Nerkom cteneHn TaxecTun 3aboneBaHus. Tpebyetcs
LanbHelnwee aAMHaMn4yeckoe HabnoaeHue.
3aknioyeHue

B HacToAwee BpeMsa AnarHoCcTuUKa cMHapoMa Mak-
KbtoHa — Onbpaiita — bpaliueBa y AeTeln C Nierkom
CTeneHbio TAXKeCTH 3aboneBaHNss OCHOBbLIBAETCS npe-
UMYLLLECTBEHHO Ha KJIMHMUYECKOW KapTuHe.
KoHmakmHoe nuyo: KownakoBa Onbea TumogheeBHa,
Bpay — 0emcKuli 3HOOKPUHOJ10e,

FbY3 AO «ApxaHeaesibCcKas obnacmHas 0emckKas KAUHU-
yecKasl 6osbHUYa uM. .17 BbixcieyoBa», ApxaH2ebCK,
Poccus.

TenegpoH: +7 (909) 5563956

e-mail: koshlackowa.olga@yandex.ru
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OmBIT MOCTAHOBKH AHarHosa
CeMEeMHOI'0 MOHOT@HHOTI0
caxapHoro guabera MODY2
y meTeH
(ommucaHHe KJIIMHHYECKOrO
cayd4as)

N.10. KpowwmHa'?, T.H. BacuHa'?, U.C. CuMoHOBa?,
10.B. MakopoBa?

'®re0Y BO «OpnoBCKWiA rocysapCTBEHHbIR YHUBEPCUTET
mmeHun N.C. TypreHeBsa», r. Open

2BY3 OpaioBCKol 061aCT «HayYHO-KNMHUUYECKNIA
MHOI’OI'IpOd)I/IﬂbeIVI LEeHTP Me,CI,I/ILI,VIHCKOI‘/'I noMoLwun Mmatepam
n netam umenun 3.U. Kpyrnoii», r. Open
BeeaeHune

OpHol n3 Hanbonee pacnNpPoOCTPaHEHHbIX MOHOMEH-
HbIX GOpM caxapHoro amaberta ssnsetrcs MODY2 (3a-
6oneBaHune, 06ycNOBNEHHOE MyTalLUWeil reHa KO-
KMHa3sbl). *anobbl Npy aaHHOM Tune anabeTta 06bIYHO
oTCcyTCcTBYlOT. OTMeuaeTcs yMepeHHasl runepriunke-
MWUSi HaTowWaK. MNKMPOBaHHbLIA FreMOrnobuH HaxoauT-
CA B HOPME WJIN HECKOJIbKO MOBbILWEH. AHANOrn4YHble
HapyleHUss  yrneBoAHoro obMeHa OTMevaloTcs
y poauTenen v/uam poACTBEHHUKOB B HECKOJbKUX
noKoneHusax. T[lOBbIlEHME AOCTYNMHOCTU MOJEKY-
NSIPHO-TEHETMYECKOr0 UCCNefOBaHUS ANS NpaKkTuye-
CKOrro 34ipaBOOXPaHeHUs Npy NOAAEPHKKE NPOrpaMMbl
«Anbha-IHA0», NO3BOASET YCMNELWHO YCTaHOBUTL AM-
arHos AaHHo GopMbl caxapHoro aAnabeTa.

Llenb — noaennTbCs KAMHUYECKUM HabnoaeHneM
ceMeiHoro caydyass MODY 2 anabeTa, NOATBEPKAEH-
HbIM MOJIEKYNSIPHO-TEHETUUYECKNM UCCIel0BaHMEM.
OnuncaHue KIMHUYEeCKoro cay4as

Manbunkn A., 14 net u M., 6 net Habnwpanmcb
B HKML, uMm. 3.W. Kpyrnoi no noBoAYy W3MeHeHUs
rokasaTtefnei rankemMmu. M36bITOUHOW Macchl Tena
He wuMenun. HacneaCTBEHHbIW aHaMHE3 OTArOLLEH.
Y oTua, 6abyLwKn U ASAN CO CTOPOHLI OTLA B TEYEHME
ANNTENIbHOrO BPEMEHM OTMEYaeTCsl NOBbILEHNE YPOB-
HSA TMUKEMUM HaToLLak Ao 7,0-8,0 MMonb/n.

Y nauueHTa A. MOBbIWEHMNE YPOBHA MMKEMUN Ha-
ToWwakK A0 7,1 MMONb/N BNepPBbIE BbIIBJEHO B BO3pac-
Te 14 net. Mpwn nposeneHnu MI'TT rnwKosa Kposu
HaTowak 5,4 mMMonb/n, yepes 2 yaca 8,7 MMonb/n).
HbA1c 4,9%, C-nentna 1,3 Hr/mn (Hopma 0,9-7,1),
nHcynnH 3,02 MME/n (Hopma 2-18). MauuneHTy M.
6 net (poaHoMy 6paTy) poauMTeENM CaMOCTOSITE/IbHO
N3MEpPUNN YypOBEHb MNKEMUN B CBA3M C MOBbILEHU-
eM y bpaTa u oTua. [NOKO3a KPOBM HaToLLaK cocTa-
BuNa 6,8 MMonib/n (Mo raoKkoMeTpy). Mpu NnpoBeaeHUN
Harpysku yrneBoAMCTbIM 3aBTPaKOM [J1lOKO3a KPOBU
HaTowak 5,4 MMonb/n, yepes 2 yaca 8,0 Mmonb/n).
HbA1c 5,6 %, C-nentug 0,44 Hr/mn (Hopma 0,9-7,1),
NUHcynuH 0,75 MME/n (Hopma 2-18). Mpu HabnoaeHUN
NnauMeHTOB B TEYEHME FroAa OTpULATENbHO ANHAMUKM

nokasaTtesieli yrneBogHoro obmMeHa He OTMe4yanoco.
YuntbiBass AaHHble aHaMHe3a, OTCYTCTBUE KAUHU-
YEeCKMX CUMMNTOMOB, AJIA WUCKIIOUYEHUS MOHOIeHHbIX
¢dopM caxapHoro anaberta 6biam HanpassieHbl B PIBY
«HMWLU, aHAOKpUHONOr .

Manb4uk A. Tlo pesynbTaTaM MpPOBEAEHHOr0 06-
CnefoBaHus, BbIABJAEHO HapylleHue TAMKEMUN Ha-
TOWLAK, HapylweHWe TONEepaHTHOCTUM K YyraeBoAam.
MNpy npoBefeHUM TNIOKO30TOJIEPAHTHOrO TECTa Mun-
KeMns B Toukax 0-30-60-90-120 MuHyT cocTaBuaa
6,4-8,2-8,12-7,91-8,01 MMonb/n. CeKpeunst UHCyaun-
Ha n C-nenTtuaa OTHOCUTENLHO coxpaHHa. AT IA2, AT-
GAD — oTpuuaTebHble.

Masibyuk M. BbiSBIEHO HapylleHWe TIMKeEMUN Ha-
TOLLAK, HapylweHWe TONEepaHTHOCTUM K YyraeBoAam.
MNpy npoBefeHUM rNIOKO30TOJIEPAHTHOrO TecTa Miun-
KeMnsa B Toukax 0-30-60-90-120 MuHyT cocTaBuaa
6,3-11,57-12,41-9,86-8,1 MMonb/n. Cekpeums UHCy-
JnHa n C-nenTtuaa OTHOCUTENBHO coxpaHHa. AT IA2,
AT-GAD — oTpuuaTenbHble.

PesynbTaTbl MONEKYNSIPHO-TeHEeTUYECKOro uccie-
[OoBaHMa. Y o6oux naumeHtoB B reHe GCK (NM
000162.5) B 3K30HE 6 BbISIBNIEH FETEPO3UTOTHbIN Ba-
puaHT c. GCK c. 667G>A: p.G233S (rs1360415315;
HGMD: CMO 12123; ClinVar: 435306). NMaToreHHb.l,
onucaH npu MODY2 agunaberte.
3akiroyeHune

TouHas naeHTUPUKaums MODY 2 anabeta npu npo-
BefeHUn MM nossonsieT BblbpaTh MpaBUIbHYIO ne-
yebHyl0 TaKTUKy, AaTb PEKOMEHAauun no reHeTuue-
CKOMY KOHCY/bTUPOBaHWIO POACTBEHHUKOB.
KoHmakmH+oe nuyo: KpowuHa J/lroomuna KOpbeBHa, 00-
ueHm, Kaghedpbl neduampuu MeOUUUHCKO20 UHCMU-
myma @Ib0Y BO «Or'yY umeHu WN.C. TypeeHeBa». Ope,
Poccus
Ten.: 8(980)3600120
e-mail: lu-kr@yandex.ru.
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MyTauua B reHe GH1 —
OInMCaHMHe CEeMEeHHOro ciayyJas

®rbY «HaumoHanbHbIN MEANLMHCKUIA NCCNef0BaTENbCKUIA LLEHTP
SHAOKPUHONOTUN» MI/IHI/ICTepCTBa 34ApaBoOOXpaHeEHUA Poccuiickoin
depepaunu, r. Mocksa

BeeaeHune

PacnpocTpaHeHHOCTb M30AMPOBAHHOro Aeduumn-
Ta ropmoHa pocta (WMArP) Bapbupyetr oT 1:4000
no 1:10000, n3 Kotopbix 5-30% saBnsaTCA Hacnen-
CTBEHHbIMW BapuaHTaMu, Haubonee uacto WArP
ABNAETCA pe3ynbraToM MyTauuil B reHe ropMo-
Ha pocTa (GH1) nan B reHe peuenTope pUAN3UHE-rop-
MoHa pocTa (GHRHR). l'eH ropMoHa pocTa HaxoaMTCs
Ha xpomocoMme 17922-24 wn 3KcnpeccupyeTcs B CO-
MaTOTPOMHbIX KAeTKax nepegHen ponm runodusa.
3aboneBaHne BCTpeyaeTcs C OAMHAKOBOW 4acTOTOW
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y npeactaButeneir oboero nona. NMpueoaum onuca-
Hue cemertHoro cnayyas WACP. Cneundunyecknum npum-
3HAaKOM CeMeWHOoN GOpPMbl HU3KOPOCIOCTU ABASIETCA
3a/iepKKa pocTa nocae 1 roaa *KU3HN N OTATOLLEHHbIN
CeMENHbIN aHaMHes3.

MaumeHTka A.M. BnepBble obcnepoBaHa B PrbY
«HMWL, aHpoKkpuHONorun» MuHsgpasa Poccum B BO3-
pacTe 5,9 roga. O6BbEKTMBHO: BblpaKeHHasl 3a4ep-
Ka pocTta, poct — 87,8 cM, SDS pocTta: -4,82, mac-
ca Tena — 12,5 kr, SDS Macchbl Tena: — 3,9, 6onbLuon
BbICTYNatoLwmii 106, ronybbie cknepsbl, AANHHbIE PECHU-
Lbl, 3aMaBLUas nepeHocuua. YpoeHb NPP-1: 9,8 Hr/Mn
(SDS NdP-10,99), amddepeHLMpOBKa CKeneTa COOT-
BeTCTBOBana 2 rogaM, no gaHHelIM MPT — runonna-
31s runodursa, MakcumanbHbii Beibpoc CTI Ha npo-
6e c KnoHunamHoMm — 0,198 Hr/mn. OuarHocTupoBaH
n3o0nnpoBaHHbIn CTr-pgedununt. AnarHo3 noaTBEpPK-
LeH  pe3ynbTataMu  MOJIEKYNSPHO-FeHEeTUYECKOoro
aHanunsa: BbiiBIeHa reTepo3nroTHas MyTaumsa B reHe
GH1 ¢.2914+3G>C. MMauneHTKe Ha3HayeHa 3aMecTu-
TeNbHas Tepanusa comatoTponuHom (0,016 Mr/kr/cyT),
B MepBbI MecsL NeyeHns 0TMeYaancb OTEKU, NPOBO-
ANNIOCbCHUMXeHMe A03b1 00,008 Mr/kr/cyT.Yepes 11 Me-
CALEB NeyeHMss [03a COMaTOTpPOMMHAa CocTaBaseT
0,033 mr/kr/cyT. 3a 11 MecsiueB npubaBKka pocTa Co-
ctasuna — 13,2 cM, poct — 101 cm, SDS pocTta -3,09.

Ha p1cyHKe npeacTtaBieHa poaoC/iOBHAsA CEMbMU:

O (5 O 170cm¢ é!}!)mo(m
158 cm 5 * ¢ & é 118 cM z z z
GH1 ~ ° °
~ ~ ~
121cm 59cm 87,8cm 110cm Ha - - -
7 net GH1 GH1 3roaa 3 aeHb
10 Mmec 5net yMepna
Poct matepn — 157 cm., pocTt otua — 118 cM
SDS pocta: — 8,53, TenocioxeHue nponopumo-
HaflbHOe, MO MNOBOAY HW3KOPOCAOCTM He obcne-
fOBancs, No HaUMOHANbHOCTM — 3AUCCUMNCKUIA

apMsHUH. B ceMbe ueTBepo AeTei: TpU poAHbIX bpa-
Ta: 7 net — 121 cm (SDS pocta: — 0,16), 3 netr —
110 cm (SDS pocTa: 2,24), 10 mec., pocT — 59 c™m
(SDS: -5,8 cm). Mpu npoBeaeHUN MOJIERYNSIPHO-TeHe-
TMYECKOro aHann3a y oTua AeBOYKM 1 y bpaTta 10 me-
CALEB BbIIBJIEHA aHaNorM4yHas reteposnMrotTHasa myTa-
uma B redHe GH1 ¢.291+3G>C. MNnaHnpyeTcs Hayano
3aMecTUTEeNbHON Tepanuy COMaTponWHOM Maajlle-
My BbpaTy MauMeHTKN.

BuiBopg,

LaHHbIA KNIMHUYECKWIA CNyYaln HarnNsaAHO AEMOHCTPU-
pyeT Heo6xoAMMOCTb CBOEBPEMEHHOIO BbIIBNIEHNS Ce-
MEeNHbIX C/ly4aeB HU3KOPOCNOCTU, NPOBEAEHUNE MOJIERY-
NAPHO-reHeTUYeCKMX MeTOL0B NCCIef0BaHNSA C LLeNbio
onpejeneHns TakTUKKN leueHuns.

Kniouesble cnosa: MyTaumsa B GH1 reHe, cemeiHas
HW3KOPOCIOCTb, U30MPOBaHHbIN CTI-agednumnt
KoHmakm+oe nuuyo: Kynakosa EkamepuHa eHHalbeB-
Ha, Bpay-opOuHamop — 0emckull 3HOOKPUHOJIO0Z,
®Orby «HMWL] sHOoKpuHo02uu», MocKBa, Poccus.
TeneghoH: 8 (926) 4637469
e-mail: katrenskul@mail.ru

https://doi.org/10.14341/MGSPPE-2023-52

IManunasgapHBIA paK
LM TOBHUHOM JXeJIe3bl Y fleTeH,
00yCJIOBJIeHHBIH MYTallUIMH
B reHe PTEN: ormHcaHHe ABYX
KJIMHHYECKHX CJIy4YaeB

OrbY «HaumoHanbHbIN MEANLUHCKUIA NCCNef0BaTENbCKUN LLEHTP
3HAOKPUHONOIrMMU» MUHUCTEPCTBA 34paBooOXpaHeHns Poccuiickon
depepaunn, r. Mockea

Llenb

OnucaHune AByXx CliydyaeB nNanuiaisapHOro paka LWmTo-
BUAHOW enesbl 06ycnoBneHHbIX AedekTamu reHa PTEN.
BeepeHue

MaToreHHble BapuaHTbl B reHe PTEN npusoaat
K pasBuUTUIO CUHAPOMA NpeApacnoNoXeHHOCTN K pas-
BUTUIO HOBOOGPA30BaHMWIA pa3nNYHbIX OPraHOB U TKa-
Hen, eCcTb accoumauns c ayTMsMOM 1 MakpoLedannen.
Y nmauMeHTOB AETCKOro Bo3pacTa C aedeKkTtom PTEN,
BbIABAAETCA pasfiMyHas natosiorns WNMTOBUAHOM Ke-
nesbl (LLXK). Hanbonee uacto (a0 50 %) anarHoctmpy-
I0TCS MHOIOY3/10BOW 306, TUPEOUANT, GONNUKYAAPHbIE
aneHoMmsbl. Puck passutusa andpdepeHLUmnpoBaHHbI pak
WMTOoBMAHOM Kenesbl (APLUM) y naumeHToB C MyTa-
unamm B reHe PTEN cocTtasnseT 3-10%, xapaktepu-
3ySCb ABHO CNOPaANYECKUM TEYEHNEM, HE U3YUYEHHbIM
B lIETCKOM BO3pacTe.

MaumeHT 1. [MarHo3 «AYTOMMMYHHbLIN TUpeou-
ANT» yCcTaHOBNeH B Bo3pacTe 5 net, K 9 rogam pas-
BUACHA runotmpeos. B Bo3pacte 12 neT nNo AaHHbIM
Y3 WX obwmii 0bbem 6,4 M, B CpefHel TpeTu
neson aonn n AByx numdoysnax BbiBAEHbl MUKPO-
KanbuuHaTtel. Mo AaHHbIM TOHKOWIOJILHOW acnupa-
LUMOHHOW 6uoncum (TAB): nanuanapHbii pak LXK,
MWKPOKaNbLMHaTEl B [ABYX MapaTapxeajbHbix n/y.
MpoBeseHa TUPEOMAIKTOMUSA, LeHTpanbHas amMdo-
ancceKkumsa. TMCTONOrMYECKM — KapuuHOMa 2 MM;
NepBUYHbLIA O4Yar: HeWHKancyaMpoBaHHbIK nanui-
NApHbIi pak WX connpgHo-QOoNNMKyNnapHOro cTpo-
€HVs, PacnoNOXeHHbIA MoA Kancyjon JeBOon A0au
(cp/3), ouar aHanOrMUHOro paka B B/3 NIeBOW AONW.
MeTacTtasbl B 2 n3 25 n/y. B 12 n 14 net 2 Kypca pa-
aunoroaTtepanun. HasHauyeHa 3aMecTuTenbHas Tepa-
M1s IEBOTUPOKCUHOM HaTpus, anbda-Kkanbumaon D,.
B 16 net — AuarHocTtMmpoBaHbl MeTacTasbl B Jierkue,
npoBefeHo 2 Kypca paauonoatrepanuu. B 18 net —
MHOEeCTBEHHbIE 04aronoaobHble yNnaoTHeHMsA B 060-
nx nerkmnx ot 0,2 o 0,6 cM, 6e3 oTpMLATENIbHOWN ANHA-
MUKW B TeueHne ABYyX neT. [IpoBefeHO reHeTuyeckoe
uccriefoBaHne — BbIIBJIeHa paHee onucaHHas, naTo-
reHHas reteposuroTHas MyTtaumsa c.802-2A>T B reHe
PTEN (NM 000314). Y poauTenei aHanornyHas myTta-
UM — He HanaeHa.

MauueHT 2. Y nauneHTa, 17 net, ¢ Makpouedanun-
el n paHee yAaneHHbIMU HEBYCAMU Ha NMLE U CMNUHE,
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npu Y31 LXK BbisBNeH ABYCTOPOHHMIA MHOIMOY3/10BOWA
306 (EU-TIRADS 3), ayToMMMyHHOE nopaxeHue LK.
Mo paHHbiIM TAB donnvkynspHas Heoniasvs JeBoMu
nonun (Bethesda IV). BeinonHeHo KT wen — KoMmnpec-
cusi npoceeTa Tpaxeun (19%), obwwmii obbeM ponein
LXK 32,88 cm3. MpoBeaeHa TUPEOUASKTOMMSA, Ha3Ha-
yeHa Tepanusa NeBOTUPOKCMHOM HaTpua 150 MKr/cyT.
Mo pe3ynsTataM rMCTONOrMYECKOro NccnefoBaHns Bbl-
cokoanddepeHUMpOBaHHaAaA KapuUMHOMa JIeBO A0/M,
pT2NxMx, Ha ¢oHe Anddy3HO-y310BOro npoandepu-
pytowero 306a ¢ ¢opMUPOBAHMEM MHOMECTBEHHbIX
GONNUKYNAPHBIX afeHOM. Mpu MONEeKyAsipHO-FeHeTU-
YECKOM nccneaoBaHuy B reHe PTEN obHapyeH paHee
He OMuUcaHHbI B NUTepaType reTtepo3nroTHbl Bapu-
aHT p.Cys136AsnfsTer12. Y poantenei nauneHTa aaH-
Hbll/A BapuaHT He HailaeH. B 17 net, Ha ¢doHe ayTupe-
03a BbIABJIEHbI OCTaTOYHas TKaHb WK ¢ anddysHbiMum
N3MEHEHMAMM C 06enx CTOPOH B MPOEKLMM NoxKa LK.
Mo AaHHbIM KT nerkux eamHuyHble odyarun B S3, S9,
S10 npasoro u S1+2, 9 neBoro nerkoro. lNposeaeHa pa-
avonoarepanus.
3aknyeHue

OPW» B petckom Bo3pacte B 5% cnyuva-
eB 06ycnoBneH MyTauuMsaMu B TreHax-KaHamAaTax.
MoaTBepxAeHNEe reHeTUYeCKONn npupoabl Yy3/10BOro
306a no3BosiseT onpepenMTs 06bEM OnepaTMBHOIO
BMeLLaTebCTBa U TAKTUKY AaNbHenwero HabnoaeHns
naumneHTa, NpMHMUMas BO BHUMaHME BbICOKUIA PUCK pas-
BUTMA 3/10Ka4YEeCTBEHHbIX HOBOOOpa3oBaHWii He TOJb-
Ko WX, HO u apyrux opraHoB-muweHeln (Monou-
HOW *KeJsiesbl, 3HAOMETPUS, TONCTOM KULLIKK, NMOYEK).
Konmaxkm+oe nuyo: Kynakosa EkamepuHa eHHadbeB-
Ha, KauHu4Yeckuli opouHamop @by «HMUL sHOokpu-
Hoso2uu» MocKBa, Poccus.
TenegoH: +7 (926) 463-74-69
e-mail: katrenskul@mail.ru
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IlepBOoe omHcaHHe
HEOHATaJIPHOI'0
IIPOrepoHAHOro CHHApoMa
(c. BumeMmaHa — PayTeHIITpayxa)
B Poccurickoii Pepepaniunu

A.Jl. KyHrypuesa, H0.B. TuxoHosud, A.B. Monoeuy,
A.B. ButebcKas

OrAQY BO «[epBbli MOCKOBCKWN FOCYAAPCTBEHHbIN MEAULUHCKUA
yHuBepcuteT uMeHun .M. CeueHoBa»
MuHucTepcTBa 34paBooxpaHeHns Poccuiickoin deaepaumnn
(CeueHoBCKMIA YHMBeEpPCUTET), I. MOCKBa

BesepeHune

CuHapoM BuaemaHa — PayTeHwTpayxa (HeoHa-
TasIbHbI/A NPOrepouaHbIA CUHAPOM) — 3T0 opdaHHoe
HacneacTBeHHoe 3abosieBaHMe, acCOUMMPOBAHHOE
c BuannenbHbiMM MyTaumsamu B reHe POLR3A, xa-
pPaKTEPU3YIOLLEECS BPOMAEHHOW AUNOANCTPOOUEN,

nporepouaHLIMN YepTamMun nnua n NpeAeBpeMeHHbIM
CTapeHueM. B oTanume oT nporepum XaTymHcoHa —
Mmndopaa, KNMHUYECKME NPOSBIEHNS CUHAPOMA OYe-
BUAHbI NPY POXAeHMW. PacnpocTpaHeHHOCTb 3abone-
BaHWs HEM3BECTHA; B IMTepaType UMeeTca onucaHue
19 KnnMHuuyeckux cnydaes. CpeaHAaa NpOLOIKUTENb-
HOCTb ¥W3HW NALMEHTOB — OT 7 MeCsALEB A0 2-X feT.
MaumeHTbl yalwie Bcero normbaloT OT cencuca, Bbl-
3BaHHOr0 acnuMpauupaunoHHoi nnn 6akTepmanbHoOM
NHEeBMOHUEN. MaToreHeTUYeCcKoro Ae4eHus CMHApoMa
He cyllecTByerT.

MaTtepuanbl nu MeTOAbI

[eBouka 6 net4 Mecsaues C CMHAPOMOM BuagemaHa —
PayTeHwTpayxa, Habnwopatowasncs B AETCKOM 3H-
LOKpMHONOrnyeckoM  otaeneHun  CeuyeHOBCKOro
LleHTpa MaTepuHCTBa U aeTcTBa. lMarHos 6bi noa-
TBEPXAEH MO pesynbTaTaM MOJHO3K30MHOIO CeKBe-
HMPOBaHMs.

PesynbTaThbl

[leBouka OT 340pOBbLIX poauTenen, ot 1-in bepe-
MEHHOCTW, MpOTeKaBLleN C 24-i Hepenu C 3a4epKKON
BHYTpMYTpPO6HOro passutus, ¢ 30-ii — MeHMHIouene,
deTonnaueHTapHOM HeAOCTAaTOMHOCTbLIO. Poabl nyTem
KecapeBa ceuveHus Ha 37-11 Hepene.

Mpw poxxaeHumn poct 46 cm (SDS -2,20), Bec 18401
(SDS -4,27); obpawano Ha cebss BHMMaHME OTCYT-
CTBME NOAKOXKHO-XUPOBOW KJIeTUaTKK, ruapouedans-
Has ¢dopMa uvepena C pPe3KO BblpaXKeHHON BEHO3HOM
CeTbl BO BCEX OTAENax, MUKPOrHaTus, Hajanuyme Heo-
HaTalbHOro pesL,a BepXHen YentoCTn, KOTOPbIN BbiNan
CaMOCTOSITE/IbHO Ha BTOPbIE CYTKU MKU3HMW.

B 2 ropa BnepBble MPOKOHCY/NBTMPOBaHa reHeTu-
KOM, 3anof03peHa nporepus.

B 6 net 4 Mecsua BnepBble obcnefoBaHa B AeT-
CKOM 3HJ0KPUHONOMMYECKOM OTAeNeHun: pocT 99 cM
(SDS -3,14), Bec 10 Kr (MMT 10,20 Kr/m?, SDS -5,49).
Mpu ocMoTpe OTMeYa nucb MNPOrepougHble YepTbl
iMua; rMnoTpmMxo3 BOJNOCUCTOM 4YacTU rONIOBbI; re-
Hepann3oBaHHas NMMNOAMCTPOPUSA C COXPaHEHHbIMU
M30NMPOBaHHLIMU  yUyaCTKaMu MOAKOMHO-¥KUPOBOU
KNeTUaTKku B 0671aCTN WeW, Hapy*KHbIX NONOBLIX Opra-
HOB, KOMUYMKOBOW 061acTy U 061acTK CTOM; OrpaHMye-
HWEe NOABUMKHOCTW Taz0beapeHHbIX CYCTaBOB U MeX-
danaHroBbix CyCTaBOB KUCTEN.

BbisiB/IeHbI cneaytolime MyabTUCUCTEMHbIE N3MEHe-
HWUS: 3HAOKPWUHHbIE (3ajepKKa pocTa, AedUUUT Mac-
Cbl Tena, OTCYTCTBME MOAKOMKHO-KUPOBOW KIETUATKW);
KOCTHO-CyCTaBHble (AMCNAACTUYECKMIA TUN CTPOEHUS
NMO3BOHOYHMKA, HapyLleHWEe OCaHKM MO CKOANOTUYe-
CKOMy Tuny, crmbaTenbHble KOHTPaKTypbl TasobeapeH-
HbIX M KONEHHbIX CYCTaBOB, PacnpOCTPaHEHHbIA 0CTe-
0MNOopo03; MakpOKpaHusd, aHoManmsa ApHosabaa — Knapu
1-ro Tuna, spina bifida C1); nepmatonoruueckne (Mp-
PUTaAHTHBIA LepMaTUT KUCTEW); CepAEUYHO-COCYAMNCTbIE
(cMHycoBas Taxukapaus); Ny1bMOHO0rnYeckune (6poH-
X00OCTPYKTUBHbIA CUHAPOM); FacTPO3HTepoaormye-
CKMe (XpOHWYECKMIA 3anop); NMCUXOHEBPOJSIOTUUYECKNE
(ansapTpua); opTanbMonormyeckme (aHrmonaTus cet-
yaTKu, rnepmMeTponus cnabon cTeneHn, acTUrMaTusm).
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CBOPHUK TE3UCOB

MOHe}(yHHPHO-PeHeTI/I‘{ECKI/Ie HCCIeOBaHUA BIIPAKTHUKe NEeTCKOI'0 SHAOKPHUHOJIOra

Ha ocHOBaHMM [aHHbIX aHaMHe3a W  QeHoTUu-
na 6bln yCTaHOBMIEH AMarHo3 CMHAPOM BuaemaHa —
PayTeHwWwTpayxa, NOATBEPKAEHHbIN MONEKYNAPHO-reHe-
TUYECKU: BbISIBJIEHA KOMMAyHA-reTepo3nMroTHas My Taums
€.3337-11T>C/c.3677T>C B reHe POLR3A.

BbiBOAbI

MpeacTaBnEHHbI KAMHWMYECKMIA Ccaydalh paclim-
psieT HalKn 3HaHUSA O CMHAPOMax MpeXAeBpeMeHHO-
ro crtapeHus. HecMoTps Ha OTCYTCTBUE MaToreHe-
TUYECKON Tepanum UK pasHoobpasve KIAMHUYECKUX
NPOSIBNIEHUA CUHAPOMA, PaHHAA MOJIEKYNAPHO-Te-
HeTMYecKass AMArHocTMKa 3aboseBaHUs MO3BOASIET
NpoOBOAUTbL ANddepeHLManbHy0 AMarHOCTUKY C Apy-
rMMU NPOrepouAaHbIMM CUHAPOMaMM W OMpeaensaTb
ONTUManNbHbIA NaH BeAEeHUS NauMeHTOB MYNbTUANC-
LMNANHAPHOM KOMaHLOMN.

KonmakmHoe nuyo: KyHeypuesa AHacmacusi JleoHu-
00BHa, KAUHU4YecKull opOuHamop — O0emcKuli 3HOO-
KpuHono2 ®rA0Y BO «[lepseili MITMY um. . M. CeueHo-
Ba» MuH30paBa Poccuu (CeueHoBCKull yHUBepcumem),
MocKBa, Poccus.

TeneghoH: +7 (914) 669-08-23

e-mail: kungurtseva.al@mail.ru
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9¢deKTHBHOCTS IlepeBoa
Ha ITOMIIOBYIO TepaIHIo
MalHeHTKH C CaXapHbBIM
auabeToM 1-ro THIA, TAKEIBIMH
THIIOTJIMKEMHSAMH H HaJINYHEM
SHTepomnmaTHH

T.J1. Kypaesa, A.O. EMenbsiHoB, U.A. EpeMuHa,
H.A.ToHyapoBa, A.H. JlanTeB

OrbY «HaumoHanbHbI MEANLIMHCKNIA UCCef0BaTeNbCKUIA
LLeHTP 3HAOKPUHOIOrMKU» MuHncTepcTBa
34paBooxpaHeHns Poccuiickon ®epnepauum, r. MockBa

BeepeHune

BblpakeHHass nabunbHOCTb TEYEHUS CaxapHOro
avaberta 1-ro tuna (CA1) B neTCKOM BO3pacTe MO-
XeT 6bITb 06yCcN0BAEHA PAAOM MPUUMH, OT MOHUMAHUS
KOTOpPbIX 3aBMCUT YCNELWHOCTb NPOBOAMMON UHCYN-
HoTepanuu. MpuBoAUM HabnloaeHMe YacTbiX, NAOXO
KYNMPYEMbIX FTMNOrANKEMUIA, HE MOAAAOWMXCA KOop-
peKkuunern M3MeHEeHWEeM [A03bl WHCYNNHA, Y AEBOYKMU
7 nert.
Llenb

[JeMoHCTpauna CNOXHOCTU WHTepnpeTauuu npu-
UYMH Pa3BUTUS TUMOMNKEMUIA Y NauneHTKn ¢ CA1 nad-
GEKTMBHOCTb MEPOMNPUATUIA.
OnucaHue KIMHMYeCKoro HabnwaeHns

NaumeHtka H. 7 net. CA1 ¢ 1 r. 7 Mec., amnarHo-
CTuKka B coctosaHum KA Bospacte 1 roa 7 Mmec.
focnutanusaumsa B AeTcKoe oTaeneHne 3HL, B 6 net
9 MecC. C Kanobamum Ha KonebaHua rAMKeEMUU
oT 2,5 no 20 MMoAb/N, 3NN304bl TUNOFIUKEMUYECKUX

COCTOSIHWI, B OCHOBHOM B HOYHOE BpeMsi C Hejdo-
CTAaTOYHOW peakumeir Ha 6bicTpble nepopasibHble
yrneBoAbl, ABa 3MN1304a FMMNOIMAUKEMUM KynupoBa-
JMch rnoKkaroHoM. HabnopaeTcs y racTposHTepoJsiora
C AMArHO30M XPOHWYECKMNI NOBEPXHOCTHLIA racTpo-
LYOLEHWT, AyOoJeHoracTpanbHbI pedtoKe, HepocTa-
TOYHOCTb KapAuu, ANCTanbHbIA pednoKkc—33odarur.
Mpu noctynneHuu Poct: 111 cm SDS pocta: -1,27.
MT: 19,8 kr SDS UMT: 0,27. HbA1c 14,7 %. CyTouHas
[l03a VHCYyNuHa 24 epn. KUBOT yBeAWYEHHbIN B pas-
Mepax, B34yT, 6e3b6osie3HeHHbIi Npu Nanbnauuu.
BbiSIBIEH MOBLIWEHHbIA TUTP aHTUTEN: K [Ivaan-
Hy IgA 83,57 ME/mMn (0-12), K TKAHEBOW TpaHCO-
TamunHase (IgA) 421,9 ME/mn (0-10). KOCTHbIN BO3-
pacT COOTBETCTBYeT mnacnopTHoMy. [lpoBejeHa
KOppeKumsa uHcynMHoTepanun. Ha ¢oHe Kopperuumn
WHCYIMHOTEPanumn 3N1M3040B TAXENbIX TMNOrANKEMUI
He OTMe4yanocb. [MnNornMkemMmm paccMmaTpusBanncb
KaK pesynbTaT HeAOCTaTOUYHON KOppeKLUUn A03bl UH-
CyNnHa N cneAcTBMEM 3HTeponaTuu. Nocne BbINUCKU
Habnopanocb HapacTaHue 4acToTbl 3MU30A0B TU-
norankemMuii Ao 1,8 MMOAb/A, NAOXO KYNUPYHOLLMXCS
NpPMeMOM yrnesoAoB. MNOrnMKeMUN NpeKkpalLanncb
Ha HEKOTOpOe BpeMs Moce NOJHON OTMeHbl basasib-
HOro uHcynuHa. OfHako B CBSI3W C MNocCjefylowmm
HapacTaHMEM TUNEPrAMKEMUM MPUXOANNOCH BCKOpE
006aBNATL AOMNOJHUTENBHO YLTPAKOPOTKUIA MHCYANH
C nocjieayoWwmMM BO3BPaTOM K 6asafbHOMY WMHCYAN-
Hy. lMpn rocnuTannsaunn B Apyroe MeANLMHCKOE yu-
pexAeHne NpoBefeHO UCCiefoBaHWe YPOBHS UHCY-
JIVHa B KPOBW BO BpeMsa runorankemuun. CoaepaHue
3HAOMEHHOrO0  WHCY/IMHA  CHUMKEHO, 3K30reHHo-
ro — YMEpeHHO nMOoBbIWeHO. /[lBaxKAbl NpPoOBOAU-
nacb 6MONCUS TOHKOMO KULLEYHMKa. MarHocTMpoBaH
AyoneHuT 6e3 aTpodum cansucToir 060104YKKM, C MO-
BbILLUEHHBIM KOJINYECTBOM MEXK3MNUTENNaNbHbIX JINM-
doumMToB, UTO 6bLINO pacUEHEHO KaKk 3HTeponaTus.
B CAM3NCTOM TOHKOrO KULIEUYHWMKA OTMEYEeHbl YKO-
poYeHHble, ManbLEeBWAHbIE BOPCUHbI, COHBCTBEHHas
nnacTuHa CAM3NCTON 060NOYKM C HepaBHOMEPHOMN
nMMponnasMounTapHoii uHGunbTpauuein. B 3aknio-
yeHue: Mopdosiornueckas KapTuMHa HecneunduuHa,
MOXeT HabnopatbCs Npu pasandyHbix 3aboneBaHu-
AX. FaCTPOIHTEPONOr — HEeNb3a UCKIUYUTbL TeUeHue
Llenvakuu, tnnnuHas ¢opma. Ewe ogHa rocnutanu-
3aums B IHL, uepes 6 mMec. nocne npegbiayuien. Poct
113 cM, SDS pocta -1,846. Bec 23,6 kr SDS UMT
1,290. HbA1c 11,3%. CyTouHas no3a uHcynumHa 23 E[j
(1,0 EA/Kr). KonebaHne rankemuu ot 2,8 MMOAb/N
fo 20 mMonb/n. [leBoyka nepeBeAeHa Ha MOMMO-
BYIO Tepanuio B HauajbHOW Aose 25 ea/cyT, ¢ no-
BbllweHneM o 29 en/cyt. Ha atom ¢oHe Koneba-
HUA TANKeMuUn oT 4,5 1o 12 MMOJb/A, C eANHUYHBIMU
JNIErKMMU rMNOranKeMUaMI.
06cyxpeHue

JNlabunbHocTb TeueHusa CA1 B neanaTtpuyeckoit
NnpakTUKe MOXeT 6biTb 0bycnoBieHa MHOTUMU Qak-
TOpaMu, TaKMMU KaK BbICOKas UYBCTBUTENbHOCTb
K WHCYNVHY Y MaNeHbKuX AeTeir, 3IMOLMOHaNbHOM
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N rOPMOHaNbHOM HeCcTabunbHOCTbIO C HapyLIeHWEM
KOMMJIAEHTHOCTM Y MOAPOCTKOB U Np. Kak NokasbiBaeT
KJMHUYECKMWIA OMbIT, MEPEBOJ Ha NMOMMOBYIO Tepanuio
CHU}KaeT BapMabenbHOCTb FrMNOrAnKeMumn bnaronaps
BO3MOMHOCTM NoAobpaTb WHAMBUAYANbHYIO CXEMY
BBEAEHMA WHCYAUMHa. B npuBeaeHHOM HabnwoaeHUM
BCE MEPEUMNC/IEHHbIE MPUUYMHBI AOCTATOUHO ManoBe-
POSITHbI. TAXENbIE TUMNOTMMKEMUN, COXPaHSIOLLMECS,
HECMOTPS Ha CHUXEHWE A03bl NUHCYANHA, MOTYT BbITb
06ycnoBAeHbl AONOJAHUTENbHBIM, B HEAlEKBATHbIX A0-
3ax, MHbEKUMAMUN NHCYNINHA (MHAYLUMPOBAHHbIE 3K30-
reHHO BBOAUMbBIM UHCYJIMHOM FUMNOMANKEMUM). B npu-
BeleHHOM Hab/oAEHNN CBOV BKJ1ad MOXET BHOCUTb
[lOKasaHHas Lefinakus ¢ pasBUBLLECSA 3HTeponanei
(yBENNYEHHBIA B pasMepax MMBOT, YacCTbll pasKu-
EHHbIW CTyN, METEOPU3M), NPUBOASLLME K Hapylue-
HUIO BCacbiBaHuA ynoTpebnseMoi nuwu. MonbiTKa
CHUMEeHUS A03bl 6asafibHOro WAM npaHAaManbHOro
UHcynnMHa 3addekTa He paBanu. OpHako obpauiaer
Ha cebsi BHUMaHWe, YTO NEPUOAMYECKOE MOJIHOE Npe-
KpalleHune BBeAeHWUss 6a3aNbHOro MHCYMHA Bbi3blBa-
JIO NPEKpPaLLEHMA HOUHbIX FTUMOMIMKEMUIA, HO BbICTpOE
HapacTaHue TMNEePraAMKEMUM AHEM, KOTOPbIe MaMa Ky-
nMpoBana KOPOTKUM MHCYAMHOM. C Apyroii CTOPOH®bI,
3a nocsiegHne 6 Mec. AeBOYKa, MMeEBLUAs HOpMalib-
Hyt0 Maccy Tena (SDS UMT 0,27), npubaBuna B Bece
0K0JI0 4 Kr (SDS UMT 1,29), uTOo NNOXO cornacyeTcs
C Ha/IMUMEM 3HTEPOMATUU, XOTS MOMET BbiTb 06bAC-
HEHO MOCTOAHHbIM BBEAEHNEM NIEFKOYCBOSAEMbIX Yrie-
BoAOB. [lpoBeAeHHOE B APYrOM MEAULMHCKOM Yu-
PEXAEHUN UCCNefoBaHME Y AEBOUYKM KOHLEHTpauUuu
WHCY/IMHA B KPOBW B YC/IOBUSIX PA3BUBLLENACS TUMNOT-
JIVKEMUWN MOKa3ano OTCYTCTBME 3HAOMEHHOr0 MHCY-
JIMHA, HO HaaMuMe 3HAUMMOro YPOBHS 3K30reHHOro
WHCYNNHA, UTO CUYMTAETCA «30/10TbIM CTaHAapTOM»
Jl0KasaTeNbCTBa WHAYLMPYEMON 3K30TEHHO BBOAU-
MbIM WHCYJIMHOM TUMOMIMKEMUUN, UYTO NPEeACcTaBas-
JIOCb MaJioBEPOSATHbLIM, yuMTbiBass BO3pacT pebeHka.
MepeBoa Ha UHCYNMHOBYIO MOMNY Aan XOpPOLWUA 3d-
beKT, Nnocne KOppPeKUMU MHCYAMHOTEPaNMM Ha nomne
KonebaHuns rMUKEMUN COCTaBUAN BAN3KUIA K LEeNeBo-
My YPOBEHb MIMKEMUM 6e3 BblpaXKEHHbIX MaAeHUN.
CyMMapHasi cyTouyHasl 403a UHCY/IMHA HE U3MEHUNACD.
MonyyeHHbI 3QdEKT COXpPaHSEeTCAa Ha MPOTAXKEHUN
3 Hea.
3aksiroyeHve

MoHO npeanofiaraTb, UTO B Pa3sBUTUE TAKENbIX TU-
MOrNMKEMUIA MOT BHOCUTb BKa HapyLUEHHOE BCaAChbl-
BaHMe NULWM BCNeACTBME LEeSNaKMM MU 3HTeponaTuu,
a TaKkxe bonee MeaNeHHas 3Bakyauus 6asafibHOro
WHCY/NINHA Y pebeHKa B NepBbIe rofbl }U3HU. OgHaKo,
YuMTbIBas 3HauMMyto NpubaBKy B Macce Tesia U ycrnewl-
Hbl/A B OTHOLLIEHUWN PasBUTUS TUMOMINKEMUIA NepeBos,
Ha HOBY!O ANsl pebeHKa NOMMNOBYIO Tepanuio NO3BOAS-
eT paccMaTpuMBaTb laHHOE HabAeHNE KaK eLle 0AMH
BapuaHT MHAYLUMPOBAHHbIX FMMOMINKEMUIA, OCYLLECT-
B/ISIEMbIX 7-N€THE AeBOYUKON. Mpun 60nbLIOM OnbiTe
ANArHOCTUKN UHAYLUMPOBAHHbLIX TMNOMNKEMUA B Ha-
wem otaeneHnn (okono 100) noaobHbie eANHUYHbIE

cNlyyan Mbl Habnopganu y aeteil TOro e Bo3pacTa.
BO3MO)KHO, OAHVNM N3 I'IO6yLI,VITeanbIX MOTMBOB MOTIN10
ABUTbCA WUCKNKOYEHNE N3 MUTAHUA TAKOTEHCOAEPHKaA-
LMX NPOAYKTOB.

KnioueBble cjioBa: caxapHbiit anabet 1-ro tuna,
LEeTU, TMNOMMNKEMUN, KOHLUEHTPaLLUA NMHCYJIMHA B KPO-
BW, LLeSInaKkms, sHTeponaTus, MHAYLUMpPOBaHHbIE FMNo-
rMnKkemMmnmn, nomMnoBaa Tepanna
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FeTepO3UTrOTHBIM BapHaHT
reHa HS6ST1 xaK BeposTHaA
IIPHYHHA KOHCTHTYILIHOHAJIBHOH
3a/iep)KKH IO0JIOBOI'0 pa3BUTHSA

0.10. Natbiwes', .®. OkMuHAH', E.B. Kucenesa',
A.C. PomaiikuHa?, K.J1. Kabonosa', J1.H. CamcoHoBa?

'®re0OY ANO «Poccuiickas MeanMLMHCKas akaaeMus
HEMpepbIBHOTO NPodeccMoHaNbHOro 06pasoBaHna»
MuHucTepcTBa 34paBooxpaHeHuns Poccuinickon degepaunu,
r. Mocksa

2prAQY BO «POCCUNCKUI HaLMOHANbHbIN
nccnenoBaTeNbCKUIA MEANLIMHCKINIA YHUBEPCUTET
nmeHu H.W. NMuporosa» MnHucTepcraa
3paBooxpaHeHuns Poccuinckont depepaumm, r. Mocksa

AKTyanbHOCTb

KoHCTUTYUMOHaNbHAA 3a4epXKKa NOA0BOro passBu-
Tna (K3MP) — naTofiorMyeckoe COCTOSIHME, XapaKTe-
pu3yloleeca OTCYTCTBMEM Hayajna MoJ0BOro pas-
BUTMA B BO3pacTe Ha ABa CTaHAAPTHbLIX OTKAOHEHUSA
NpeBbLIWAKLWUM CPeAHMA B MONYAAUUM U CaMOCTO-
ATE/IbHbIM  3aBEPLUEHWEM MONOBOr0 CO3peBaHUsA
no 18 net. K3IMP Hacnepyetcs no ayTOCOMHO-A0-
MWHAHTHOMY TUNY C MOJAHOW WAWM YaCTUYHOW NeHe-
TPaHTHOCTbIO, OAHaKo BepudMUMPOBaHO Hebonbluoe
UMCI0 TeHOoB, CBA3a@HHbIX C K3IMP. ANCKYCCUOHHbLIM
ABNSETCA BONPOC O POJN FreHOB, OTBEYalLWMX 3a pas-
BUTME TMMNOroHago0TPOMNHOro runoroHagnsma, B pas-
BUTUM K3IMP, BbIABJIEHO TONbLKO HECKOJIbKO TEHOB,
CBsiI3aHHbIX C 060MMU 3a60NEBaAHUSAMU, OAUH U3 HUX
HS6ST1. MyTauusa reHa HS6ST1 6bina ycTaHoBAeHa
B 2% C/ny4yaeB rMnoroHafoTponHOro runoroHaamsma
W npeacTaBfieHa TONbKO oaHa ceMbsl ¢ K3PM u myTa-
LuMeln AaHHOro rexHa.
MaTepuanbl n meToAbl

B wuccnepoBaHMe BKAKOYEHa CeMbsA: ABYM na-
umeHtaMm (6bpaT, cecTpa) npoBeaeHo obcnenosa-
HUE, BKJIOYAIOLWEE OLEHKY aHTPOMOMETPUYECKUX
nokasaTenei, KOCTHOro cospeBaHus, Y3WN opra-
HOB PENpOAYKTMBHON CUCTEMbI, OnpejeneHne ba-
3anbHbIXx ropMoHoB (JII, ®CI, TecToCTepoH, 3CTpaam-
0N, MPONAKTUH, UHTMBKH B), TecT ¢ aHanorom MHPT
(TpunTopenuH 0,1 Mr), Tect ¢ XM, ondakTomeTpus,
MPT LHC. YeTbipeM naumeHTaM (ABe cecTpbl, bpar,
MaTb) MPOBEAEHO MOJIEKYNAPHO-FEHETUUYECKOE WC-
cnepoBaHve MeTOAOM nNapaiefibHOro CEeKBEeHU-
poBaHusa (nnatdopma Ion Torent), maHenb custom
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CBOPHUK TE3UCOB

MOHe}(yHHPHO-PeHeTI/I‘{ECKI/Ie HCCIeOBaHUA BIIPAKTHUKe NEeTCKOI'0 SHAOKPHUHOJIOra

Ampliseq_HH (rmnoroHagoTpOMHbIA TMNOroHaAN3M):
reHbl FGF8, NELF, SEMA3A, KISS1, KAI2, KAL1, TACR3,
WDR11, GREAT, GNRH1, TAC3, KAL4, NROB1, LHB,
PROKR2, GNRHR, KISS1R, CHD7, HS6ST1, INSL3,
IL17RD, SPRY4, FGF17, DUSP6, FLRT3, DNMT3L,
POLR3A, POLR3B, RBM28, MKRN3, okosio 106000 nap
OCHOBaHWi1, obluee NoKpbiTHe: 96,6 %.

KnuHuyeckuit cnyyamn

MpuBoAnM onncaHne ceMbU C OAMHAKOBbLIM FreTepo-
3UIOTHbLIM BapnaHToM reHa HS6ST1 1 K3PI1.

MauuneHT 1, MyX)unHa, 21 roa (npobaHa). B Bospac-
Te 13,9 roga 06cie0BaH No NOBOAY 3aEPHKU MOJIO-
BOro passutusi: poct 144 cm (SDS pocTta -1,86 SD),
SDS NMT -2,1 SD, Tanner P1G1, roHagbl 2 M1 N0 OpXu-
nomeTpy MNpaaepa v 0,7 cM3 No AaHHbIM Y3, KOCTHbIN
BospacT 12,5 roaa, JIr 0,1; ®Cr 1,22 MME/mMn, TecTo-
cTepoH 06wt <0,1 Hr/Mn, UHrMbMH B 56,6 nr/mn, AMI
119,5 Hr/MA, nponakTuH 3,93 Hr/mn, TTI 1,81 MME/Mn,
T4 cB. 15,27 nMonb/n, N®P1 195,4 Hr/MA, TECT € aHa-
norom MHPIC NI makc. (10,59 MME/mn), ®CI Makc
1,98 MME/mn, TecT ¢ XU 0AAHOAHEBHbIA TECTOCTEPOH
6,5 HMONb/N.

O6cnepoBaHneB 15,0 net1.Poct149,5cM(SDS-2.26),
SDS UMT — 1,76 Kr/m2, Tanner P1G1, roHaabl 2 Mn
no opxuaometpy Mpagepa u 1,91 cM® Mo AaHHLIM
Y31, Nr 0,4 mME/mn, ®CI 2,19 ME/n, TecTocTepoH
1,43 HMONIb/N, UHTUBUH B 64 nr/mn, AMI 184,4 Hr/mn,
TecT ¢ aHanoroMm MHPI makc JIr 13,9 MME/Mn, ®CIr
14,9 ME/n, oaHoaHeBHas npoba ¢ XU TecToCTepOH
6,76 HMONb/N.

Pe3synbtaTthl 06CciefoBaHUA He NO3BOANAM UCKIIO-
UMTb MapuMalibHbIi TMNOrOHAAOTPOMNHbIA TMMNOroOHa-
AV3M, UYTO onpeaennsno HeobxoaMMOCTb NPOAOIKUTD
HabnoaeHne n obcnesoBaHME: MOJIEKYNAPHO-TeHe-
TUYeCKoe unccaepoBaHve W nNparMepuHr npenapa-
TOM TecTocTepoHa. OndaKToMeTpus — rmMnoocMus
no cMewaHHomy Tuny. MPT LULHC — npu3sHakm yMepeH-
HOW rmnonnaasum runopusa.

OcmoTp B BO3pacte 16,3 roga, poct 156 cM
(-2,4 SD), nonoBoe pa3BuTue no wkane Tanner P2G2,
roHaasl 4 mn no opxuaometpy lNpaaepa. MNpoeepeH
nparvMepuHr npenapatoM 3QUPOB TECTOCTEPOHA,
po3a 100 mr 1 pa3 B 28 gHeit (3 mecsiua).

B BospacTte 20,2 ropa, no AaHHbIM, NOJIyYEHHbIM
B XoAe TesiepOHHOro onpoca, pocT NauneHTa cocTa-
Bua 174 cM, nosoBoe pas3BuUTME 3aBepLUnsioCb, CO-
AepaHue TectoctepoHa (17,68 HMONbL/N)U UHTMBUHA
B (274,3 nr/mn) cooTBeTcTBOBaNO 5-i1 CTaaumn Noso-
BOro pasBuTMS. B npouecce AnHaMmn4yeckoro Habnio-
LeHVa nony4vyeHo bosblie AaHHbIX 3a K3MP, HO Henb3sA
WCKJIIOYNTL U PEBEPCUBHLIA BapuaHT TMMNOroOHaAo-
TPOMHOro rMnoroHagnsma.

MauuneHT 2, eHwwmHa, 15,6 rona (cectpa npobaHaa)
O6cnepoBaHa B Bo3pacTte 13,3 roaa, *anobbl Ha OT-
CTaBaHWUM B pOCTe OT CBEpCTHMKOB. SDS pocTta -1,97,
NMT —-1,72 cTaHAApPTHOrO OTKNOHEeHus, TaHHep P1 B2,
KOCTHbI BO3pacT cooTBeTcTBoBan 11 rogam, Y3U
OopraHoB Majoro Tasa o06beM Matku 1,0 cm3, 06b-
eM aunyHukoB 3,8/2,2 cm3, NI 4,34 MME/mn, ®CIr

4,28 MME/mn, sctpaamon 11,2 nr/mn, Tect ¢ aHano-
romMHPIr IfmMakc.7,72MME/mMn, ®CIrmakc 13,16 MME/Mn,
TTr 2.39 MKME/Mn, T4 cB. 1,31 HI/an. MeHcTpyasibHas
OyHKUMS ¢ 15 neT, oAHOKpaTHO, Aajiee B TeyeHue
6 MecsiLeB MeHCTpyauuMn OTCYTCTBYIOT.

MauneHT 3, XeHwWwwuHa, 18,5 roaa (cectpa npobaH-
[a): MeHCcTpyanbHas ¢yHKumusa ¢ 15,5 roga, MeHCTpy-
ANbHbIA LUK perynsipHbIi.

CeMeliHbIi aHaMHe3: oTeL, U MaTb NOJIOBOE pa3Bu-
Tne, CO C/0B, CBOEBPEMEHHOE.

MoneKkynsipHO-reHeTUYeCKOe UCccaef0BaHue B reHe
HS6ST1 (MIM#:604846, pedepeHcHas nocnenoBa-
TenbHOCTb: (NM_004807) BbisiBNeHa retepo3nroTHas
3aMeHa c. 652 C>T: p.P218S c HenM3BeCTHON NaToreH-
HOCTbIO Y TPEX UYNeHOB ceMbu (6bpaT U ABeE CECTpbI)
N He BblsiBIEHa Y MaTepu npobaHaa.
3aKknoyeHue

Y Tpex ujieHOoB ceMbu BbisiBfieHa K3MP pasHoin
CTENeHW BbIPa¥EeHHOCTU W reTepo3nroTHas 3ame-
Ha c. 652 C>T: p.P218S B reHe HS6ST1 ¢ HensBecT-
HOM nMaToreHHocTblo. [AuddepeHunanbHas Aaua-
FHOCTMKA TMNOrOHAaAOTPOMHOr0  rMMNOroHagMsma,
0cobeHHO napumanbHoit ¢opMbl, 1 K3MP 3aTtpya-
HeHa. YTOYHEHME reHeTUYeCKUX MPUUYUH TFUNoro-
HapoTponHoro runoroHaamsma u K3MP, B TOM uuc-
Jie ponv reHa HS6ST1, no3BOAINT yCOBEPLUEHCTBOBATL
ANArHOCTMKY MNPUUYMH 3a4EPKKM MOJ0BOr0 pasBuUTUS,
OCYLLECTBNATb FEHETUYECKOE KOHCYNbTUpPOBaHME.
WccnepoBaHne MyTauMM reHOB, CBA3a@HHLIX C K-
NOroHaAOTPOMHbLIM TMMAOrOHAAM3MOM, Yy MNauMeHTOB
¢ K3MP — oaHa 13 cTpaTerui onpeaeneHns reHetum-
yecKunx npuuunH K3MP.
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KIHHH4YeCKHH cayJyan
OAHUArHOCTHKH CHHApOMA
IIpapepa — BHAIH

'TBY3 PK «lopoacKkasa nonnmkamHuka Ne4», r. MeTpo3aBoacK
20rb0Y BO «[leTp0o3aBOACKWIA FOCYAapPCTBEHHbIA YHUBEPCUTETY,
r. MeTpo3aBoAcCK

BeepeHune

CuHapoM Mpaaepa — Bunnu (MA) BCTpeyaeTcs cya-
cToToi 1 cnyyan Ha 10000-25000 HOBOPOXKAEHHDIX,
0bycnioBneH Aeneuneit pOANTENbCKON KoMUY UMMPUH-
TupoBaHHbIX SNRPN reHa Manoro saepHoro puboHy-
KneonpoTtemHoBoro nonauvnentuaa N u reHa necdin,
pacnonoXxeHHoro Ha 15-ii XpoOMOCOMe B pervoHe
15q11-13. MUHMManbHbIE KINHUYECKNE Npu3Haky MNA:
MbllLEYHaA TUMOTOHUSA, TUMOrOHaAU3M, OMUPEHMUe,
YMCTBEHHasa OTCTaJioCTb, MaJl€HbKME KUCTU U CTOMbI.
Pasnunyatot 2 dasbl cnHapoma MA. B 1-10 pasy oTme-
YalT TAXKENYHO MbILLEYHYIO TMMOTOHUIO, 3alEP*KKa MO-
TOpPHOro pasBuTUs. 2-9 Gasa pasBuBaeTcs c 2-3 neT
B BMJE YMEHbLUEHUS MbILWEYHOW MMNOTOHUN, pasBu-
TV ByAMMUK, OXKUPEHUS, YMCTBEHHON OTCTalloCTH.
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PesynbraTbl

MpuBoAMM onucaHue cobcTBEHHOrO Habnwoae-
HUsi pebeHka ¢ cuHapomom M[. PebeHoK oT 6 bGe-
peMeHHOCTM (2 CaMOMpPOM3BOJbHbLIX BbIKMAbIWA
B 2000/2001 ropax, cpouHble poabl B 2005, 2008,
2012 ropax, AeTV 340POBLI), OT POAOB NyTEM KECapeBa
CeUeHUs Npu CPoKe rectaunn 42+4/7 Hepenb B CBA3U
C BHYTPUYyTPOBHOI rMnokcumn nnoga. BHyTpnyTpo6HO
npn BMK o0TMeuyeHbl peakue LWeBeneHna naoaa.
CocTtosiHne pebeHKa Npu pOXKAEHUM Taxenoe, ac-
oukcna Tskenoh cteneHn. WHTybmpoBaH, HauaTa
NBJl. Ha 2-e CyTKM *U3HU 3KCcTybuposaH. C 3-x cy-
TOK XWU3HW BbisiBNeHa bpaankapausa, seoauncs 0,1 %
aTponuHa Ha 3-u N 4-e CyTKWU. B HEBpONOrMyecKom
cTaTyce cMMNTOMbI yrHeTeHus. C 6-x CyTOK 6e3 pecnu-
paTopHoi Tepanuu. Mo agaHHbIM HCT He3HaunTenbHas
BEHTpUKyfnomeranmsa cneesa, Y3 opraHoB MOLUOHKM,
NaxoBbIX KaHaNOB BbIiBJIEH ABYCTOPOHHWN KPUNTOP-
X13M. BbinucaH u3 PML ¢ AnarHo3om runokcuyeckoe
nopaxeHune LUHC, ocTpbii nepmoa. CMHAPOM yrHeTe-
HUsA. AcoOuMKcua npu poxaeHun. OCMOTpPEH HEBPOJIO-
roM noBTOpHO B 1,5 Mec, BoisiBieHa anddysHas rpy-
6as MbllieYyHas TMNOTOHUS, NMPAaKTUYECKN OTCYTCTBUE
LBUXEHUW, CYXOMUNbHblE pedaeKCbl CHUMKEHbI CUM-
MEeTPU4YHO, pedseKkcbl HOBOPOMXAEHHOrO MNpaKTuuye-
CKW He BbI3bIBalOTCA. [IpOBEAEHO KapnoTUNUpPOBaHUeE,
NCKJIlDUEHA CNMHaNbHas MbliweyHas atpodus (@aHanus
Ha Hannumne ak3oHa 7 reHoB SNN1/SNN2). Pe6eHOK 6bin
HanpasfiieH B HayuHO-mccnenoBaTeNbCKUNA KAUHU-
UECKUA WHCTUTYT NeanaTtpuu n AeTCKOW XUpypruu
UMeHn aKkagemuKka H0.E. BenbTuwiesa, roe 6bin npo-
BeEeH reHeTUYECKNI aHanuns, NOATBEPHKAAOLWNA MO-
JNIEKYNAPHO-TEHETUYECKNE U3MEHEHUSA, XapaKTepHble
ana cuHapoma MA: oTCcyTCTBME HEMETUANPOBAHHOIO
annens nNpoMoTopHoi obnactn reHa SNRPN. B Ha-
cTosilee BpeMsi pebeHOK nosyyaeT KypCbl BOCCTaHO-
BUTE/IbHOIO JleYeHns B peabunmTauMoHHOM LEHTpE.
B anHaMuKke K 2 rogam coxpaHsietca anddysHas Mbi-
LWeyHas rmnoTOHUSA, 3aflepKKa NCUXOMOTOPHOro pas-
BUTUS (pebeHOK He roOBOPUT, HE XOAMUT, HE MOJI3aeT),
nMeeTcst M36bITOUHBIN BeC.
3aknoyeHue

TpyLAHOCTM paHHen AuarHoctuku M B AaHHOM
chyyae 00ycC/iOBNeHbI TAXKENOW achuKcueln B poaax,
MNepuvHatanbHbiM nopaxkeHnem LHC runokcuuecko-
ro reHesa. CMMNTOMOKOMMNAEKC «BSJIOF0 pebeHKa»
C Bblpa*KEHHOW MbILUIEYHOW FMNOTOHWEN ABUNCHA NPU-
unHon ans  anddepeHUnaANbHO-ANArHOCTUUYECKOro
noucka. CoBpeMeHHble MeToAbl FeHeTUYEeCKOro uc-
c/lefoBaHua MO3BONIVAN B KpaTyanlime CPOKU Mpo-
BeCcTU AuddepeHUManbHyl0 AMArHOCTURY Mexay
CMWHaNbHOM MbilweyHoW aTtpoduen v MA. PaHHAs an-
arHoctmka cuHgpoma [ nossonsetr opraHu3oBaTb
NepcoHanM3npPoOBaHHbLIA MOAXOJ B Tepanuu AaHHOro
3aboneBaHUst C Kypcamm BOCCTaHOBUTENIbHOIMO Jieye-
HUA, KOpPEeKUMEN MUTaHNSA, KOTHUTUBHbIX HapyLLEHUA,
XUPYPruyecKMMN BMeELIATENbLCTBAMU, UYTO MO3BOAMUT
OCTaHOBWUTb MHBAINAM3ALMIO NALMEHTA N 3HAUUTENb-
HO YNYULUNTb KAYECTBO HU3HW.

Kntouyesble cnoBa: cuHapom lMNpagepa — Buaan
KoHmakmHoe nuyo: BapnamoBa TamesHa BaneHmu-
HoBHa, doueHm Kagh. neduampuu u 0emcKol xupypauu
MemplY, enaBHbili BHewmamHbil cneyuaaucm oem-
CcKull 3HOoKpuHonoe M3 Pecnybauxku Kapenus
TenechoH: +7 (921) 6202124
e-mail: varlamova@sampo.ru
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KIHHHYeCKHH cydyaH
caxapHoro guabera runma MODY3
c MyTauueH B reHe HNF1A

0.A. Jlorayesa, E.C. MaTBeeHKo, 0.B. KomnaHwueu,
H.10. dnnuHa

Ore0Y BO «CapaToOBCKMiA rocyaapCTBEHHbIN MeANLMHCKAN
yHuBepcuTteT umeHun B. . PasymoBCcKoro» MuHucrepcrsa
34paBooxpaHeHns Poccuinckon depepaumu, r. Capatos

BeepeHue

CaxapHbiin anabeT Tvn MODY3 06ycnoBneH MyTaun-
AMU B reHe aaepHoro ¢aktopa renatoumntoB 1 anbda
(HNF1 A), np1BOASLLMMM K HAPYLUEHWUIO UHCYJINHOBOM
CeKpeumm N/ am CHUMKEHUIO KonyecTBa B-KNeTok MHK.
Y naumeHToB ¢ MODY3 cTeneHb CeKpeunn MHCYNMNHa
N TeueHne 3ab6oneBaHMA MOXKET CUIbHO BapbMpPOBaTh,
UTO 06YCNOBAEHO HO/BLINM KONMUECTBOM FEHOB, 3KC-
npeccuto Kotopbix perynmpyet HNF1A, n BO3MOXHbI-
MU MOANDUKALUAMN B CTPYKTYPE 3TUX FEHOB.
KnnHnuyeckum cnyyamn

Y peBoukn 13 net npu obcneaoBaHuMM nocne ne-
pEeHEeCeHHO BUPYCHON WHGEKUMM OBHapyKeHa ru-
NeprinkeMus Hatowak — 8,3 MMoJsb/A, NOCTApPaH-
AnanbHo — 13,0 MMonb/n. B CBSA3M C OTArOLLLEHHOW
Hac/NeACTBEHHOCTbIO pPeryfisspHO NpoOBOAWUNCHA CaMo-
KOHTPONb rAnKeMun. MNMpu rocnutanmsaunm ramkeMms
6,5mMMonb/n, HbA1c — 5,8 %, HcynnH — 14,2 MMe/mn,
C-nentug — 2,5 MMe/MAa, rOKO3ypusa/auLeToHy-
pua oTtpuuartenbHble. [lposeseH [MMITT: HaTowak
6,32 MmmMonb/n, uepes 120 MuH — 13,0 MMonb/n. Ha oc-
HOBaHUM NabopaTopHbIX AaHHbIX BbICTaBJEH nNpea-
BapuTEe/bHbIA AMArHO3: caxapHblii AnabeT 1-i Tun,
BMepBble BbiSBJIEHHbIA, 6e3 KeTo3a. Yepes 2 uvaca
nocnse npuema nNULLN rNMKkemMns CaMoCToATEeNbHO CHU-
anacb 40 LEeNneBblX 3HAUYEHWN, OT BBEAEHUS WHCY-
JIMHa peleHo Bo3AepXaTbcd. lMaunmeHTKe peKoMeH-
[oBaHa AueTa C orpaHuM4YeHMeM Jierko ycBamBaeMblX
YyrneBoOAOB M MOBTOpPHas rocnutanMsaumna npu CcTon-
KOW runeprankeMmn. 3a uctekwue 1,5 roga otpuua-
TeNbHOW AMHAMUKN He oTMeuvaeTcs. MpuaepxnBaeTcs
OVeTbl, UHCYNINH He nonydaeT. lNpoeeaseH MEAL-TecT:
rnMKkemusa Hatowak 6,50 mmonb/n, yepes 90 MUH —
4,77 w™MMonb/n, nokasatenan C-nentmaa M MHCYy-
JIVH@ OTPa)KalT COXpaHHY GQYHKUMIO [B-KNeToK.
Cneunduueckme aytoaHTutena (ICA, GAD, IA2,
IAA) — oTpuuaTenbHble. CeMEHbI aHaMHe3 OTAro-
WeH N0 ayTOCOMHO-AOMMHAHTHOMY TUMY MO JAUHUK
oTua: C/l B ABYX NOKONEHUSIX, BO3PACT MaHubecTaumm
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MOHe}(yHHPHO-PeHeTI/I‘{ECKI/Ie HCCIeOBaHUA BIIPAKTHUKe NEeTCKOI'0 SHAOKPHUHOJIOra

30-40 nert. MNMpoBeAeHO MONEKYJIAPHO-TeHeTUYecKoe
obcnepoBaHMe No MeTOAY MapasieNbHOro CeKBe-
HMpOBaHMusA, ObHapy»eHa MyTauumss B reHe HNF1A,
uTO onpegensert gnarHo3 MODY3. B HacToALee BpeMs
y nauueHTKM Ha GoHe AMeTbl OTMe4yaeTcs yAOBJeT-
BOpMTE/IbHasA KOMMeHcaumsa yrneBoAHOro obmMeHa —
ypoBeHb HbA1 c cocTaBnseT <6,0 %.
3aknroyeHue

OTcyTcTBME KeToaumposa/KeTtosa B AebioTe ama-
6eTa, HM3Kaa/oTCyTCTBME NOTPEOHOCTU B MHCY/NHE,
oTAroweHHas HacneACTBEHHOCTb, OTCYTCTBME cne-
uMdMUECKMX ayToaHTUTEN SBASIOTCA HayaloM Ana-
FHOCTUYECKOro MOUCKa MOHOreHHon popmbl C/.

https://doi.org/10.14341/MGSPPE-2023-58

HapyumeHue opMHPOBaHHUSA
IoJia: KJIMHHYECKHH cyJyan
OUCTHHE3HH roHaM, MO3aHI[HU3M
45,X/46,XY

'®re0Y BO «SApocnaBCKUin rocyAapCTBEHHbIV MEANLMHCKUIA
YHUBEPCUTET» MUHUCTEPCTBA 34paBOOXpaHeHns Poccuiickon
depepauuu, r. dpocnasnb

2reY3 A0 «O6nacTHana AeTCKasa KAnHUYecKkas 6onbHULE,
r. ipocnasnb
BesepeHune

HapyweHune ¢opmupoBanma nona (HOM) — 3to
COCTOSIHME, CBA3AaHHOE C KAWHUKO-BUOXUMUYECKUM
NpPOsIBNEHVEM HECOOTBETCTBUSA MENKAY TreHeTuye-
CKWUM, FTOHaAHbIM U GEHOTUNNYECKUM NOJIOM pebeHkKa.
H®I MoryT nponcxoAnTb Ha pasHbIX CTaauaX OHTOre-
He3a, YTo NPMBOAUT K Pas/INYHbIM HapYLIEHUAM CTPO-
eHUs 1 ayTomaeHTMdMKaLMM YenoBeKa.
KnuHuyeckuit cnyyamn

MauwveHT H., 15 ner.

Peb&HOK OT 1-i1 GepeMeHHOCTM C yrpo3oi npe-
pbiBaHUA B 23 Hep, 3a4epXKoW TeMNOB pocTa njoja
c 35 Hep, 1 CPOUHBIX pOAOB NYTEM KecapeBa CeyeHus.
Macca npwn poxaeHun 2700 r, poCcT 48 CM C BPOXK-
LEHHOM aHOMaJinen NONOBLIX OPraHoOB B Buae aucre-
Hesun roHas (rvnocnaams NPOMEXHOCTHas ¢opma,
2-CTOPOHHUI KpUNTOPXM3M NaxoBas dopma, Hannumne
YPOreHUTanbHOro cuHyca). B 2 mec nccneposaH Ka-
puotnn mos45, X (24)/46XY (5) (nMetoTCcs ABa KJoHa
KNneTok (Mo3amumsm) ¢ MoOHocoMuen X U c HopMasb-
HbIM MYCKMM XPOMOCOMHbIM HabopoM: AucreHesus
Anyek). Mpyu 0CMOTPE XUPYProM Mpu POXKAEHUM MECT-
HO NOJIOBOW YJieH A0 3 CM, rMNocnaguyecku UCKPUB-
NIEH, UMeeTCH KamnioLwoH; ypeTpa OTKPbIBAETCA MNpak-
TUYECKN Ha MPOMEXHOCTWN MO TUNY YPOreHUTanbHOro
CUHYCa, ANYKM HEOTUYETNMBO MajsbNUPYOTCA B Naxo-
BbiX KaHanax (no Y3W naxoBasi peTeHUUs, BHYTPEH-
HUX MKEHCKUX MOJIOBbIX OpPraHoB He OOHapyKeHo).
CornacHo ocMOTpy BpauyebHOW KoMmMuccuu (XMpYpr,
YpONor, reHeTuK, 3HAOKPUHOMOF) W OAHO3HAYHO-
ro KenaHws POACTBEHHMKOB BOCMUTbIBATb pebEHKa

B MY}CKOM noJjie peb&HOK 3aperncTpMpoBaH B My-
ckoMm none. C 1 rofa oTMeyaeTca 3ajepikKa pocTa.
B 2 roga no pesynstataM MynbTUCTEPOUAHOMO aHa-
N33 UCKJIIOYEHBI HapyLIeHUs B CTepouaoreHese Haj-
noyeyHMKoB, Npoba c X'Y coMHUTENbHAsA. BbinosHeHa
LMarHocTMyecKkas Jfanapockonusi, buoncus roHapg
(MHTpaonepauMOHHO OMpeaensanocb CchneBa Haau-
une 2-X AUCreHeTUYHbIX TFOHaA, PacnoNOXeHHbIX
y BX0o4a B ryboKMe MaxoBble KOJbLia, MEXAY FOHa-
LaMu nonepeyHas CKNaAka OplOLWMHbI; cnpaBa COM-
HUTeNbHas TECTUKYNsipHas TKaHb; NpuW 30HAWPOBA-
HUWM rMNOChafM4YecKon ypeTpbl onpeaensncs cneno
3aKaH4YMBalOLWMINCA YPOreHUTaNbHbIA CUHYC, MaTkKa
Ha onpegensnacb). Mo AaHHBIM TUCTONOMMYECKOrO
nccnefoBaHWsA MpaBoW roHaabl — TKaHb C HEMHO-
FOYMCNEHHbIMX MONOBbLIMU KNEeTKaMu, OT KOTOPOU
oTXoaunn rpybble COeAVMHUTENbHOTKaHHbIE TSXKM
C aHrMomaTo3HbIMK cocyaamu. B 3 roga BbIMONHEHO
NlanapocKonuuecKkoe yaaneHne AUCreHeTUUYHbIX roHaa,
C 2-X CTOPOH ¥ 1-11 3Tan ypeTponaacTUKu ¢ UCMNOoNb-
30BaHMEM KJIETOUHbIX TEXHONOrMM, a B 6 neT 2-1 aTan
no Onlay-tube. 3annaHnpoBaHHble fanbHenwme sTa-
Mbl YPETPONAaCTUKN He NPOBEAEHbI.

B HacTosllee Bpemsa Ouonoruyeckuin Bo3pacT
15 net. Bec 29,5 kr, poct — 122 cm (-5,058 SDS).
CKropocTb pocTta 2,95 cm/roa. SDS cKopocTu po-
cTa -4,336. TaHHep 1 (roHaabl yaaneHsl). HNO: no-
NOBOW uneH 6€3 NCKPUBAEHUSA, HAapYKHOe OTBEpCTME
ypeTpbl B 061aCT BeHeUYHOn 60po3abl.

Mpn obcnepoBaHWMW: TMNEpProHafoTPONHbIA Y-
noroHaansM — nosblweHbl JIF (22,1 MME/Mn) n ©Cr
(95,2 MME/Mn), cHukeH TecTocTepoH (0,561 HMonb/n),
NMN®P-1 B HopMe (251,8 Hr/mi), KOCTHbIA BO3pacT
cootBeTcTByeT 13 romam, MPT manoro Ttasa (co-
CTOSHME nocne yaaneHus AUCreHeTUYeCKux roHag,
runonnasua  (annasusi) npeacTaTeNbHOW  Kene-
3bl, CEMEHHbIX MY3blPbKOB, YPOreHUTajbHbIA CUHYC
HU3KWMIA BapuwaHT KOHO/IKeHCa, AJMHA Baaraauwa
3,2 CM C WUMPMHOW MoJioCTM A0 2 MM). BBuay Bbipa-
KEHHOW 3a[ep*KKM pocTa peKoMeHAOBaHa npob-
Has pOCTCTUMYAMpYlOLLAn Tepanns ropMOHOM poCTa,
yepes 6-9 Mec uHMLUMaLma Tepannmn TECTOCTEPOHOM.
3akiroyeHue

PoxaeHue pebéHKa C HapylleHHON andpdepeHuUn-
poBKOW roHaj TpebyeT TwatenbHoro obciepoBaHus
N paunoHaNbHOro pewweHns Beibopa nona.
KoHmakmHoe nuyo: MakuHa Osnbea BukmopoBHa, 00-
ueHm Kaghedpnl neduampuu N 1 @I60Y BO «SpocnaB-
CKull 20cy0apcmBeHHbIl MEOQUUYUHCKUL yHUBEpcumemy
MuHz0paBa Poccuu, pocaasne, Poccus.

TenegpoH: +7 (910) 970-10-45
e-mail: olya_makina@mail.ru
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CeMeHHBIH CJIyYyaH caxapHOro
nuabera MODY 2

'®re0Y BO «SApocnaBCKuUii rocyaapCTBEHHbIN MeANLMHCKINI
yHUBEPCUTET» MUHUCTEPCTBA
34 paBooOXpaHeHunss Poccuinckoii deaepaumm,
r. dpocnasnb
2IbY3 A0 «0O6nacTHasA AeTCKas KNMHUUYecKaa 60bHULAY,
r. dlpocnasnb

BesepeHune

MODY anabet (Maturity Onset Diabetes of the Young
unn anabeT 3pesioro TMNa y MoaoAblX) — 3TO rpyn-
na 3abosieBaHWi, KOTOPble 0OYCNOBIEHbI MyTaUUaMU
B OHOM 13 FeHOB, NPMHMMAIOLLMX YYacTue B peryns-
LMK roKosbl. MODY anabeT uvalle HOCUT CEMEWNHbIN
XapakTep, Koraa aHalorMyHble HapyLueHNs yrneBos-
HOro obMeHa OTMeYalTCs TaKKe y OAHOro U3 poau-
Tenewn n poACTBEHHUKOB 2-1 U 3-i CTeneHn poacTBa.
KnuHuyeckuit cnydamn

[eBouka 13 net. Mpu obcnepoBaHuM nepeg
3aHSAITUEM B CMNOPTUBHOW CEKUUW BbIIBAEHA runep-
FINKEMUS KanUANSPHOMA KPoBM 6,2 MMOAbL/N, MO-
BTOPHO 5,9 MMOJb/N, NO FNIOKOMETPY B TEYEHUE AHSA
00 7,7 MMONb/N 6€3 KANHMUECKUX NMPU3HAKOB caxap-
Horo auabeta (CA). HacneacTBEHHOCTb OTAroLLe-
Ha: y oTua — HIH (HapylweHue rMKeMUn HaToLLak),
y npababywkn no anHmm otua CA2, y ABoopoaHoM b6a-
OyLWwKM no nMHmMmM Mamel CA2. MpoBeaeHo poobcene-
posaHue: HBA1 ¢=6,2%, uHcynuH 8,51 ME/mMn (Hop-
mMa 2,6-24,9), C-nentug 1,8 Hr/mn (Hopma 1,1-4,4).
Mpy Harpy3o4yHOM rOKO30TONIEPaHTHOM TecTe [to-
Ko3a — 5,59-9,07 MMonb/n (HapyleHue TosepaHT-
HOCTM K yrnieBofaM), aHTuTena K rnytamataekapbok-
cunase (GAD) He 0bHapyKeHbl, aHTUTENa K UHCYINHY
1,89 Ea/mn (Hopma mMeHee 10), K Tupo3snHdochaTase
0,04 ME/mn (Hopma MeHee 8). I3 conyTCTBYyOLMNX
SHAOKPUHHBIX HapyLWeHWA BbIABJEH ayTOUMMYH-
HbIA TMpPeonanT, 3yTnpeos. bbiio NpoBeAeHO Macco-
BOE Mapajfie/lbHOe CEKBEHMPOBaHUeE, rae 0bHapyKe-
Ho B reHe GCK (NM_000162.5) B 6-M 3K30He 3aMeHa
OAHOr0 HYKJeoTMAaa B reTepo3MroTHOM COCTOSIHUM
c.667G>A, npuBogsllas K 3aMeHe aMUHOKMCAOThI
p.G223S c rnybuHoi nokpbiTus 378x (rs1360415315).
HalineHHas 3aMeHa pacuUeHMBAETCs KaK MnaToreH-
Hasa (OMIM:138079). PesynbTaT McCnefoBaHUs MNoa-
TBEPKAAET Hainume y pebeHka CA tuna MODY 2.
Mo pe3ynbTaTy AEBOYKM HbINO NPOBEAEHO UCCIe0Ba-
Hue oTuy ¢ HI'H v BbisBNieHa B aHa/NlOrMYHOM reHe Ta-
Kas e MyTauma GCK (NM_000162.5) B 6-M 3K30He
3aMeHa €.667G>A (p.Gly223Ser) B reteposnroTHom
cocTosHum (rs1360415315), onncaHa Kak naToreHHas.
MonyyeHne pesynbTaTOB MO3BOJMAO CKOPPEKTMPO-
BaTb BeAeHWe MauWeHTOB BpayaM 3HAOKPMHONOraM,
BO3MOXHOCTb MPOrHO3MPOBaHUSA KNMHUUYECKOTO Teye-
Hus 3aboneBaHus.

3akJiroyeHue

Mpy AMarHOCTUKE HapyLleHWA yrneBoaHOro obme-
Ha Yy HECKOJIbKUX YJIEHOB CEMbM HEOBXOAMMO npoBe-
LleHVe MONEeKynspHO-reHeTUYecKoro nccnefoBaHus.
BoisBneHue apyrux ¢éopm caxapHoro anabeTta no3so-
NsieT 6osee TOUHO ONPeAEeNUTLCSA C TaKTUKOW BeAeHMUs
nauueHTa.
KoHmakmHoe nuyo: MakuHa Osnbea BukmopoBHa, 00-
yeHm Kaghedpbi neduampuu N° 1 @r60Y BO «Spocnas-
CKull 20cy0apcmBeHHbIU MEOQUUYUHCKUU yHUBEpcumem»
MuH30paBa Poccuu, Sipocaasnb, Poccus.
TenegpoH: +7 (910) 970-10-45
e-mail: olya_makina@mail.ru

https://doi.org/10.14341/MGSPPE-2023-60

PacripoCcTpaHeHHOCTh BapHaHTa
p.E197K B reHe SRD5A2
(RS534671822) cpepu bypAaT

H.A.Makpeukas', ¥.C. HaH3aHoBa?, 1.P. XamaraHoBa?,
E.P.EpeMuHa3, A.10. dunatosa’, M.10. CKobnoB',
A.H.Tionbnakos'

'OrBHY «MeAnKo-reHeTUYeCKUii HayUHbI LLEHTP UMEHU
akagemuka H.MN. boukoBa», . MockBa

2TAY3 «[leTckas pecnybimMKaHCcKas KanHMYeckas 6onbHuLa»
MuHUCTepcTBa 34ApaBooxpaHeHus Pecnybnuku bypstus,
r. YnaH-yas

3TAY3 «Pecny6ivMKaHCKWIA nepuHaTanbHbllA LEHTP MMHUCTEpPCTBA
34paBooxpaHeHus Pecnybanku Bypatusa», r. YnaH-Yas

BeepeHue

Oedbnunt 5a-peayktasbl II Tvna (SRD5A2) —
peaKas  HacneacTBeHHas  ayTOCOMHO-peLecCcuB-
Has ¢opMa HapylweHus dopmmpoBaHus nona (HOM)
46, XY, obycnoBneHHas AaedekToM nepudepuue-
CKOM KOHBEpPCUW TeCcToCcTepoHa B AUIMAPOTECTO-
CTEPOH, KOTOpbIii obnapaeT 60AbWIMM CPOACTBOM
K aHApOreHoBOMy peuenTopy W urpaetr OCHOB-
HYIO poab B GOPMUPOBAHMN Hapy*KHbIX NOJIOBbIX Op-
raHoB y njoAa MyMKcKoro nosa. Mpu obcnenoBaHum
nauneHToB ¢ HOM 46, XY B Pecnybaunke BypsaTtus Ba-
puaHT rs534671822 (p.E197K) paHee 6bin BbisiBJIEH
B 4 ciyyasx. Bce naumeHTbl — 3THU4YECKUe OypsThI.
Y 3 nauneHTOB HYKJEOTUAHbIA BapuaHT BbISBAEH
B FOMO3UTOTHOM COCTOSIHUMK, ¥ 1 — B KOMMayHA-re-
TEPO3NrOTHOM B COYETaHUM C OMUCaHHbIM paHee
naToreHHbIM BapuaHToM p.L55P. HykneoTuaHbli Ba-
puaHT rs534671822 MoeT 6biTb KnaccupmuMpoBaH
KaK BEPOATHO NaToreHHbIn. Mo AaHHbIM 6a3bl AaHHbIX
gnomAD, obLas yacToTa ANS AaHHOro BapmMaHTa Co-
cTtaenseT 0.00001206 (3:248802), Bce 3 cayyas Bbl-
sIBJIEHbl B FeTEePO3NrOTHOM COCTOSIHUM Y NpeacTaBu-
Tesiell I0¥KHO-a31aTCKON rpynnbi.
MaTtepuanbl U MeToAbl

leHoTMnnpoBaHue HYKNE0TMAHOIro BapuaH-
Ta rs534671822 npowussegeHo metoaoM [LUP B pe-
anbHoM BpeMmeHu (Real-time PCR) Ha amnandu-
Katope QuantStudio™ 3 Real-Time PCR System
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MOHe}(yHHPHO-PeHeTI/I‘{ECKI/Ie HCCIeOBaHUA BIIPAKTHUKe NEeTCKOI'0 SHAOKPHUHOJIOra

C WCMNo/Jb30BaHWEM chneumanbHo paspaboTaHHbIX
TagMan-30HA0B. B nccnepoBaHue BrkaoveHo 300 o6-
pasuoB, HabpaHHbIX Ha 6ase PecnybanKaHCKoOro ne-
puHaTtanbHoro ueHtpa M3 Pb. WctuHHas dactoTta
BCTpe4yaeMocTun 3aboneBaHnsa paccymTaHa C NOMOLLbIO
3aKoHa NonNynsaUMOHHON reHeTUKN — 3aKoH Xapau —
BaliHbepra.
PesynbraTbl

lNpoBeneH nouck BapuaHTa rs534671822 cpeau
3/10POBOIr0 KOPEHHOIO HacesieHus Pecnybankn BypsaTtun
C Lenbl pacuyeTa 4acToTbl reTepo3MroTHOro HOCU-
TenbCTBa M YacToTbl 3aboneBaHns. BapmaHTt c.589G>A
p.E197K B reHe SRD5A2 BbisBNeH B 6 cly4yasx cpe-
an 300 o06pasuoB B reTtepo3MroTHOM COCTOSIHUW.
AnnenbHasi yacTtoTa coctasuna 0,01 (n=6/600, 95 %
Al=0,0028-0,018). YacToTa reTtepo3MroTHOro Ho-
cutenbcTBa BapuaHTa rs534671822 coctasuna 0,02
(n=6/300, 95% [AMN=0,0056-0,036) mam 1:51 ye-
nosek (95% AWN=1:28-1:179). Takmm obpasom, pac-
yeTHas 4yacrtota romo3urot coctasnseT 1:10000 ve-
nosek, manm 10 yenoBek Ha 100000 HaceneHus
(95% [ON=1:3086-1:127551, nnn 8-324 uenoBeka
Ha 1000000 HaceneHus).
3aknroyeHue

[laHHble, NoNyyYeHHble B X04€ HacToslelh paboTsl,
MOryT 6bITb MCNOJIb30BaHbI MPY COCTaBAEHUN ANArHO-
CTMYECKOro aaroputMa npu obcrenoBaHMy NauuneH-
ToB Cc HOM 46, XY B Pecnybnuke bBypaTtus, no3Bonst
NPOBOANTL MEAUKO-FEHETUUECKOE KOHCYIbTUPOBaHue
CEMEN B pernoHe, NOBbLICAT HACTOPOKEHHOCTb Bpayen
B OTHOWeEHUM aeduumta 5a-peayKkrassl II Tmna, ynyu-
AT paHHIOD AMarHOCTUKY COCTOSHUSA.

KnioyeBble cnoBa: HapyweHue GOPMUPOBaHNS
nona 46, XY, SRD5A2, 5a-peayktasa II Tuna, 6ypsaTbl

durHaHCcuMpoBaHMe: JaHHas paboTa noanepka-
Ha coBeTOM no rpaHTam [pe3ugeHTa Poccuiickon
depepaumun, Homep rpaHTa MK-5272.2022.3.
KoHmakmHoe suyo: Makpeykas HuHa AneKkceeBHa,
Bedywull HayyHbIl compyOHUK Hay4yHO-KOHCY/bma-
muBHo20 omodena ¢pedepanbHo20 20Cy0apcmBeH-
HO20 6100MEemHo20 HayyHo20 yupewcdeHus «Medu-
KO-2eHemuyecKull Hay4yHbIl yeHmp UMeHU akadeMuKa
H. . BoukoBa» (PrBHY «MIHL»), MockBa, Poccus.
TeneghoH: +7 (963) 962-94-58
e-mail: makretskayan@gmail.com

https://doi.org/10.14341/MGSPPE-2023-61

INanunnapHaa
MHKPOKapLMHOMA UIHTOBHIHOM
JKeJie3sl y pebeHKa c MyTalHAMH

BreHe DICER1

Ore0y BO «balknpcKkuin rocyaapCTBEHHbIN MEANLUHCKNN
yHuBepcuTeT» MUHUCTEepCTBa 3paBooxpaHeHns Poccuinckon
depepaunn, r. Yoa

BeepeHue

OvarHocTvka paKa LWUTOBUAHOW enesbl npej-
cTaBnsieT coboi OAUH M3 CNOMKHbBIX pa3fesioB B Npak-
TUKe AeTCKOro sHAO0KpUHoONOra.

MaTepuanbl u MeTOAbI

MpeacTaBieHbl pesynbTathl 3-7eTHero Habnwoae-
HUS 3@ pebeHKOM C MHOr0Yy3/JI0BbIM HETOKCUYECKUM
3060M.

PesynbTaThbl

Moa HawwM HabnoAeHWEM HAXOAUTCS [AEBOYKa,
y KoTopoli B Bo3pacTe 10 neT 6bi1 BbiABAEH Y3/10BOW
306. Mpu Y3 wmtoBMaHON Kenesbl 06bemM 23,75 cm?3,
B 06eMx f0N5IX ONpeAensinch N303XoreHHble obpaso-
BaHWs OT 2 MM 110 24x16 MM, rMNo3xoreHHble 0bpaso-
BaHMA OT 3x2 A0 7x6 MM. YpOBEeHb TUPEOUAHbIX rop-
MOHOB, KaNnbLUMTOHMHA B Npejesiax HopMbl. Yepes rog
no AaHHbIM Y3W o6beM yeenunuumncs ao 34,2 cm3,
ONpefensisiocb MHOMECTBO Y3/I0BbiIXx 0b6pasoBaHuii
AnameTpoM A0 19 MM. TOHKOUIroibHasa NYHKLUMS Y310B:
y310BOW KONJOWUAHbIA 306 ¢ ageHomaTo3oMm (II Knacc
no Bethesda). B pamkax nporpamMmbl «Anbpa IHAO»
npu  MOJIEKYNSIPHO-FEHETMUYECKOM  06CcnefoBaHUK
B reHe DICER1 (NM_177438) BbisiBfieHO 2 reTepo-
3UroTHLIX BapuaHTta c.290T>G: p.V97G u c.518T>G:
p.V173G, a Takxe B reHe CDC73 (NM_024529) rete-
pPO3UroTHbLIM BapuaHT €.641T>G: p.V214G ¢ Heonpe-
LEeNIeHHOW KJIMHUYECKOW 3HauyMMOCTblo. HasHaueHbl
npenapartbl Kanus iogmaa. Yepes rog o6bem WNTO-
BUAHON Kenesbl yBeauumncs ao 1251 cm3, Busya-
JIM3MpPOBanNCh aH3XoreHHoe obpa3oBaHuMe C M303X0-
FeHHbIM KOMMOHEHTOM 32x23x23 MM, M303XOreHHoe
obpasoBaHue 39x24x30 MM, A0NE MHOMECTBEHHblE
N303X0reHHble 06pasoBaHusa oT 17x17 go 22x16 MM.
YuntbiBas nporpeccupyoliee yBeandyeHue pasme-
pOB Y3/10B W NpU3HaKM KoMrpeccuu Tpaxen B Grey
«HMWLU, sHaoKkpuHonorun» M3 PO nposeaeHa ToTanb-
Has TUPEOUAIKTOMUSA. TMCTONOrMYECKOE 3aKloUeHNe:
nanuansipHas MUKpoKapuuHoMa (amameTpom 0,2 cM,
6e3 NpM3HaKoB MHBA3MBHOIrO POCTa B Kancyny), ABYy-
CTOPOHHUIA MHOrOY3/10BON MaKpO-MUKPODONNNKY-
NSIPHBIA KONNOWAHbLIA 306 B COYETaHUM C XpPOHMYe-
CKUM IM@OLMTAPHBIM TUPEOUAUTOM.

Y nBotopoaHoit 6abywKku y3noeoin 306, npoeese-
Ha TMpeouna3KkToMuma (pe3ynbTaToB rMCTONOMMYECKOro
nccnepoBaHus Het). Y MaMbl U 6abyLLKM MO MaMUHOA
JINHUN KUCTa SIMYHMKA, Y TETU NO MaMUHOW NUHUUN —
KMCTa AMUHMKa 1 306.
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3aknroyeHue

BepoAaTHO, PUCK paKa LWMTOBUAHON Kenesbl y na-
umeHToB Cc Mytauuamm B reHe DICER1 HepooueHeH.
Y peten c ysnosbiM 3060M npu cbope aHaMHesa
Heobxoanmo obpaliatbe BHMMaHWe Ha Hainuune y poa-
CTBEHHWKOB HE TOJIbKO y310BOro 306a, HO U Apyrux
NPosiBNIEHUI, aCCOLMNPOBAHHbLIX C MyTaLUUAMN B reHe
DICER1 (Hanpwumep, nieBponyfibMOHasNbHas 6nacto-
Ma, sMbpuoHanbHas pabaoMMocapkoMa MOYEBOrO
ny3blps 1 LWENKWU MATKK, CTPOManbHbIE OMYXONU ANY-
HWKOB M INYEK, KUCTO3Has Hedpoma). Heobxoanm pe-
rmcTp nauneHTos c MyTaumsamm B reHe DICERT c uenbto
OLLeHKM PUCKa pas3BUTUSA paKka LLMUTOBUAHON Kenesbl.
KoHmakmHoe nuuyo: Manuesckuli Onez ApmypoBud,
npocpeccop Kaghedpbl eocnumasabHol neduampuu
®rb0Y BO 6rMY Mu+H3dpaBa Poccuu, Yga, Poccus.
TenegoH: +7 (917) 344-59-10
e-mail: malievsky@list.ru
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0C06eHHOCTH HapyIlLIeHH
yrieBogHOro ooMeHa y meTeit
C MYKOBHCLIMI030M. OnMHCaHHe
KJIMHHUYECKOrO CIyJas

T.A. MaTBeeBa', J1.B. lInTkoscKas', A.B. OpsioB?,
J.A. eneHuHa'

'®re0Y BO «CaHkT-MeTepbyprckuii rocynapcTBEHHbIN
neamaTpuyeckuii MEAULMHCKUIA yHUBEpPCUTET» MuHncTepcTea
34 paBooxpaHeHns Poccuiickoli deaepauum, r. CaHkT-MeTepbypr

2 CN6 rbY3 «/[leTckas ropoackas 6onbHULa CesTon Onbrm,
r. CaHKkT-lMeTepbypr

BeeaeHune

MyKOBMCLMA03 — MOHOTeHHOe 3abosieBaHue C ay-
TOCOMHO-peLeCcCnBHbLIM TUMOM HacnefoBaHWUA, CBA-
3aHHoe ¢ MyTaumen reHa CFTR. lNpu MyKkoBucUMao3e
NPOMCXOAMT HapyLUeHUE 3K30KPUHHOW U 3SHAOKPUH-
HOM QYHKLNM NOAXKENYAOUYHONM Xenesbl. KnnHnyeckas
KapTuHa caxapHoro pauvabeta, accoOUMMPOBAHHOIO
C MYKOBWUCLIMAO030M XapaKTepusyetcs NoAMMOpdHO-
CTbi0O MPOSIBAEHUN, UTO 3aTpyaHseT Bepubukauunio
AnarHosa, CBOEBPEMEHHOEe HayaJio 3aMeCTUTelb-
HOM Tepanuun 1 NOBbILLAET PUCK Pa3BUTUA OCJIOKHE-
HWUN, YrPOMKaOLWMX }KNU3HN NaLNEHTa.
MaTtepuansl n MeToAbI

KOHowa 18 neT ¢ AnarHOCTUPOBaHHbLIM paHee ca-
XapHbiM AnabeToM, acCouMMPOBaAHHBIM C MYKOBMC-
LMA030M, NMPOBEAEHO KOMMJIEKCHOe ob6cnepoBaHue,
BKJIOUAIOLLLEE MOJIEKYNIAPHO-TEHETUYECKUIA aHanus.
Mepuoa HabnoaeHns 3a NaUMeHTOM 8 feT.
PesynbTaTbl (ONUCaHMe KIMHUYECKOro cy4as)

Manbunmk 0T 1-in 6epeMeHHOCTW, NpOTeKaBLUEN
C Yrposon npepbiBaHMs Ha cpoke 16 un 28 Hepesb.

Poaunca B CpoK c Maccon 2950 r, AnuHOM
50 cm. B BoO3pacte 2-x neT AuMarHocTupoBsa-
Ha cMewaHHas ¢opMa MyKOBUCLMAO3@ [EHOTUN

«CFTRdele2,3/CFTRdupe7-10». B 10 net Bnepsble

3aperncTpupoBaHbl BbICOKME MMOKasaTenu rankemMmm
(no 11,4 MMonb/n), ypOBEHb T[NMKO3UAMPOBAHHO-
ro remornobuHa 6bi1 B HopMe (4,8%). Mo pesynb-
TaTaM 0panbHOro rfIlOKO30TONEPAHTHONO TecTa Ha-
pyLleHWA yrneBogHoro obmeHa BbISIBJIEHO He 6blio.
B xope pacyeta WHAEKCOB MHCYNMHOPE3UCTEHTHO-
CTW, MHAEeKC Homa cooTBeTCTBOBanA HOpPME, WUHAEKC
Caro 6bln1 CHUXKEH, YTO CBMAETENbCTBOBaNAo o0 dop-
MUPOBAHUUN WMHCYNIVMHOPE3NCTEHTHOCTU. YPOBHU WH-
cynvHa u C-nentmuaa 6biam B Hopme. TuTpbl ayTo-
aHTUTEN K KNeTKaM noaxKenyaouHoi xenesbl (ICA),
(GAD) (IAA) He npeBbilWany pepepeHCHbIX 3HAYEHUN.
B TeueHme nocnepywowero nepvopa HabawoaeHus
(c 10 ao 14 neT) 0TMEYANOCh NOCTENEHHOE YXYALIEHNE
nokasaresieli yrneBogHoro obmeHa (ypoBeHb M1t0KO3bl
f0 12,0 MMONb/N) U TeYeHMs MyKoBMcUMAO3a. B BO3-
pacTe 14 neT AMarHOCTUPOBAH caxapHblvi amabeTt (-
Kemusi 1o 17,1 MMonb/n, TNIOKO3YpPUS), Hauata UHCYIN-
HoTepanusi. MoTpebHoCTb B UHCynnHe 1,5 en/Kr/cyT.
KOHTpO/Ib rIMKEMUN NPOBOAUTCHA C UCMNONb30BAHNEM
CPeACTB CYTOYHOr0O MOHUTOPUPOBAHUA, CYTOYHas
BapunabenbHOCTb FnKeMun pgocturaeTt 16,0 MmMonb/n,
FMWKO3UANPOBaHHbIN reMornobuH 9,0 %. OTMevaeTcs
yXyALlleHne TeuyeHus MyKOBUCLMAO3a, NpUcCoeinHe-
HUE XPOHWYECKON MHOEKLMWM B TeYeHUe MoCaefHUX
2-x nieT ¢ MoMeHTa AebloTa caxapHoro anabeTa.
3akJiroyeHue

PasBuTue caxapHoro gnaberta y nauueHToB C My-
KOBUCLMA030M MPUBOAUT K TAMENOMY TEUEHUIO OC-
HOBHOI0 3ab0neBaHUs, XpOHM3aLMM UHHEKLMOHHOIO
npolecca u yxyaLleHnio NPOrH030B A8 }U3HU naun-
eHTa.

KntoyeBble cnoBa: MyKOBUCLIMA03, CaxapHbI Ana-
6eT, acCoLMMPOBaHHbIA C MYKOBMCLMAO30M, HapyLue-
HUSA yrneBogHoro obmeHa, reH CFTR
KonmakmHoe suyo: Mamseesa TambesiHa AHamo-
JIbéBHa, acnupaHm Kaghedpbl 0Oemckux 6o0se3Hel
um. npogeccopa Y. M. BopoHuyosa @Il u AM0. ¢re0y
BO «CaHKm-lemepbypacKuli 2ocyd0apCmBeHHbIl nedu-
ampuuyeckull meduyuHcKul yHuBepcumem» MuH30pa-
Ba Poccuu, CaHkm-llemepbype, Poccus.

TenegpoH: +7 (905) 251-20-59
e-mail: Matveeva-Shavkan@yandex.ru
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JAHarHoCTHYeCKHH ITOHCK

B BepHPHKaAIIHH AHarHosa

HEOHAaTaJIPHOI'0 CAaXapHOro
nuabera

E.l. Mnxainoea'?, 0.B. CKBopuoBa'?, U.I'. LUeBKyNeHKO',
E.B.Kana6buHa', A.B. Kynsauwosa'

'TBY3 «CamapcKkas obnacTHas AeTcKas KAMHW4eckas 6bosnbHuua
nMmeHu H.H. iBaHoBOMY», I. Camapa

20re0Y BO «CamapCkuii rocyAapCTBEHHbIA MEANLMHCKINIA

yHuBepcuTeT» MMHUCTEepCTBa 34paBooxpaHeHns Poccuiickon

®epepauuu, r. Camapa
BesepeHune

C 2013 roaa Ha Tepputopun PO pelictByeT npo-
rpamMma «Anbda-3HA0», BKAOUYaloLas BO3MOXHOCTb
NpoBeAEeHNs FTEHETUUYECKUX UCCef0BaHUIA AN Bepu-
duKaumm amarHosa u onpeaeneHns TakTUKN BeAeHNs
naumeHTa.

MaTepuanbl u MmeToabl

MauneHTKa A. 15.08.2013 ropa poxKaeHUs NoCTy-
nuna B oTaeneHue sHpgokpuHonorum Y3 «COAKB
uMm. H.H. iBaHoBOI» B Bo3pacTe 2 MecsAueB 6 aHen
Cc anarHosom: CaxapHbiii anabet (CA), 1-n Tun, TA-
enbii, BNepBble BbIABAEHHbIA. MeTabonmueckas
AekomneHcauus. Ketos. BHyTpuyTpobHas untomera-
NoBuUpycHas MHOeKuns, reHepannsoBaHHas ¢opma.
Mpu NnepBUYHON rocnuTanmMsaLnm BbisiBaAeHbl HEBbICO-
Kue 3HauveHus C-nentmnaa 1,18 Hr/MA, aHTUTENa K M0~
TamaTtaekapbokcunase (GAD) — 0,42 ea/mn oTpuua-
TeNbHblE, FUKMPOBAHHbLIN reMornobuH 6,6 %. MLUP
K LMTOMEeranoBupycy nonoxutenoHas. Monyvyana 6a-
31C-60/IIOCHYI0 WHCYNMHOTEpPanuio, NpOTUBOBUPYC-
HYI0 Tepanuio.

Yepe3 MecsAl BHOBb OCMOTpPEHa 3HAOKPUHONO-
roM. [MIMKMPOBaHHLIA reMornobuH 7,7%, C-nentup
0,971 Hr/mn (1,1-4,4), antutena K GAD 0,46 en/mn.
YunTbiBas Bo3pacT pebeHKa, Hananume reHepannso-
BaHHOM LMTOMEranoBMPYCHOW MHQEKLUN BCTan BO-
npoc 0 NpupoAe caxapHoro araberta.

B paMKax nporpaMmbl « Anbha-3HA0» KpoBb PebeH-
Ka oTnpasjieHa Ha napaniesbHOe CEeKBEHWpOBaHUe,
naHeib MOHOreHHble ¢opMbl AnabeTa, TMMNEpPUHCY-
vHM3M. Tlo pesynbTaTaMm BbiiBJIEHa reTepo3nroT-
Hasa MyTauuap.E178A B reHePDX1 (MIM#600733,
pedpepeHcHass nocnepoBaTensHocTb NM_000209).
MyTauus paHee 6blna He onucaHa, OLHaKo roMo3u-
roTHasg MyTauua B TOM e KOAOHe accoummpoBaHa
C HeoHaTanbHbiM CJl. KpoBb pebeHKka B3ATa B nps-
Moe ceKkBeHupoBaHue. B 2018 ropy nonyyeHbl pe-
3ynbTaTbl MPAMOro CEKBEHMPOBAHUA reHa UHCY/InHa.
BblM MpoceKkBeHMpoOBaHbl 06nactn B raybuHe WH-
TPOHA reHa WHCyNMHa (3K30HbI 1-3, MHTPOHHbIE 06-
nactun). PedepeHcHaa nocneaoBaTenbHocTs NCBI:
NM_000207.2. B wuHTpoHe 2 BbIABAEH reTepo3u-
roTHbIA  BapuaHT c.188-31G>A (rs797045623).
Ony6aMKoBaHbl SKCNepuMeHTajbHble LlaHHble,

CBUAETENbCTBYIOWME O BO3MOMHOM BAWSHWUM AaH-
HOM 3aMeHbl Ha NMpouecc CnAancuHra, NpuUBOASLLEN
K HapylweHunio QyHKUUKM reHa nHcynmHa (Garin et al.
Permanent neonatal diabetes caused by creation of
an ectopic splice site witin the INS gene.PLoS One.
2012; 7e29205).
BbiBoAbI
Takum 06pasoM, reHeTUYeCKoe MccnefoBaHue no-
3B0/IMJI0 BepudMUMpPOBaThb Y NaUMEHTKN ANarHo3 Heo-
HaTanbHoro CJl c NepCUMCTUPYIOLLUM TEYEHUNEM.
KntoueBble c/ioBa: HeOHaTaslbHbIA CaxapHbI gna-
6eT, reHeTMYEeCKNE NCCNefoBaHuns
KonmakmHoe nuyo: MuxatinoBa EBzeHus [eHHadbeB-
Ha, 3aBedytoujass omoeneHueM 3HOOKpuHosoauu F6Y3
«CO/AKb um. H.H. iBaHoBO(», doyeHm Kaghedpbl nedu-
ampuu UINO @re0y Bro CamrMy MuH3zdpasa Poccuu,
Camapa, Poccus
TenegpoH: +7 (903) 302-61-28
e-mail: e.mikhailovai13@yandex.ru
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PegKHH KJIMHHYECKHH
cJIy4YaH M30JIMPOBAaHHOH
MHKPOY3€eJIKOBOH I'HIIepIIJIa3sHH
HaJIIOYeYHHKa B paMKax
cHHAapoMma KapHu

'®re0Y BO «YpanbCcKuii rocyaapCTBEHHbI MeANLMHCKUIA
yHUBepcuTeT» MnMHUCTepCcTBa 34paBooxpaHeHus Poccuinckoin
depepaumu, r. EkatepuHbypr

2FAY3 CO «06nacTHas AeTckaa KNMHUYecKasa 60bHULLA»,
r. EkaTepunbypr

BeepeHue

ExkerogHasi 3aboneBaeMoCTb 3HAOMEHHBIM Trunep-
KopTuumsmom (3r) coctasnsieT 0,7-2,4 Ha MUNAUOH
HaceneHus, n Toabko 10 % 13 HUX NPUXOAUTCSH Ha ae-
Terr. B 10-20% cnyuyaes — 3 pa3suBaeTcs uU3-3a
nepBMYHON NATOJIOrMMU HAANOYEYHNKOB 1 B NeanaTpu-
YecKour nonynsumMm BCTpeyaeTcs B BO3PACTHOMW rpyn-
ne po 7 net. Cpeaun NpuYnH: afleHoma, afpeHOKOpTU-
KaNbHas KapuMHOMa Uan ABYCTOPOHHASA rnunepniasuns
HaAMoOYeYHMKOB (NepBMYHAs MUIrMEHTHas HOAYANsp-
Has HaanoyeuyHuKkoBas aucnnasua (MMNHHA), Makpo-
HOAYyNsipHaa runepniasua HaAnNoOYeYHUKOB U CUH-
ApOM Mak-KbioHa — Onb6paiita). B peakmx cayvasx
MMHHA MOXeT ABAATLCA OAHUM U3 IHAOKPUHHbBIX NPO-
siBNeHnn KapHu-KoMnnekca (cuHapoma KapHu). Beero
B MUpe 3apernctpuposaHo okono 800 cnyvaeB faH-
HOro CMHApPOMa.
MaTtepuanbl nu MmeTOAbI

[leBouKa, 6 net, nocTynuna c *anobaMu Ha pesKyio
npubaBKy Macchl Tena, CyA0POru C NOTEPER CO3HaHMA
W npejLlecTBOBaBLUEN PBOTON, aNu304bl nogbema A/l.
Mpu ocMoTpe: nyHoobpasHoe NMLO, «KMaTPOHU3M,
nepepacnpefefieHne NoAKOXHO-¥KMPOBOW KNeTUaTKu

64 28-29 mapta 2023 .



Nno BepxXHeMy TUMy, rMNepTpMxo3 Ha CMuHe, KOoHeu-
HOCTSIX, FMNepnurMeHTauns ecTeCTBEHHbIX CKNaAoK,
nynka, otcytcTeume ctpuin. SDS UMT+1,57; SDS pocTa
+0,87. labopaTtopHo: KopTn3o (3:00-709,3 HMONL/A;
8:00 — 692,7 HMoONb/N); Manas AeKCaMeTa30HOBas
npoba: Koptnson — 353 HMONb/N; 6a3anbHbIn AKTI —
0,861 nmonb/n (PW 1,6-13,9). CKT 6ptowHOK NONOCTH:
B MeAMasibHOW HOMKe IeBOro HaAMo4YeyHUKa y3esnoK
[0 3,7 MM, KOHTYp naTepafibHON HOMKU HEpPOBHbIN.
YunTbiBas oTCcyTCTBME onyxoam bonee 1 cM, npoBeaeH
ABYXCTyneHuyaTblh TecT Jinaana (0,9 Mr): KopTtuson
831,6-895,4 HMonb/n. BbiABNEHO NapafoKCaibHOe
NoBbILLIEHWE KOPTWU30/a, XapaKTepHoe AN aBTOHOM-
HoW ceKkpeumnn npu MMHHA.
PesynbraTbl

MpoBeneHa nanapocKonUYecKas agpeHansKkToMum
cnesa. lMcTonornyeckoe nccnefoBaHne: MUKPoOHOAY-
NApHas runepnnasna Kopbl HaANOYeUYHNKa. B TeueHue
6 MecsLeB Nocne onepaunn — NONOKUTENbHAsA ANHa-
MWKa, perpecc KANHUYECKUX NPOSBJIEHNA CUHAPOMA
KywwuHra. Mpu MonekynsipHO-reHeTUYECKOM uccne-
noBaHuu: B reHe PRKAR1A (NM_002734.3) B 10-M 3k-
30He obHapy:KeHa aefeums YeTbipEX HYKIeoTMAOB
€.917_920delGGTC (p.Arg306GInfsTer24) B reTtepo-
3UrOTHOM COCTOSIHUN.
3aknroyeHue

MpeactaBneHbl noaxoabl K anddepeHumanbHoOM
AVarHoCTUKe 1 TepaneBTUUYECKOW TaKTWKe Npu pea-
Koii ¢opme AKTI-He3aBMCMMOro rMnNepKopTULM3Ma
y OeTel, a TaKkXKe 3HaYMMOCTb MONEKYNAPHO-reHeTn-
UYeCKOro uccnenoBaHusa B MJiaHe AajnbHenwero guc-
naHcepHoro HabnwoaeHWs Ha NpeaMeT BO3MOMKHOIMO
NnosiBNeHMSA APYrMX CUMNTOMOB KapHu-KoMniekca.

KntoueBble cnosa: AKTI-He3aBUCUMbIA 3HAOMEH-
HbIA TMNEPKOPTULMU3M, MUKPOHOAYNAPHAsA Haano4eu-
HUKOBas runepnaasuns, KapHu-koMnnekc, oetTn
KoHTakTHoe nuuo: MypamoBa AHacmacusi AflekcaH-
0poBHa, opouHamop Kaghedpbl 20cnumasnbHoOU nedua-
mpuu @60Y BO YIrMY MuH30paBa Poccuu, EkamepuH-
bype, Poccus.
TenegoH: +7 (967)-638-97-27
e-mail: muratova.nastya@gmail.com
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CHHIAPOM rHINepaHAPOreHHH
KaK IepBoe IIpOosABJIEHHE
afipeHOKOPTHKAJIPHOH
KapILHMHOMBI C H30JIHPOBAaHHOH
TUIIePIIPOAYKIIHMEeH aHAPOreHOB,
aCCOLIMHUPOBAHHOM C CHHIPOMOM
JIu-dpaymenu

A.A. MypaTtoBa', J1.l. YepHbix?, A.B. UBaHOBa?,
A.B. Kusies'?, I.A. Llayp'?3, H0.A. CUTHuUKoBa"3

'Ore0Y BO «YpanbCKuin rocyfLapCTBEHHbIV MEAULMHCKUI
YHUBEpPCUTET» MUHUCTEPCTBA 34paBooxpaHeHns Poccuinckonm
depepaumu, r. EkatepuHbypr

2[AY3 CO «0O6nacTHas AeTcKkas KanHuyeckas 601bHULLA,
r. EkaTepunbypr

3STAY3 CO «/IHCTUTYT MEANLMHCKUX KNETOUYHbIX TEXHONOMMIAY,
r. EkatepuHbypr

BeeaeHue

ExkeronHas 3aboseBaeMoCTb aJpeHOKOPTUKANbHOM
KapunHomoii (AKK) B MMpe cpean AeTCKOro HaceneHus
cocTtaBnseT — 0,3 Ha 1 MaH B roa. AKK nmeet bumo-
[lanbHOe BO3pacTHOe pacnpejesieHne C NMKoM 3abo-
NleBaeMoCTU B paHHEM JeTCTBe U Ha YeTBEpPTOM-NsA-
TOM LECATUNETUUN MKU3HU, MeHLWMHbl 6onelT yvalle
(55-609%). BonbwumHcTBO cnyyaeB AKK saBnsoTcs
CnopaguyeckMMu, OAHAKO OMUCAHO HECKONbKO Ha-
CNeACTBEHHbIX CUHAPOMOB, OAHWM N3 KOMMOHEHTOB
KoTopbix sBnasetcas AKK (cuHapom Jln-®paymenu,
CUHApoM JinHuya, cuHapoM bekButa — BuaemaHa,
M3H1 1 ceMeliHbIl aaeHOMaTO3HbIN noamnos). AKK
BKJIlOUEH B nepeuveHb opdaHHbIX 3aboneBaHuin B PO.
Y petel ropMoHanbHas akTuBHOCTb AKK BbisiBisieTCS
yalle, 4eM y B3pocChabIX, U cocTasnseT 87-95% npo-
TMB 60% Yy nuy cTaple 18 net. B getckon nonyns-
LMW 60NbLIMHCTBO OMNYX0Jiel U30AMPOBAHHO CEKPETU-
pyeT KopTn3on (55%) nnn aHAporeHbl B KOMBUHaLUUK
c KopTusonom (30%). ipyrue BapmaHTbl FOPMOHab-
HOM @aKTUBHOCTW B J@aHHOW BO3PaCTHOMN Fpynmne MOXHO
CUMTaTb KasyuCTUUECKU PeLKUMU.
MaTtepuanbl u MeToAbI

[eBouka, 1 roa 2 mecsua, B Te4EHNE HECKOJIbKO Me-
CALEB NOSBMAMCH *Kanobbl Ha YrpeByto Cbifb Ha JiMLE,
0BOJioCEHMEe Ha 6onbwmx nonoBbix rybax, runep-
Tpoduio Kautopa. KAMHUYECKMe CUMNTOMbI CTpe-
MUTENIbHO nporpeccupoBanu. Cnycta 3-6 Mecsaues
nocne MOSABJIEHUSA YKa3aHHbIX XKanob obpatuance
K 3HAOKpMHOAOry. Mpyu ocMoTpe: Ha Koxe N06HoM 06-
nactu, Hoca, LWeK — MpPOsiIBNEHUA KOMHbIX BblCbiNa-
HUA NO TUNY KIOHOLLECKMX yrpen», akHe. SDS pocTa
+ 2,2. NMonoBoe pa3ssuTtue: TaHHep 2 (Ax 1 Pb 2 Ma
1 Me abs). YBennuyeHune knutopa Ao 3 cT. no Mpaaepy.
NabopatopHo: NI 0,07 MME/Mn, TecToCcTepoH
4,370 HMmonb/n (BMNPW: 2,151), 17-OH-nporectepoH
8,07 Hmonb/n (PW: 0,1-4,0 HMonb/n), Ar3A-cynbopaT
35,4 mgkmonb/n (BMPWU: 4,00), kopTtnzon 300,7 HMONb/N
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(PWN: 200-650 HMONb/N). YunTbiBas *anobbl, CUMNTO-
Mbl MOCTHaTaNbHOM BMpUAM3aLMK Hapsaay ¢ nabopa-
TOPHbIMW AaHHbIMK (BbICOKMIA ypOBEHb MeTabonMTOB
aHApPOreHoB), bbln BbICTaBNEH NpeABapUTENbHbIA KAun-
HMYECKMI aMarHo3: CUHAPOM runepaHaporeHuu, MNP
Nno reTepoCcekcyajibHoMy TuMy, rOHaAOTPOMUH-He3a-
BMCUMOE, aApEeHOKOPTUKANbHLIN pak (?). Manas feKkca-
MeTa30HOBas nNpoba: kopTuson 69,17 HMoNb/N, TECTO-
cTepoH 4,16 HMonb/n, AF3A-cynbdaTt 20,9 MKMONb/N,
17-OH-nporecTtepoH 5,9 HMonb/n (No pesynsTaTam
npobbl — nopasfieHne KopTulona 6e3 mogaBieHus
aHAPOreHoB). PeHTreHorpadus KUCTel: KOCTHbIA BO3-
pacT cooTBetcTByeT 2,5-3 rogaM. MPT Manoro Tasa
N 3abplOWMHHONO NpPOCTPaHCTBA C BHYTPUBEHHbLIM
KOHTpacTMpoBaHMeM: conugHoe obpasoBaHue, uC-
XoAslee M3 NeBOro Haano4vyeyHWKa, HenpaBUIbHOM
oBasibHOM (GOpPMbl, C HEPOBHbLIM, YETKMM KOHTYPOM,
pasmepaMn 37x39x46 MM C HepaBHOMEPHbIM HaKo-
NJeHNEeM KOHTPACTHOrO BeLlecTBa.

PesynbraTbl

MpoBefeHa BepxHe-CpeAuMHHas  nanapoToMus,
agpeHanskToMmns cnesa. WMMyHoOrnmcrtoxmmmuyeckoe
nccnepoBaHne Martepuana: rmcrtoformyeckas Kap-
TMHa W WMMYHOQEHOTMM ONyXOAW HaAMNoYeYHUKa
COOTBETCTBYIOT aApPEHOKOPTUKANbLHON KapuuHOMe
HaanoyeyHuKa, low grade. lNpu MonekynsipHo-re-
HeTnyeckoM mccneposaHum (MIFN) n B onyxoneeBoMm
obpasue, 1 nerikounTax, BblAENEHHbIX U3 KPOBU, 06-
Hapy*eH NaTOreHHbI reHeTUYECKUA BapuaHT B reHe
TP53 ¢.374C>G (p.T125R), uTO YKa3biBaeT Ha repmMu-
HafbHbIA XapaKkTep AaHHOro N3MEHEHNS.
3aknroyeHue

MpeAacTaBnEHHbI KAWHUYECKUI Ccay4vyah [AeMOH-
CTpupyeT 3HaumMmocTb MM Kak BaXHOro snemeHTa
KOMMJIEKCHOIO MOAX0Aa K ANarHOCTUKe peaknx Gopm
ONyX0NM KOPpbl HaAMOYeYyHWKa B AETCKOM BO3pacTe.
PaauKkanbHaa agpeHanakToMusa Morna ctaTb 3aBep-
LWaloLWmMM 3TanomM B JIEYEHUN NauMeHTa, OAHAKO Bbl-
siIBJiIeHHasa MyTauus reHa TP53 aukTyeT Heobxoaum-
MOCTb JAajibHellWero AWHaMMYecKoro HabnwoaeHus
nauueHTa y OHKoNOra. YunTbiBas Hanmume CMHAPOMaA
JNIn-dpaymeHun, He06X0AMMO MOMHUTL O BbICOKOM pU-
CKe pasBuUTMA Heonnasui Apyrux nokanmsauuin, xa-
pakTepHbIX ANA LaHHOro 3aboneBaHus.

KnioueBble cnosa: CUHAPOM runepaHApoOreHun,
npeAeBpeMeHHOoe NojoBOe pasBuUTHE NO reTepocek-
CyanbHOMY Tuny, aApeHOKOpPTUKanbHas KapuuHOMa,
CYHAPOM JIn-®paymeHu, reH TP53; netu
Konmakmroe nuyo: Mypamoa AHacmacus AJleKcaH-
0poBHa, opouHamop Kaghedpbl 20cnumasbHol nedua-
mpuu @r6OY BO YIrMY Mu+3z0paBsa Poccuu, EkamepuH-
bype, Poccus.

TenegpoH: +7 (967)-638-97-27
e-mail: muratova.nastya@gmail.com

https://doi.org/10.14341/MGSPPE-2023-66

OTeK AMCKa 3pHUTEeJIBHOT'0 HepBa
KaK HeJ)XeJIaTeJIbHOE SBJIeHHEe
TepanHuH rOpMOHOM POCTa
y pebeHKa C COMaTOTPOIHOM
He0CTaTOYHOCTHIO.
KIHHHYeCKHH caayJdyan

PrbyY «HaumMoHanbHbIN MEANLUHCKUIA NCCNef0BaTENbCKUIN LLEHTP
3HAOKPUHONOrMMU» MUHUCTEPCTBA 34paBoOXpaHeHns Poccuiickon
depepaunn, r. Mockea

3amecTuTeNibHas Tepanus ropMoHoM pocta (IP)
ABNSeTCA GaKTOPOM pUCKa PasBUTUA BHYyTpuyepen-
Ho runepTteHsun (Bl). Bl xapakTepusyeTcs mno-
BbILUEHMEM [aBJEHUS CMUHHOMO3rOBOM KUAKOCTU
npu HOpManbHOM ee COCTaBe, 3aCTOMHbIM AUCKOM
3pUTENIbHOIrO HEepBa U 06bIYHO MPOSBASETCS TaKUMU
CMMNTOMaMW Kak rofoBHas 60Jb, yXyalleHne 3peHus,
TOLWHOTA, pBOTa.
KnnHmnuyeckum cnyyamn

B cBA3M C OoTCTaBaHMEM B pOCTe AEBOYKA Bnep-
Bble Oblna NPOKOHCY/NbTUPOBaHa 3HAOKPUHONOIOM
B HMUL3 B okTsibpe 2012 roga B Bo3pacte 11 Me-
CALEB XMU3HWU. Mpu ocMoTpe: pocT 67 cM (SDS: -2,3),
npecbnasgaHve MO3roBOro uyepena Haj JULEBBIM,
60/1bLLON POAHMUYOK OTKPLIT: 2 CM, OTCYTCTBME 3yHOB.
KpaitHe HW3KWIA ypoBeHb W®P-1 (27,6 Hr/mn). Bbin
3anopo3peH CTr-geduunt, pekoMeHA0BaHO CTauMo-
HapHoe obcnefoBaHWe, KOTOPOE POAMUTENN OTIOMMU-
N po 4-neTHero Bo3pacTa. B mapte 2016 r. (B BO3-
pacte 4 netr 4 MecsueB), Ha OCHOBaHWW [ABYX
CTr-cTMMynsiuMoHHbIX npob (mMakc. CTr 2,62 Hr/mn)
6bln AMarHoCTUPOBaH N30JMPOBaHHbIA CTI-aedpuumT,
WHULMMPOBaHa Tepanua COMaTpPONMHOM B pacyeT-
Holi no3e 0,033 Mr/kr/cyT. Yepes 2-3 Heaenu OT Ha-
Yyana Tepanuu Mama 3aMeTuna y pebeHka paclumpe-
HWE 3pauykoB, TPYAHOCTU npu OGUKcauuu B3rasga.
[leBouKa bblna 3KCTPEHHO roCcnMTann3MpoBaHa B CTa-
umoHap C AMarHo3oM: «/[JBYCTOPOHHWIA TOKCUYECKUIA
OTEK AMCKa 3pUTENIbHOrO HepBaw, rae b Bbinon-
HEeHbl OMTMYECKas KorepeHTHas Tomorpapusa (OKT),
pervcTpaums naTtTepH 3pUTENbHbIX BbI3BaHHbIX MO-
TeHumanos (MN3BM) 1 Ha rOMOreHHoe none, BbiABNEHO
yTosweHne Hepoanutenmsa (H3) B MakynsapHoOI 30He
C NoKasbHOWM 0TCNOMKON HI Ha obounx rnasax. P 6bin
OTMEHEeH, NpoBeZeHa NPOTUBOBOCMANMTENbHASA, Ae-
rmapatauMoHHass U HelpoTpoduyeckas Tepanus.
B 4 roga 10 mec (10.2016) un B 5 net 2 mMec (05.2017)
B yC/IOBUSIX OPTaNIbMONOrMYECKOro cTaumoHapa npo-
BeAEeHbl KYpPCbl JIEYEHUSA C 3NEKTPOCTUMYASILMEN TNnas
C NONOXUTENbHbIM pesynbTaToM: 3a 1 roA 3peHue
Ha npaBOM rnasy yaanocb BoccTaHOBUTL C 30%
0 90-100%, Ha neBoM — ¢ 5% p0 60%. B 2017 r.
BbISIBJIEHbI NMPU3HAKM UCTOHYEHUS HI B MaKynsapHOi
30HE U UCTOHYEHMUSA CNOost HeEPBHbIX BOJNOKOH (CHBC).
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Mpu o6cnepoBanum B HMULI B nioHe 2017 1. (5 net
7 Mec) oTMeueHa oTpuuaTesibHas pocToBas AMHaMU-
Ka: pocT 93,5 cM, SDS pocTta: -3,44. MPT ronoBsHo-
ro Mo3ra: xapakTepHas «Tpuaga» MopdOoa0ornyeckmx
0CcobeHHOCTel XnasmasibHO-CeNNSPHON obnacTu: rn-
nonnasusa aaeHormnodusa, BOPOHKM, 3KTONUSA HeW-
porunodusa. NpoBeaeHHOE MONEKYNSIPHO-TEHETUYE-
CKoe wuccnepoBaHue (naHenb «MMNONUTYUTapU3M»)
NaToNOrMYeCKM 3HAUNUMbIX NU3MEHEHNI HYKNEOTUAHOWN
nocnenoBaTeNbHOCTU He BbiABMNO. o4 KOHTpoOnem
KapTWUHbI FNa3HOro AHa 6bi10 BO30OGHOBNEHO NeyeHne
COMaTpPONMHOM B MUHUManbHOM no3e (0,008 Mr/Kr/cyT.)
C MOCTENEeHHLIM (B TeYEHUN 6 MecCsILEB) ee yBesinye-
HWEeM 10 3aMecTuTeNnbHon — 0,03 Mr/Kr/cyT.

Ha ¢oHe nocnepywouwmx 5 net HenpepbiBHOW Te-
panun TP HabnopaeTca BblpaKeHHas MONOMUTESNb-
Hasa auMHaMuka pocTta (+44,9 cMm, ASDS pocTta: 3,1)
6e3 HexenaTeNbHbIX SABJIEHWIA CO CTOPOHbI FNA3HO-
ro gHa. 3a 2017-2022 rr. 3peHne Ha NeBOM rnasy
BoccTaHoBuaocb A0 90% wu ocTaBanocb CTabuib-
HbIM Ha MNPOTAMEHUM BCEro nepuopa HabawoaeHwus,
OKT — KOHTpOJb BbISBUA CTabuamsauuio npouecca.
AnHamuka N3BI nokasana nx ypeanyeHue no naTeHT-
HOCTU U CHUMeHue no amnautyne OD<OS, uTo cooT-
BETCTBYET OpraHMyeCcKkMM M3MeHeHNsM Ha ypoBHe 3H.
3a nepuoa ¢ 2016 r. no 2017 r. oTMeuyeHa TeHAeHUMsA
K YAy4ylleHUI0O aMMIUTYAHO-BPEMEHHbIX XapaKTepu-
cTuK M3BI, ¢ 2018 r. cyLWw,ecTBEHHON AUHAMUKMK NOKa-
3aTenen HeT.
3aksiroyeHue

FfoOpMOH pocTa obnajaeTt aHTUANYPETUYECKUM Leit-
CTBMEM, Bbi3bIBasA 3aLEPKKY HATPUS U BOAbI B OPraHns-
Me, TeM caMbIM yBennumBas OLK, a Tak»Ke cnocobCcTBy-
€T CHUMEHMNIO pe30pbLmnm CNMMHHOMO3TrOBOM XKUAKOCTHU
nayTUHHbIMY BOPCUHKaMW. 3aCTONMHbIA ANCK 3pUTEb-
HOrO HepBa SBAAETCH OTAUYUTENbHLIM MNPU3HAKOM
BI, KOTOpbLIA NpW NO34HEN AMArHOCTUKE MOMET Mpu-
BECTM K HeobpaTuMoli noTepe 3peHns. TOKCUYECKUN
OTEeK 3pUTENIbHOIO HepBa SIBAISETCHA KpalHe peakum
HerenaTesibHbIM 3pdeKkToM Tepanuu P, TeM He Me-
Hee BO3MOMHOCTb €0 pa3BUTUS HEOBX0AMMO YUUNTbI-
BaTb NP MHULMALMUN NIEYEHUS COMATPONUHOM AeTei
C TOoTaNbHbIM AeduUNTOM P, 0CO6EHHO ManeHbKoro
Bo3pacTa (y HuX bbicTpee pa3BMBAETCS OTEYHbIN CUH-
ApOM, a B MoXKeT npoTeKkaTb 6ecCMMNTOMHO). Mepbl
NpPodUNaKkTUKM AaHHOro nobouHoro adpdekTa:

* 06s13aTENIbHLIN OCMOTP [1Aa3HOrO AHa nepej Ha-
yasioM Tepanuu P;

* HayaJjio TepanMm COMaTPONMHOM MasbiMK A03aMU,
0CO6EeHHO y NnL, MNajllero BospacTta U Haauuum To-
TafNbHOro aepuumnTa IP;

* perynsipHbli MOHUTOPWHI COCTOSIHWUS [NA3HOro
LHa Ha GoHe Tepanuyn COMaTPOMNMUHOM.

KoHmakmHoe nuuyo: bpuyeBa 3ina balizemoBHa, Kau-
Hu4ecKul opOuHamop uHcmumyma 0emckol 3HOOKpu-
Honoeuu @by «HMUWL 3HOOKpuHonoeuu» MuH30pa-
Ba Poccuu, Mocksa, Poccus.

TenegoH: +7 (928) 466-25-55

e-mail: e.brideva@yandex.ru

https://doi.org/10.14341/MGSPPE-2023-67

3-M CHHAPOM — O HA M3 NPHYHH
HH3KOPOCJIOCTH

'®re0Y BO «/BaHoBCKas rocynapcTBeHHasa MeanLMHCKas
akanemuma» MMHUCTepCTBa 34paBo0XpaHeHnsa Poccuiickom
depepauuu, r. iBaHoBO

20bY3 «lopoackas KnuHudyeckas 6onbHuua N24x», . iBaHOBO

BeepeHue

3-M cuMHAPOM — 3TO HapylLeHue poCTa, XapaKTe-
pusyloLieecs HU3KOW Maccon Tena M HU3KUM POCTOM
npu pOXAEHUW, TAMENOW MOCTHaTaNbHOW 3ajep-
KOW pocTa, ancmopouern nuua, aHoManussMm cKenerta
N HOPMaNbHbIM UHTENIIEKTOM.
MaTtepuanbl U MeToAbI

MpoBeneH aHann3 gaHHbIX MEAULIMHCKON AOKYMEH-
TauMu AByx 6paTbeB C BEPUOMLUMPOBAHHBIM CUHAPO-
MOM 3-M.
PesynbTaTbl

N3 aHaMHe3a M3BECTHO, YTO POCT poauTenen —
172 cm y matepu n 185 cM y otua. MNMpu poxaeHuu
B 36 Hedenb cTapwuii pebeHoK mMen pocT 37 CM
(SDS -4,95), Bec 1700 (SDS -2,73). bbina 3anono-
3peHa XOHAPOAMCNAA3MA, KOTOpPas UCKIKUEHa B BO3-
pacTte nonyroga. B 2,5 roga poct 76 cM (SDS -3,68),
N®P-1<25 Hr/mn. Beina npoBeaeHa npoba Ha pere-
Hepauuto, ypoBeHb VI®P-1 Ha 4-i peHb cocTasAasan
29 Hr/mn. PekoMeHAOBaHa Tepanus COMATPOMUHOM,
KOoTOopylo pebeHOK nmonydan B pose 0,033 Mr/Kr/cyT
HenocTosHHO. NDOP-1 Ha doHe Tepanum 103 Hr/mna,
v pocTa +1,5 cM/3 Mec., 6e3 Tepanumn +3,5 cM/6 Mec.
B 4 ropa po3a comatponuHa b6blna  yBenvyeHa
no 0,5 mr/kr/cyTt. B BospacTte 4 net 8 mec. (pocT
91,5 cm, SDS -3,14) BnepBble obcnenoBaH B PrbYy
«HMWUL, sHpokpuHonormm» (A.M.H. Haraesa E.B.),
661 ucknoueH CTr-ageduunmT, 3anofo3peH CUH-
apom CunbBepa — Paccena, peKOMEHAO0BAHO ne-
YeHue COMaTpOnMMHOM B [03e, pPEeKOMeHAyeMoWn
npu cuvHApOManbHOW 3apepxkKke. Ha doHe Tepanum
npubaBKka B pocTe cocTtaBuna 7 cm/roa. Mo o¢e-
HOTUMUYECKMUM  MNpu3HakaM  (HENPOMOPLMUOHaASb-
HO 6onblas ronoBa Aoauxouedanmueckon GopMbl,
6onbwon BbICTYNawWMn 106, rotuyeckoe Hebo,
YMEpPEHHass MUKPOrHaTus, KAMHOAakTuaua V nanb-
LEB KUCTel, yMepeHHasa Gpaxumpaktuausa, 6onblume
CKOLUEHHblE MATKKU) 3anoAo3peH CUHAPOM 3-M, Ko-
TOpbIV BbI1 NOATBEPKAEH pe3yfnbTaTaMu MONEKYNsp-
HO-reHeTMyeckoro uccnegosaHusa. B reHe CUL7 Bbl-
ABAEH [OMO3MUroTHbIK BapuaHT c. 3041 T>G p.
L1014R. Tepanua comaTpOnNMHOM NMpoAoXKanach eLe
B TeueHue 2-x JieT, U pocTa coctaBuna 5,85 cm/roa
n 4,1 cm/roa. B nocneaytouem 66110 peKOMEHLOBAHO
OLLeHUTb TeMMbl pocTa 6e3 neueHus. Yepes 6 mec. u po-
cta 3,41 cm/roa, NOP — 1 105,4 Hr/mn, elle uepes rog,
v pocTta +3,19 cM/roa. Yepes 1,5 roga 6e3 neyeHus,
B 12 net 9 mec., poct 132 cM (SDS — 2,87). Hannuune
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B ceMbe pebeHKa C BepMdMUMPOBAHHLIM ANArHO30M
NO3BOJIMAO MPU MOSIBEHMM BTOPOro pebeHka C xa-
pPaKTEePHOW KAMHUYECKON KapTUHOW yCTaHOBUTL Ana-
FHO3 yXe B Nepuoje HOBOPOXKAEHHOCTN.
3aknroyeHue

MoneKynspHo-reHeTMyeckoe obcnefoBaHue mno-
3BONSIET MAEHTUPULMPOBATL CUHAPOMAbHYIO HU3KO-
pPOCNOCTb, YTO HEOBXOAMMO AN ONTMMU3ALMM Meau-
LMHCKOro COMPOBOXAEHUSA MALLMEHTOB 3TON rpynmbl.
KoHmaxkmtoe nuyo: HoBoxcunoBa VipuHa KOpbeBHa, 00-
uyeHm KagheOpbl demcKux 6ose3Heli neduampuyeckoz2o
cakynbmema ®r60Y BO MBFMA MuH3dpaBa Poccuu,
WBaHoBO, Poccus.
TeneghoH: +7 (910) 982-96-92
e-mail: i_u_n@mail.ru

https://doi.org/10.14341/MGSPPE-2023-68

JeKOMIIeHCHPOBaHHBIH
BPOJKXAEHHBIN 'HIIOTHPEO3

KI'M Ha NMXB «lopoackas nonnkanHnka N24» r. Aamatsl

BesepeHune

BpoKAeHHbIN runotupeos (B) — 3HAOKPUHHOE
3aboneBaHue, xapakTepusytoweecs abcontoTHOW nan
OTHOCUTENIbHOW HEAOCTAaTOYHOCTbIO TUPEOUAHbIX FOp-
MOHOB B OpraHun3me, NpMBOASLLEE K 3a/lEPXKKE pas3Bu-
TUSA BCEX OPraHoB 1 CUCTEM. B 3aBMCMMOCTU OT CPOKOB
BepuduKauMmM AMarHosa U UHMLMALMKW afeKBaTHOWN
3T KAMHMYECKNE NPOSIBAEHMA MOryT 6bITb Bapua-
6eNbHblE, MO3TOMY OAHUM U3 BaKHbIX PaKTOPOB SABAS-
eTCA CBOEBPEMEHHOE NeYeHNs Ha MEPBOM FOAY MKUSHW.
MaTtepuanbl U MeTOAbI

Manbunk 11 net, pebeHok OT 3-ii bepeMeHHOCTH,
3 CpOouHbIX poaoB. Poabl U 6epeMeHHOCTb MpOTeKa-
nm 6e3 natonorun. Bec npu poxaeHun — 3400 r.
Poct — 53 cM. Mo pesynstataM HeoHaTalabHOIMo
CKpUHMHra sepuduumnposaH anarHos Bl ¢ MomeHTa
YCTaHOBKW anMarHosa pebeHky 6bina nogobpaHa 3T
npenapatamMm NeBOTUPOKCUHA HATPuUsA, B AWHAMUKe
CTMTpaumen 4o3bl 0T 25 MKr 4o 100 MKr. Co c10B MaMbl,
nokasatenn TTI uenesBblx NoOKasaTenen He gocTura-
nn (BapuabenbHocTb 15-28 MKME/Mn). C 10-neTHero
BO3pacTa poOAUTENM OTMEYaKT HU3KME TeMnbl pocTa.
Mpu ocmoTtpe: poct — 142 cMm, SDS pocTta (-0,77),
BeCc — 28 Kr. PebeHoK obcnenoBaH Mo NOBOAY HUW3-
KMX TEMMOB POCTa: KOCTHbIN BO3pacT COOTBETCTBYET
8 ropam, TTI — 28 MKME/Mn, NOP — 1-82 npu Hop-
Me oT 92-473, no Y3/ opraHoB MOLUOHKN: pa3Mepsbl
fiIMMeK COOTBeTCTBYeT 6-Tu ropam. o pesynbratam
CKoppekTMpoBaHa ao3a 3I'T go 125 MKr, Ha 3ToM poHe
nokasatenb TTI — 4,84 MeME/Mn, Ha doHe MeauKa-
MEHTO3HOro 3yTMpeo3a pebeHOK HampaB/ieH B CTa-
LMOHap, r4e No NOBOAY HU3KUX TEMNOB pocTa bbinia
npoBeaeHa CTUMynsiuMoHas npoba. Mo pesynsTaTtam
CTUMYNSIUMOHHON npobbl Bbibpoc CTI 10,46 Hr/mn,
YTO MCKAYaeT AedMUNT COMATOTPONMHOro FrOpMOHa.

PekoMeHA0BaHO KOHTPOJb B AMHaMUKe 3a noKasaTe-
namn TTI, WGP — 1, KOCTHOro Bo3pacTa U aHTpono-
MEeTPUUYECKMMN AaHHbIMW, BKAOYAsA BTOPUYHbIE NO0-
Bble NPU3HAKM.

PesynbTaTbl

OnuTtenbHas AeKOMNeHcauus BPOMKAEHHOro runo-
TMpeo3a MOXeT NPUBECTU K Pa3/INUYHBIM OCJIOKHEHU-
AIM, BKJIOYAIOLWMM HE TONbKO CABUIM B FOPMOHabHbIX
noKasaTensix, HO U TakuX, KaK KOHCTUTYLMOHaIbHas
3a/lep!KKa pocTa, XpoOHNYEeCKasa aHeMUsA, yMCTBEHHas
OTCTaNoCTb BNAOTb A0 KPEeTUHU3MA.
3akJiroyeHue

[ocTuxeHne ueneBblX Mokasatenen TTI npwu
BPOXAEHHOM rUMOTUPEO3a He BCerga ocTaeTcH
BO3MOMHbIM, yuMTbiBass BO3pacT pebeHKa, Tak e
NPUBEPKEHHOCTN poAMTENen K Tepanun. YacTole npo-
NycKku npvema npenaparta, He cobfloaeHue npasun
npueMa co3gatoT pag npobsem npu nevyeHun peTen
C BPOXAEHHbLIM F’MNOTMPEO30M.

Kniouesble cnoBa: runoTUpeos, HU3KNE TEMMbI PO-
CTa, 3aMecTuTe/lbHasi ropMoHanbHas Tepanust (3rT),
TUPEOTPOMNHbLIA FOPMOH, LLMTOBUAHAA Kenesa
JintepaTtypa

1. depepanbHble KIMHUYECKMe pekoMeHaa-
umMm (NPOTOKOALI) MO BEAEHWIO AETEeN C 3HAOKPUH-
HbiMM 3aboneBaHusmu / MNop pea. WWN. [enosa
n B.A. MNetepkoBoil. — M.: MpakTuka, 2014. — 442 c.
KoHmakmHoe snuyo: OmapoBa MaduHa MapunmaHoB-
Ha, Bpa4y — 3HOOKPUHOI02 20POOCKOLU NOJUKAUHUKU
Ne4 Anmamei, Kazaxcmar.

TeneghoH: +7 (778) 298-68-24
e-mail: endo.dr@list.ru

https://doi.org/10.14341/MGSPPE-2023-69

0cob6eHHOCTH TeueHH
nybepTaTa y maueHTa
c myTauuei B reHe FGF8
(kTHHHYecKoe HabmIomeHHe)

Ore0y BO «CapaToBCKMiA roCyAapCTBEHHbIN MeAULMHCKUN
yHUBEpPCUTET UMeHU B.N. PasyMoBCKOro» MuHucrepcrsa
3ApaBooxpaHeHus Poccuinckon ®epepaumn

MyTaunm B reHe FGF8 accoummnpoBaHbl C BPOXKAEH-
HbIM TMMNOroHaAOTPOMHLIM TrMNoroHaansmom (BIT).
OnarHos BIT B 60MbLUIMHCTBE CAy4vYaeB YCTaHaB-
JinBaeTcA B NOAPOCTKOBOM BO3pacTe Ha OCHOBa-
HUW 3aJEepXKW MOoJ0BOro passutuda. lpoasneHnamMm
BIT B paHHeM Bo3pacTe MOryT OblTb ABYCTOPOHHWIA
KPUNTOPXM3M, MUKPOMEHUS, MOPOKN CPpeaHen NNHUN.
PaHHAs anarHocTmka BIT uenecoobpasHa ANig MOHU-
TOPWHIra NOJ0BOIro Pa3BUTUA U KOHTPOA Tepanuu.

MaumneHT B. poanncsa B CpOK, C pocToM 47 CM, Maccon
2190 r. Mpu poxaeHUn obHapyKeHa pacllennHa Teep-
poro Heba, ABYCTOPOHHWI MaxoBblA KPUNTOPXMW3M,
MukponeHus. Kapuotmun 46, XY. MNpu obcnepoBaHum
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B BO3pacTe 5 MecsauLeB onpejeneHbl NokasaTenu ro-
HapgoTponuHoB JII 0,1 ME/n, ®CI 0,1 ME/n n TecTto-
ctepoHa — 0,69 HMonb/N. YpOBEHb TECTOCTEPOHa
Ha ¢doHe CTUMYNALMM XOPUOHNYECKUM FOHAAOTPOMNM-
HOM 9,4 HMonb/n. Mo aHann3y poaoCAOBHON, ¥ AAAM
no IMHMK OTLa — paclienvHa TBepAoro Heba, y ABO-
topoZHOM 6abyLKM No IMHKUK oTua — aHocmus. o co-
BOKYMHOCTWU KJAMHWYECKMX AaHHbIX Obll 3anofo3peH
BI'T, npoBeAeHO MOJIEKYNSipHO-FeHeTuYyeckoe obcne-
LOBaHue B paMKax HaumoHanbHol GnarotBoputesb-
HOM nporpammbl NOMOLWM AETAM C 3HAOKPUHHbLIMU
3aboneBaHussMn «Anbda-dHA0». BbisBneHa retepo-
3urotHaa Myrtaumsa p.P26L B reHe FGF8, onncaHHas
npuv runoroHafoTPoONHOM rmnoroHaausme. B 1,5 ropa
npoBejeHa OpPXMOMeKCcus C ABYX CTOPOH. lanbHenwee
obcnepoBaHMe NPOBOAUIOCH B MEPUOA Npeanonarae-
Moro nybepraTa. B Bo3pacTe 12 neT: oTCTaBaHue B po-
cTe, SDS -1,45, ckopocTb pocTa 5 cM B roa. KOCTHbIN
BO3pacT COOTBETCTBOBanA nNacrnopTHOMy. [pu3HaKK
nybeprtaTta oTcytcteoBanaun. JIr — 0,68 ME/n, ®CIN —
0,96 ME/n. Mpu npoBeneHun npobbl ¢ M-PI MaKkcu-
MaNibHbIlA Bblbpoc JIF — 13,3 Ea/n, uto cBuaeTenb-
CTBOBaNO0 O 4YaCTUYHO COXPAHHOW rOHAAOTPOMNHOM
oyHKUMKN. C 13 neT 3aPpUKCUPOBAH CaMOCTOATENbHbIN
cTapT nybepTaTa B BuAe yBenumyeHus obbema TecTu-
Kyn A0 4 M, MOBbIWEHUS YPOBHSA FOHaAOTPONUHOB:
NI 1,46 ME/n, ®CI 1,22 ME/n. B Bo3pacTe 15 neT oT-
Meuanocb NporpeccMpoBaHMe BTOPUUHbLIX MOJIOBbIX
NPWU3HAKOB, yBenYeHne obbemMa TecTukyn Ao 8 M,
yBeJnYeHne CKopocTn pocTa Ao 8 cm B rog (SDS po-
cTa -1,2) 1 yBeanyeHne ypoBHS TeCTOCTEPOHa A0 My-
6epTaTHbIX 3HAYEHWIA.

KnnHunyeckoe HabnoaeHne nokasano Haauume ca-
MOCTOATENIbHOIO CTapTa 1 nporpeccupoBaHna nybep-
TaTta y nauueHTa ¢ MyTauunen B reHe FGF8. OaHako
JaHHble KIMHNYECKON OLEeHKN NybepTaTa He COOTBET-
CTBOBanNW MokasaTensM 340POBbIX MajibMMKOB U Xa-
pakTepusoBanu OTCTaBaHMe B MOJSIOBOM Pas3BUTUU.
3amecTuTeNbHas Tepanua A0 HacTOALWEro BpPeMeHMU
He HasHauyanacb. [laHHoe HabnwoaeHve cBuAeTeNb-
CTBYyeT 0 HEO6XOANUMOCTUN paHHEW ANArHOCTUKN U MO-
HUTOPUHra nauneHToB BI'T aona onpeaeneHns TakTUKK
BeAeHus.

Konmakmroe sauyo: OpewkuHa EneHa MaKcuMOBHa,
accucmeHm Kagedpbl nponedeBmuKu 0OemcKux 60-
niesHel, 0emcKol 3HOOKpuHoao2uu u duabemosoauu
®reoy BO «CapamoscKuli T'MY um. B. . PazymoBCKO-
20», Capamos, Poccusi.

TeneghoH: +7 (986) 992-53-57

e-mail: elen.oreshkina@mail.ru
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YpoBeHb pa3pelieHHS
IIPH THITHPOBAaHHH reHoB HLA
BJIMSIET HA TOUHOCTH OLIeHKH
pHCKa caxapHoro guabera
1-ro Tuna. K1 HHHYEeCKHH
cay4yau

E.E. MeTpsaikuHa'2, N.I. KonomuHa3, C.C. ByKuH?3,
N.J. Nebepesa?, A.B. Tumodeen'?

"Poccuiickan LeTcKas KanHuYeckas 6onbHuua GraQy BO
«PHUMY um. H.W. Nuporosa» MuHsapasa Poccuu, r. Mockea

2TbY3 «Mopo30BCKas AeTCKas ropoAcKas KNuHuyeckas 6onbHMLa
[lenapTameHTa 34paBoOXpaHeHunsa ropoaa MockBbI», . MOCKBa

3IrbY3 ropoaa MockBbl «[leTcKasi ropoackas
KNIMHMYEeCKas 6onbHULA nMeHM 3.A. bawnaeBoi lenapTaMeHTa
34paBooxpaHeHus ropoaa Mockebl», . MOCKBa
BeeaeHune

PoanTenun LeBOYKM C caxapHbIM AnabeTom 1-ro tmna
(CA41) obpatunuce B PAKE 3@ KOHCynbTaumMel nNo nia-
HMpOBaHMIO ceMbl. AnarHos CA1 ncxoaHoO yCTaHOBU-
v B JKBBb Ha OCHOBaHWM xapaKTepHbIX CUMMTOMOB,
runepramkemmm 20 MMOANb/N, KeTo3a, YPOBHSA HbA1c
9,2%, ypoBHa C-nentuaa HUKe HOpMbl. CeMelHbll
aHaMHe3 He 6bln oTArowéH no CA1.

MaTtepuanbl U MeToAbI

B POKBE y nauueHTKM wuccneposann aHTuTena
K ocTpoBKoBbIM KneTkaM (ICA, meton PHU®) n rny-
Tamataekapbokcunase (GADA, metoa NOA). Y naum-
eHTKN 1 poauTenen tTunuposann reHol HLA-DRBT,
DQAT1, DQB1 (MNUP, peareHTbl «AHK-TexHoNormMa»). leH
DRB1 TtunupoBanu Ha HMU3KOM YpPOBHe paspelleHus
(noeHTUPULUMPOBaANN CEMECTBO annenen).
PesynbTraTbl

Y nauneHTKM obHapyxuamce ICA 1 GADA,
yTo noateepanno anarHos CA1. Mo pesynstatam HLA-
TUMMPOBAHUA PEKOHCTPYUPOBANU FEHOTUN NaLMEHTKU:

DRB1*03-DQA1*05:01-DQB1*02:01 || DRB1*16-
DQA1*01:02-DQB1*05:02.

MepBbli rannoTMn nauueHTkn (OTLOBCKURA) AeTep-
MWUHUPYET BbICOKMIA puck CA1, a BTopoii (MaTeEPUHCKMIA)
CUMTAIOT HEMTPaNbHbIM WU 3aLLUTHBIM 32 CYET NPUCYT-
cTBus reHa DRB1*16 [BonabipeBa v ap. IMMyHon02us,
2015; Yue et al. Front Immunol, 2022]. B TakoM cny-
yae, cornacHo Ziegler n Nepom [Immunity, 2010], puck
CA1y6yayuero cnbca naunMeHTKN AOKEH COCTaBAATb
10-20%. [Ons yTOUHEHWs pMCKa NpoBenn TUNUpoBa-
Hve HLA-DRB1 y naunmeHTKM Ha BbICOKOM YpOBHe pas-
peweHuns (MAeHTUGUUMPOBANV BapuaHT annens) B na-
6opatopumn MAKE (MUP, peareHTbl Olerup). Okasanocs,
UYTO BTOPOW ranaoTUN NauMeHTKM MNOCTPOEeH Tak:
DRB1*16:01-DQA1*01:02-DQB1*05:02. AHanus nu-
TepaTypbl MOKasaj, YTo TaKoN ranjoTun He ABASeTCS
3alUUTHBIM MK AaKe NposBASeT npeapacnonaratoLme
CBOWCTBA, 0COBEHHO B retepo3nroTax C ranjotmnamm
DR3 [Noble et al. Diabetes, 2013; Ilonen et al. Pediatr
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CBOPHUK TE3UCOB

MOHe}(yHHPHO-PeHeTI/I‘{ECKI/Ie HCCIeOBaHUA BIIPAKTHUKe NEeTCKOI'0 SHAOKPHUHOJIOra

Diabetes, 2016; Sharp et al. Diabetes Care, 2019].
Ha 3TOM OCHOBaHUKN poaMTENAM NALMEHTKM COOBLLMIN,
yto puck CA1 y nx byayuiero peb€HKa BapbMpyeT Mex-
Ay 20 n 50 %.
3aKnr4yeHune

Mpu MoONeKynsipHO-reHeTMYecKoM obcneaoBaHUm
CeMeli C Lenblo OLEeHKM NoBTOpHOro pucka CA1 cne-
ayet Tunuposath reHsl HLA-DRB1, DQA1, DQB1 ¢ BbI-
COKMM paspeLueHmnem.

KnioueBble cnoBa: caxapHbli anabet 1-ro tuna,
reHol HLA

https://doi.org/10.14341/MGSPPE-2023-71

PacIpocTpaHEeHHOCTH
H 320071 BaeMOCTb caxapHBIM
nuabeToM 1-ro THUIa y meTeit
H IIOAPOCTKOB CapaToOBCKOI
u [TeH3eHCKOM obytacTeir
II0 ZaHHBIM perucTpa caxapHoro
nuabera

B.K. Monskos', H.B. BonoTtoBa', H.10. dunmHa',
A.A. Warnpos', M.10. CBnHapes', A.B. TpMHKeBNY?,
B.H. HecTtepoBa?, A.A. Py6uoB', A.M. ABaKsH'

' ®re0yY BO «CapaToBCKMIA roCyAapCTBEHHbIN MEANLIMHCKNIA
yHuBepcuTeT umeHu B. /. PasymoBCKoro» MuHucrepcrtaa
3/ paBooxpaHeHuns Poccuinckont depepaumu, r. Capatos

2'BY3 «[lleH3eHcKas obnacTHas AeTCKas KanHuYeckas 6onbHMLA
M. H.®. dunaTtosax, r. lNeHsa

C KaxAablM roaoM BO BCEM MUpe HabnoaaeTcs yBe-
NINYeHne yncna aeten 1 NOAPOCTKOB C CaxapHbIM Ana-
6etom 1-ro Tvna (CA1).

Lenblo wuccnepoBaHuss sBuMNacb CPaBHUTENb-
Has OLlEeHKa pacnpocTpaHeHHOCTM W 3abonesa-
emoctu CA1 y petein M nNoApOCTKOB [leH3eHCKOW
n CapaToBcKoi obnacTeit B 2021 roay no AaHHbIM pe-
rmcTpa caxapHoro anaberta.

PacnpocTtpaHéHHocTts CA1 y petel Ha Ko-
Hew 2021 r. B CapaToBCKOi obnacTu cocTaBuia
134,6/100 Tbic, B leH3eHCcKoOl obnacTu oHa bbina
Bbillie U cocTaBuaa — 169,9/100 TbiC. Y NOApPOCTKOB
OTMeYaeTcsl Ta e TeHaeHuusi: B CapaToBCKOI 06-
nactn 239,1/100 Tbic. U B MeH3eHCKol obnactn —
300,2/100 Tbic. PacnpocTpaHeHHocTb CA1 y Manbun-
KoB CapaTtoBcKoli obnacTtu Bbiwe — 152,0/100 ThIC.,
yeM y paeBoyek — 135,0/100 Tbic. B leH3eHCKOM
obnactu pacnpoctpaHeHHocTb CA1 wumeeT obpart-
HYI0 TEHAEHUMI0O — Yy MaJibumkoB — 185,1/100 ThiC.
y AeBouyek — 195,9/100 Thic.

3abonesaemocte CA1 y peten B [eH3eHCKOM
obnacTu Takxe Bbile, yeM B CapaToBcKol o06na-
ctm (29,3/100 TbIC., 20,7/100 ThIC. COOTBETCTBEH-
Ho). Y noapocTtkoB B 2021 r. 3abosieBaeMoCTb
CA1 B MeH3eHCKOW obnactu 6bina bonblie U cocTa-
Buna 33,6/100 Tbic., a B CapaToBCKOW obnactm —
29,0/100 Tbic.

ManbumMkoB U peBodek B CapaToBCKOW 06nactu
B 2021 roay 3aboneno npakTUYecKn OAMHAKOBOE KOJIN-
yecTBO, B [leH3eHCKOoV 0bnacTn Npeobiaaany ManbunKu.

MpoBeaeH aHanuMs pacnpocTpaHéHHocTn CA1 y ne-
Ten, MPOXKMBAKOLLNX B HACENEHHbIX MYHKTaX C pa3n4yHom
NAOTHOCTbIO HaceneHus. OKasaoch, B KPYMHbIX ropoAax
Kak B CapaToBCKOW, TaK 1 eH3eHCKoN obnacTtsax pac-
npocTpaHéHHocTb CA1 Bbille, YEM B MajOHaCe/IeHHbIX
nyHkTax. MogobHas TeHAEHLMA BCex NoKa3saTteneln npo-
cliermBanacb no obemm obnactam n B 2017 ropay.
3akJiroyeHue

HecMoTpa Ha Cxoxue Kaumato-reorpaduueckme
N coLManbHO-3KOHOMUYECKNE YCNOBMS ABYX obnacTel,
pacnpoCcTpaHeHHOCTb U 3aboneBaeMocTb CA1 y netel
B MNeH3eHCKoM 0bnacTu Boiwwe, 4em B CapaTOBCKOM.
KoHmakmHoe nuyo: [lonskos Badum KoHcmaHmu-
HoBuUY, npogpeccop Kaghedpbl nponedeBmuKu Oem-
CKux bosesHel, 0emckol 3HOOKpuHoso2uu U Ouabe-
mosoeuu CapamoBcKkoeo MY um. B.V. Pa3zyMOBCKoe2o,
Capamos, Poccus
TenegpoH: +7 (905) 323-21-65
e-mail: Polyakov_vk@mail.ru
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CeMelnHasda
aucanbbyMHUHypHUYecKas
THIIePTHPOKCHHEMHS:
TPYAHOCTH AHATrHOCTHKH
H OLIeHKH THPEOHAHOIO
NnpodHUJIA y MallHEeHTKH
c caxapHbIM auaberom 1-ro Tuna

®rAQY BO «MepBbiit MOCKOBCKUIA rOCYAAPCTBEHHbIN
MeANUMHCKNI yHuBepcuTeT nmeHn .M. CeueHoBa»
MwuHucTepcTBa 3apaBooxpaHeHuns Poccuinckon depepaunn
(CeueHoBCKUIA YHMBeEpPCUTET) I. MOCKBa

CeMeltHas pucanbbyMmHeMuyeckass runepTUpOK-
cnHemns (CAFT) — HacneacTtBeHHoe 3aboneBaHue,
XapaKkTepusyloLlleecss HalM4yMeM aHOMaNbHOro CbIBO-
POTOYHOr0 anbbyMMHa C NOBbILEHHON adOUHHOCTLIO
K rOpMOHaM WwmToBuAHON Kenesbl (LLUHK). CocTosiHMe
He TpebyeT NleyeHMA U XxapaKTepusyeTcs MoBbiwe-
HMEM ypOBHS T4 06l C HOPManbHbIM UKW NOBbILWEH-
HbIM T4 CB 1 3yTUPEOUAHOM QYHKUMEN NO NoKasaTe-
naMm TTI. PacnpocTpaHeHHOCTb cocTosaHMA 0,01-1,8 %.
MpuumHa CAI'T — MyTauumu reHa anbbymnHa ALB.

Llenb: aeMOHCTpaums KanHuyeckoro cnydasa CArT
y NauMeHTKM C caxapHbiM gnabetom 1-ro Tuna (CA1).
OnucaHue KNIMHUYeCKoro ciy4vas

[eBouka, 5 net, 6onbHa CA1 Ha NpoTSKeHMM roaa.
PerynsipHo HabnoaaeTcs aHAOKPUHOIOIOM, KakNX-1M60
npenapaTos, KPOMEe MHCY/IMHA, He noaydyana. B TeueHune
12 Mec npu nNpoBeAeHUM UCCAefOBaHUN B Tpex pas-
HbIX JlabopaTopmax HEOAHOKpPaTHO OTMeYanoCb Heco-
OTBETCTBME 3HayeHuin TTl (4,9-15,6 MKME/Mn) n T4 cB
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(15,6-30,4 nmMonb/n). Mogo3peBancs ayTOMMMYHHbIN TU-
peouauT, HO TUTP aHTUTUPEOUAHbIX aHTUTEN Bbl1 COM-
HuTenbHbIM (AT K TNO 12,7-56,1 ME/mMn, AT K Tl 0,5-
1,3 ME/mn, AT K pedTTI 0,958 ME/Mn), npu npoBeagHU
Y31 WK npu3HaKoB, XapakTepHbIX 415 a8y TOUMMYHHOIO
nopaKeHusl, He BbisiBAeHO (06beM 3,5 M, CTPYKTYpa OA-
HOpOAHas, KPOBOTOK HE M3MeHEH). KNMHUYECKN AeBOY-
Ka C MOMeHTa MaHudpecTaumm CA1 6bina 6ecnoKkoiiHa,
3MOLMOHANLHO NabunbHa, YTO He MO3BONANO WCKIIO-
UNTb TUPEOTOKCUKO3.

YunTbiBasi TUPEOUAHBIA Mpoduiab U KANHUYECKME
nposefeHuns, nposegeHo MPT runodmsa C KOHTpacCT-
HbIM YCWJIEHWEeM: MaToNormM XmasMasibHO-CENNSPHON
obnactu He BbisiBfeHo. C uenblo anddepeHumnansHol
OVArHOCTUKN  MEeXAY «CUHAPOMOM pPe3nCTEHTHOCTU
K TUPEOMAHbIM TOPMOHaM» W «AMCanbbyMUHypuye-
CKOW TrMnNepTUPOKCMHEMUEN» MNPOBELEHO MONEKYNsp-
HO-reHeTM4YeCcKoe WucciefoBaHWe, BbiIBMBLLEE reTe-
po3uroTtHyto MyTtaumio HG38, chrd: 73412007 G>A,
C.725 G>A B reHe ALB, paHee OMWCaHHYI0 Kak natoreH-
Hyto npu CAI'T. B HacTosLLee BpeEMA NaUMEHTKa He Hy-
®paetcs B Tepanum (TTr 4,9 MKME/Mn); B AanbHel-
LweM pelueHve ByaeT MPUHUMATBLCA C yueToM ypoBHA TTI
W TUTpa aHTUTeN.
3aknroyeHue

HapylweHune npuHuMna «obpaTHOW CBSI3U» B pe-
rynsaummn cekpeuum ropmoHos WX npu CAI'T moxeT
Lle30pveHTUpoOBaTh Bpaya U MNPUBOAUTL K Ha3Haue-
HUIO INWHWUX UCCNefoBaHUM ANs naumeHTa. [JaHHbIn
KJIMHWYECKMIA Cnydail LEMOHCTPUPYET BaXKHOCTb WH-
$GOpPMMPOBAHHOCTN Bpaya O BO3MOMHbIX MPUUYMHAX
«HEeCcornacoBaHHOCTU» YPOBHEN TUPEOUAHBIX FOPMO-
HOB. Mpu BbIbOpE TaKTUKN NeYeHns caefyet OpueHTuU-
poBaTbCA Ha ypoBeHb TTT.
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CHHAOpPOM 3MHAEpPMaJIBHOI'O
HeByca c runodpochdareMuen:
OMHCAaHMe ABYX reHeTHYECKH

BepHOHIIMPOBAHHBIX CJIyYaeB

E.H. PaiiknHa', E.A. MomepaHueBa?, [.H. MacneHHUKoOB?,
K.C. Kynukosa'

T OrBY «HauMoHanbHbI MEAULNHCKNIA
NccaenoBaTebCKUM LLEHTP S3HAOKPUHONOT NN
MuHucTepcTBa 3apaBooxpaHeHns Poccuinckon deaepaumu,
r. MockBa

2rbY «HauMoHaNbHbI MeAULMHCKNN
nccnefoBaTeNbCKUN LEeHTPaKyLepCcTBa, TMHEKOIOr MK
1 NepuHaTonorum nuMeHn akagemmka B.N. Kynakosa»
MuHucTepcTBa 3apaBooxpaHeHus Poccunckon depepaumu,
r. Mocksa
AKTyanbHOCTb
KOMHO-CKENEeTHbIN CMHAPOM C runodochatemmen
(KCCT), uam cuHApPOM NNHENHOro CanbHOro HeBY-
ca — peakas ¢opma rmnodocdareMmnYecKkoro paxm-
Ta (FTPP), obycnoeneHHas notepein pocdopa M3 op-
raHMsMa Wu3-3a aHOMajibHO MOBbIWEHHOr0 YPOBHSA

dakTopa pocTa Ppubpobnactos 23 (PPP23) B pesynb-
TaTe cOMaTUYECKOW MyTauuunm oaHOro n3 reHos RAS-
uenun. JaHHaa dopma paxuTa xapaKTepusyeTcs Ha-
NMuMeM 3anuaepManbHbIX WAM  CalbHbIX HEBYCOB,
pacnoJioXKeHHbIX N0 IMHAM Bnaliko, u TaXeNbIM Teye-
HueM F'PP. OcoObeHHOCTbIO NOParKEHUSA KOCTHOW TKaHK
npu AaHHOM CMHAPOME ABASETCA COYeTaHue paxmTu-
YECKUX M3MEHEHUIA U KUCTO3HO-OMOPO3HONM ancnaa-
31K, 4To obycnaBauBaeT PUCK 4YacCTblX MEPESIOMOB.
CNOHOCTb reHeTUYEeCKOW ANarHoCTNKKN 3abosieBaHns
COCTOUT B HEOBXOAMMOCTM NOMCKA COMaTUYECKNX MY~
Tauui B MaTepuane MOpPaKEHHbIX TKaHeW MauueHTa
(anuaepmuc, KocTb). MauneHTbl C AaHHbIM 3abosieBa-
HWEM MMEIKT BbICOKMA PUCK MHBaAMAM3auUM U3-3a
Bblpa*KEHHOWN MbIEYHOM TMNOTOHWUK, OCTEOManALnm
N CNOXHOCTUN KOPPEKLMM TSXKeNol runopocdatemmm.
MaTepuanbl n MeToAbI

MpoBeAeH aHaM3 aHaMHe3a, KINHUYECKUX AaHHbIX,
nabopaTopHbIX M peHTreHorpaduyecKknx AaHHbIX ABYX
nauneHToB. [N MOJIEKYNAPHO-reHeTMYecKoro uc-
cneposaHnsa JHK naunveHToB BbIAENANN U3 UCCEYEH-
HOro HeByca. MeTOLOM 3K30MHOI0 CEKBEHUPOBaHWSA
npoBeAeH NOMCK MyTauuin B reHax HRAS, KRAS, NRAS
Ha ceKkBeHaTope HoBOro nokoseHnsa Novaseq-6000.
OnncaHue KIIMHUYECKUX cayvyaes

MaumeHT M. obpaTtuncsa c xanobamm Ha pedopmMa-
LMW CKeneTa, CHWXEeHWe ABUraTeslbHON aKTUBHOCTMW,
HeByC 60/bLUMX pa3MepoB, PaCMOJIOMKEHHbIA Ha BO-
NIOCUCTONM YacTu ro/oBbl, AnLE, TYN0BULLE NO JUHU-
M Bnawko. TaxecTb TeueHns 3abosieBaHMs bblna 0by-
cfioBneHa Taxenon runopochatemmeint (pochop Kposu
0,47 mMMonb/n), Ha GOHE KOTOPOI MMENNCH BblpParKeH-
Has oCTeoManAuMs U MbilleyHass TMNOTOHUS, YTO AB-
NANOCh MPUUYUHOW OTCTaBaHWUA MOTOPHOro un ¢usnye-
CKOro pasBuTusi pebeHka. MarHo3 KOXHO-CKeNeTHbIN
CUHAPOM C runodpochaTeMmein 6bin yCTaHOBNEH B BO3-
pacte 1 roga 8 mecsiLeB. M0 AaHHbIM TEHETMYECKOIO
nccnepoBaHus 6oina obHapyXeHa paHee onucaH-
Has MyTauus — 3aMeHa rnyTamMmMHa Ha aprHuH B 61 Ko-
[loHe reHa HRAS. MauneHTy bbina HasHaueHa Tepanus
npenapaTtamun ¢ocdopa v anbdarkanbumngona, Kotopas
nMena orpaHuyeHHbln 3GPEKT B CBA3N C pasBUTUEM
nobo4YHOM peakuumn B BUAE CUHAPOMa Manbabcopbumn.
B HacToslLlee BpeMs ManbyMK CaMOCTOSTE/IbHO He XO-
LT 13-3a BblpaXeHHoN cnabocTtn n 601n B Horax.

Y naumeHTa /. UMeNNCb MHOMKECTBEHHbIE TMIraHTCKME
HEeBYCbl, Pacrnofio}KeHHbIe Ha NiMLe, TyN0BuMLLE MO An-
HuaM BnalwKko, BOOCKCTON YacTu ronoBbl. B aHaMHese
OTMevanochb [Ba nepenoMa NeBoin 6eapeHHON KoCTw,
B pe3ynbraTte KOTopbIX COOPMUPOBANOCh YKOPOYEHME
NEBON HWMKHEW KOHEYHoCTU W aedopmaums No3BO-
HOYHMKaA. MO NpUYMHE PasHOCTU AJIMHbBI HOT, @ TaKKe
n3-3a MblEeYHON cnabocTM Masbunk nepeaBuraeT-
CSl TONbKO C MOMOLLbKO XOA4YHKOB. Ha 0CHOBaHWW runo-
dochatemun, runepdocdaTypum, BLICOKOA aKTUBHOCTU
wenoyHor ¢ocdatasbl B KPOBM, @ TaKKe Hannuma Ts-
HeNblX PaXUTUUECKMUX USMEHEHWUI N KUCTO3HO-HUOPO3-
HOW AMCNAa3nMM KOCTHOW TKaHW, pebeHKy B Bo3pacTe
8 net 6bln ycTaHoBJIeH AmarHos runodocdaTeMuye-
CKOro paxuta B COCTaBe CMHAPOMa JMHENHOro HeByca.
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[aHHbI gnarHo3 6bia1 NOATBEPKAEH MOJIEKYNSIPHO-Te-
HeTUYeCKN: OBHapyKeHa paHee onucaHHas MyTaums —
3aMeHa rjiytTamMmHa Ha apruHuH B 61-M KogoHe reHa
NRAS. MauneHTy 6blla MHMUMMPOBAHa Tepanus npe-
napatamu ¢ocpopHoro bydpepa B coueTaHUU C ajb-
dakanbumMaonoM, Ha GoHe KOTOpOl OTMeYanocb yBe-
AnveHne asuraTesibHoM akTuBHOCTU. OAHAKO B xone
AMHaMuuyeckoro obcniefoBaHus yepes 4 roaa NpoBo-
AVMO Tepanumn ynyudlleHUn CTPYKTYPbl KOCTHOW TKaHU
He HabniopaeTcs, Kpome TOro, 6blN0 BhISBAIEHO OC-
NOXHEHMe — HedpOoKaNbUMHO3. TakKe npu npoeeae-
HUM MCKT 6bin0 BbiiBNEHO ABa 0bpasoBaHWs JIEBOW
MOYKM HESAICHOW 3TMONOMMM C MaKCUMasbHbIM pasMepoM
[0 18 MM 1 NPU3HAKN MHOMECTBEHHbIX KUCT.
3aknoyeHue

MpeacTaBneHoO KAnHU4Yeckoe onucaHue FOP Bcnea-
cTBMe MyTauuii B reHax HRAS n NRAS. CnoXHoCTb Be-
[EHNS MaUMEHTOB C JaHHbIM 3aboseBaHneM 0bycnoB-
JleHa BblpaxeHHol runodocdaTeMmneri, KoppeKums
KoTopoin npenapatamun ¢ocdopa orpaHuyeHa wu3-3a
Nob0oYHbIX peakumii. MaToreHeTUYECKMM METOAOM Jieve-
HWS NpY AaHHOW NaToNOrMK SBASETCS NpenapaT MOHO-
KNOHaNbHbIX aHTUTEN K DPPH23 — Bypocymab, nencteme
KOTOpPOro HanpaeJfieHO Ha 610KMpOBaHWE peLenTopoB
K ®P®d23, uTo NO3BOANT HOpMaNM30BaTh peabcopbumio
docdaToB B MOUYKaX M HOPMAsIM30BaTb YpOBEHb poCHO-
pa B KpOBW.

Kniouesble cnoBa: HRAS, NRAS, T'®dP, runogpocoa-
Temus, runepdochaTtypusn
KoHmaxkm+oe nuyo: PalikuHa EnuzaBsema HuKonaeBHa,
KAUHUYecKkuli op0uHamop — 0emcKuli 3HOOKPUHOJ10e,
OreY «HMUL| 3HOokpuHonoeuu» MuH3OpaBa Poccuu,
MockBa, Poccus.
TenecpoH: +7 (916) 219-17-88
e-mail: dr.raykina@mail.ru

https://doi.org/10.14341/MGSPPE-2023-74

KJIHHHUYeCKHH cydyan
BPOXXIAEeHHOH AUCOYHKIIMHU KOPBI
HaZIIOYeYHHKOB BCJIEACTBHE
HeZ0CTAaTOYHOCTH 17-anbpda-
T'HAPOKCHJIA3BI

'®re0Y BO «OpeHbyprckuin rocyaapCTBEHHbI MEANLMHCKUIA
yHVUBEpcUTeT» MHMUCTEPCTBA 3ApaBoOOXpaHeHus Poccuiickoi
depepaumu, r. OpeHbypr

2FAY3 «0bnacTHan AeTcKas KNMHU4YecKas 6osbHUL@», . OpeHbypr

BesepeHune

Oednumt  170-rnapokcmnasel  SABASETCS  pea-
Ko ¢opmoii BAKH, yactoTa KOTOpOWM cocTaBiseT
1 K 50000 u cocTaBasieT okoso 1% oT BCex Cayyaes.
MaTepuanbl U MeTOAbI

AHanuns pesynbTaToB 06cnenoBaHus.
PesynbraTbl

*anobbl Npu NOCTynAeHUU: Ha NPUNYXJIOCTb MO-
JIOUHBIX }Kefes, MUKpPONeHunC.

AHaMHe3 3aboneBaHuA: C POXAEHNS HEMPABUJIbHO
chopMUMpPOBaHHbIE HAPYKHbIE FEHUTaNUMN.

B 05.2009 r. o6cneposaH B PAKE r MocKBbI, 6bi1 Bbl-
CTaBNieH AMarHo3: JIOXKHbIN My¥KCKO repMadpoanTU3M.
BapunaHT HapylweHns cuHTe3a-peuenummn TecTocTepo-
Ha. Mnocnaams, NnpoMexHocTHasa dopma. MnkponeHuc.
Kapuotun ot 26.05.09 — 46XY. Habnwoaancs
B POKB, npuunHa repmadpoanTnaMa He yCTaHOBAe-
Ha. Bnepeble obcneposaH B OQKB B 04.2021 r., ana-
rHO3: BpoxaeHHas ANCHYHKLMA KOPbl HAAMOUYEYHUKOB
BCNeACTBME HepocTaTtouHocTn 17-anbba-ruapokcu-
nasbl. KoppuruposaHHaa runocnagus, npoMeXHOCT-
Has ¢opmMa. MukponeHuc. KpunTopxusm cnpasa.
[IBYCTOPOHHSAS rMHekoMacTusi. MpoBeaeHo obcnenoBa-
Hue: TectocTepoH: 0,8 nanomol/ml., ®CIr (MME/mn):11.7,
Nr (Mea/n): 8,9, T4: 18,9 nanomol/I, TTF: 1,23 mIU/I,
WHrmbun B 68,9 nr/mn, AHTUMIONNEPOB TOPMOH
11,69 Hr/mn, 3cTpaavon: 46,6 nr/mn, AKTI — 1077+
nr/Mn — nosbiweH, Koptuson — 9,6 MKr/a. OHK-
AVarHoctTuka no nadHenu (12.04.2021): «HapyuweHus
dopmupoBaHus nona» — B reHe CYP17A1 BbisBne-
Hbl TeTepo3UroTHble MyTauun: B 3K30He 6 c.1100C>
T: p. A367 V: rs753683490, He onucaH BapunaHT Heo-
npefeneHHoOn KAMHUYECKOW 3HaUUMMOCTM U B 3K30HE
8 c. 1487G>A: p.R496H (rs763398879) naToreHHbI,
OMUCAaHHBIA NpU n30JMpoBaHHOM geduumte 17 anb-
da-ruapokcunasbl. Mo Y3 MONOUHbLIX Kenes: npu-
3HaKM ruHekoMacTum, no Y3 opraHoB MOLUOHKM:
06 V snuek — 17,8 cM3. 3akntoueHne: Kpuntopxmsm
cnpasa. C pe3ynbraTamun 4o06Cief0BaHUS K 4ETCKOMY
sHAoKpuHosiory OJKBE He asnanca go 01.2023 ropa.
DHAOKPUHONOrMYecKkuin ctatyc. Bospact 17 net 9 mec.
M — 74 «kr. PocT 178 cM. ®P Ha 18+ n. SDS pocta =
+0,61, UMT = 23,35 kr/m2. SDS UMT = +0,52. HMNO
chopMMpPOBaHbl MO MYMCKOMY TUMNy. MOLWOHKa acuM-
MEeTPUYHasn: IeEBOE ANYKO B MOLUOHKE, NpaBoe ANYKO
nanbnupyeTcs B NaxoBOM KaHane. MukponeHuc. Mo:
Ax3Pb3G2.MP: TaHHep 2-3. [BYCTOPOHHSIA TMHEKO-
mMacTusi. JlabopaTopHble U WHCTPYMEHTalbHble AaH-
Hble oT 02,23. BAK: Miokosa 4,3 MMonb/n, Hatpuii
141,7 w™mMonb/n, Kanuin 4,8 wMMonb/n, Xnopuabl
105,4 MMonb/n. TopMOHanbHbIA nNpoduab: Koptuson
414,0 HMonb/n, TecTtocTepoH 06wWMA 2,8 HMOAb/A,
17-OH-MI 17,5 Hr/mMn, AT 2,4 MME/Mn, ®CI 17,5 MME/Mn,
Koptnson — 476,0 HMonb/A, PeEHUH — 17,1 MKMe/Mn,
AKTI — 64,18 nr/mn. CMA/l: ApTepuanbHOi rMnepTeH-
31N HeT. PeHTreHorpausa KucTen: KB cooTBeTCcTBYET
npoMexKyTKy ot 15,5 no 16 neT no cpegHUM CpOKaM rno-
ABNIEHUSI TOYEK OKOCTEHEHUS. Y3V opraHoB MOLLOHKU:
Vobuw,. = 21,6 cM3, KpUNTOPXM3M rMNONAAsnPOBaAHHOIO
npaBoro AnykKa.
3akJiroyeHue

B HacTosiwee Bpemsi no pesynsTtatam obcnepo-
BaHMA 3aMecTUTesibHaa Tepanua TUAPOKOPTU3OHOM
N TECTOCTEPOHOM He MoKasaHa.

Knrouesble cnoBa: BAKH, 17-anbda-ruapokcmnnasa
KoHmakmHoe nuuyo: CasesibeBa EneHa BsauecnaBoBHa,
doueHm Kaghedpsl harynbmemckol neduampuu Or60Yy
BO OpIrMy Mu+30paBa Poccuu, OpeHbype, Poccusi
TenegpoH: +7 (912) 355-72-64
e-mail: seva-610@mail.ru
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CuHpapoMm Ilpagepa — Buianau:
TPYAHBIH ITYTh K JHAarHO3y

Dre0yY BO «OMCKUIA rocyAapCTBEHHbIA MeANLIUHCKUIA
yHMBepcuTeT» MMHUCTEPCTBa 34paBooxpaHeHns Poccuiickon
depepaunu, r. OMCK

BeeaeHune

CvHapoM MNpagepa — Bunan (CNB) — XpoMOCOMHas
aHOManus, MMeloLLas HecrneunPuUecKyo KNMHUYECKYIO
KapTUHY, UTO 3HAYMTE/IbHO 3aTPYAHAET NOCTAaHOBRY AU-
arHosa B HeoHaTaJIbHOM nepuoae ¢ PEHOTUMMUYECKU NO-
N06HbIMK 3aboneBaHusMN. CpeHWIA BO3pacT NOCTaHOB-
KW AMarHosa NpuxoamnTcs Ha 3-1 roj, *KU3HW.
MaTepuanbl U MeTOAbI

AHanns MeaMUMHCKON [AOKyMeHTauuum HepoHo-
LUEHHOM [AeBOYKM H., C rectauMoHHbLIM BO3pPacTOM
32 Hepenn 5 gHeRn, U3 ANXOPUANbHOW AMaMHUOTUYE-
CKOWM ABOWHW, POAMBLLENCA U NOJyUYMBLUEN nedyeHune
B ycnosusax BY300 «lOpoACKOW KAMHUYECKUI nepu-
HaTanbHbIA LeHTP» . OMCcK. Cnbc — cecTpa, 340poBa.
MpoBeneHne AMarHOCTUYECKOro NOMCKa NPUYNH pas-
BUTUS CUMNTOMOKOMIJIEKCA «BSJIOr0 pebeHKa» C yue-
TOM aHaMHEeCTUYecKoro, o6beKTUBHOro, nabopartop-
HOr0 U UHCTPYMEHTaNbHOro 06cneaoBaHuUS.
PesynbraTbl

[leBouKka H., nepBblii pebeHOK U3 AUXOPUANbHOW
ANAMHNOTMYECKOM [ABOWHW, pPOXMAEHHAsA OT MOJIO-
AblX, 340pOBbIX poauTenein. Poabl npexaeBpeMeH-
Hble B 33 Hepenn. Macca npu poxaeHun 1809 rpam-
MOB, ANMHA 41 cM. Mo wkane Anrap Ha 1-in MUHYTe
4 6anna, Ha 5-in MuHyTe 7 6annoB. Mpu poKAeHUU
COCTOSIHME TAMEN0e 3a CYeT AblXaTeNbHOW HepocTa-
TOYHOCTM U reMOAMHAMUYECKMX HapyLUEHWUI, 4TO Mno-
TpeboBano NpoBefeHME PeaHMMaLMOHHbIX MEPONPU-
ATniA. Mpn oCMOTpe OTMeyanncb Hecneuundpuueckme
ana CMNB cTturmbl am3ambpuoreHesa. Hyxpaanacb
B VBJ1 B pasnuuHbix pexumax A0 13 AHEN XU3HWU,
C COXpaHEeHWEeM KUCNOpPOA03aBUCUMOCTM A0 2 Mecsi-
LLEB *U3HW. B HEBPONOrMYECKOM CTaTyCe C pOKAeHUs
OTMeyannucb CUMNTOMbl yrHeTeHusa UHC c BbipaxeH-
HOM MbILUEYHOM TMNOTOHWEN, OTCYTCTBMEM CMOHTAH-
HOM [ABUraTeNbHOW aKTUBHOCTWU, PE3KUM CHUMKEHU-
eM pedeKCcoB 0pasbHOr0 U CNNHANbHOMO aBTOMaTu3Ma.
KoHcynsTnpoBaHa reHeTUKoM. MNpu LMTOreHeTU4YeCKoM
nccneaoBaHMM XpOMOCOMHOW NATONOMMN He BbisiBNE-
Ho. Kapuotun 46 XX. AuddepeHumanbHbin AnarHos
NPOBOAMJICS MEXAY HepBHO-MbIlLIEYHbIMU 3aboseBa-
HUAMW, CTPYKTYPHbLIMKU MUOMNATUAMU, CUHAPOMANLHOWN
dopMoit naTtonorumn, HacneacTBEHHbIMU 60S1e3HAMU
0o6bMeHa BelLecTB, MUTOXOHAPUaNbHbIMK 3ab0N1ieBaHMA-
mu. lccnepoBaHne METOA0M ra3oBoOi XpoMaTorpapum
C MacC-CNeKTPOMEeTpMEN WCKAKYUAO HacneaCTBEH-
Hble aMuHoaumgonaTuu, OpraHuYyeckne aunaypum
N nedeKkTbl MUTOXOHAPUANLHOro 6eTa-oKUCNEHUS.
Mpu 3H3MMOAMArHOCTMKE HapyLeHWin He BbISBAEHO.

Mo pesynstataM MONEKYNSIPHO-TEHETUYECKOWN AMarHo-
CTUKM Aeneunn sK30Ha 7-ro reHa B SMN 1 He 3aperu-
CTPUPOBAHO, YTO UCKAOYAN0 CNUHANbHO-MbILIEYHYIO
atpoduio 1-ro tmna. WccnepoBaHme MetoaoMm FISH
BbIfABMIO peneunto B cerMeHte 15q11 reHos SNRHN
n UBE3A, xapaKktepHon pns cuHapoma lpagepa —
Bunnn. B Bo3pacTte 2 Mecsua NOABASETCA CNOHTaHHas
LBUraTenbHass akKTMBHOCTb M dopmupyeTcs dpeHoTun
cuHppoMa lMpagepa — Bunnn.
3aknioyeHue

CMNB y HabnwopgaemMoro pebeHKa 6bln ycTaHOB/EH
B BO3pacTe 3 MeCcsALEB ¥U3HW. TPYAHOCTWN paHHen ama-
FHOCTUKM 06YCNOBAEHBI OTCYTCTBMEM TUNMUUHBIX PEHO-
TUMWYECKMX NPOSIBNAEHWA 3abosieBaHNA B HEOHaTallb-
HOM Nepuoae, He OTAroLLEeHHOM CEMEHbIM aHaMHe30M
N HannumeMm 340pOBOro cubca. CMMNTOMOKOMNAEKC
«BSANIOro pebeHKka» C Bblpa*KEHHOWN MbILIEYHO FMno-
TOHWEN NOCAYXWN OTAPaBHOW TOUKOM AN andpdpepeH-
LManbHO-ANArHOCTUYECKOro NoncKa.

https://doi.org/10.14341/MGSPPE-2023-76

BpoiXaeHHBIHN
TUIIOTOHAAOTPOIHBIH
THIIOTOHAAHU3M Y NMallHeHTKH
c medexToM rena SOX10

0.P.CamepoBa’, M.C. MaHkpaToBa', 0.A. AInaHoB?,
WN.C. YyryHos', M.A Kapesa'

T ®rbY «HaunoHanbHbIA MEANLIMHCKUIA UCCNEAOBATENbCKUIA
LLeHTP 3HAOKPUHONOrMN» MUHUCTEPCTBA 3APaBOOXpaHeHNs
Poccuinckon depepaumm, r. Mockea

20re0Y BO «TBepCKOM rocyfapCTBEHHbI MEAULUHCKAN
YHUBEPCUTET MI/IHI/ICTepCTBa
34paBooxpaHeHns Poccuiickol ®eaepauum, r. Teepb

BeeneHue

B HacTodwWwee BpeMsa n3yyeHo okoJio 50 reHos, My-
Taumum B KOTOPbIX MOryT MPUBOAUTL K BO3HUKHOBE-
HMIO TUMOroHaAOTPOMHOr0 runoroHagmMsMa, cpegum
HUX —reH SOX10, ABnstowmiica @akToOpoM TpaHCKpUN-
LMK, 3a4eNCTBOBAHHbIM B PasBUTUU HEPBHOIO rpebHs
W onurogeHapoumnToB. Mytaumm B 3TOM reHe accoum-
MPOBaHbl C OAHMM N3 TUMOB CMHAPOMa BaapaeHbypra,
KOTOpPbIA  SIBNSETCA TEeHETUUYECKN T[eTeporeHHbIM
BPOXAEHHbIM 3aboneBaHMEM, XapaKTepusylWwmMcs
KOMMMAEKCOM aHOManuii U MOPOKOB pasBuUTUS, 06y-
CNOBNEHHbIX HapyleHneM (GOpPMUPOBAHUA HEPBHO-
ro rpebHs B amMbpuoHanbHOM nepuoge. Ero xapak-
TEPHLIMU KJIIMHUYECKMMU OCOBEHHOCTAMKU SIBAAIOTCA
BPOAEHHAA HEMPOCEHCOPHAsA TYroyxocCTb, ApKas ro-
Nybasi papyxHas 0605104Ka, HapylweHUss NMUrMeHTa-
umn. Mpu 3TOM rMNOroHaAZ0TPOMNHbIA TMMNOrOHaAM3M
He ABJISETCA XapaKTepHbIM MpPOosBJIEHWEM CUHAPOMA
BaapeHbypra.
OnucaHue KIMHUYEeCKoro ciay4das

MauneHTka A., 17 neT, BnepsBble 06C/ien0OBaHa
B ®IrbY «HMWLU, sHaoKpuHonorum» MnHsapasa Poccum
B CBSI3N C anobaMum Ha OTCYTCTBME MEHCTpyauui.
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Mpw obcnepoBaHMM MO MECTY MUTENbCTBA BbISBJIEHO
CHUEeHWe YPOBHSA FOHaAOTPOMWHOB U 3CTPaAuona,
Ha OCHOBaHWW Yero yCTaHOBNEH AMarHo3 rnnoroHa-
LOTPOMHOro rMnoroHaausma. B aHamMHese — ycTa-
HOBKa KoxJieapHOro mmnnaHta B 2,5 ropa B CBA3M
C ABYCTOPOHHEW HEMPOCEHCOPHOI TYroyxocTblo (An-
arHocTupoBaHa B 1,5 Mec).

Mo paHHbIM 06CnepoBanusa B ®rey «HMUL sHaoKpu-
HoJslorMn» B Bo3pacTte 17 net 7 mecsueB pocTt 151 cm
(SDS = -1,7), Bec 47 Kr, nonoBoe pa3BuTue TaHHep
2 (B2 P2), KOCTHbIA BO3pacT Ha 13 neT, ymepeH-
Has eBHYXOWAHOCTb NMPOMOpPLMA, 3anaxu pasfnyaer,
Nr 0,2 Ea/n. ®Cr 0,6 En/n, sctpaamon 59 nmonb/n,
Ha npobe c 6ycepesvHOM NOATBEPKAEH FMNOroHaL0-
TPONHbIA rMnoroHaamsmM. ObpawatoT Ha cebs BHMMa-
H1e deHoTMNMYECKNEe 0cOBeHHOCTU: spKo-ronybas pa-
LYyHas 060/104Ka rnas, rMnepTesopmMsM 1 CKOLLEHHbI
BHYTPEHHWIN Yron rnas. YuuTblBas Hanuume Hemnpo-
CEHCOPHOW TYroyxoCTW, FMMOroHagoTPOMHOro runo-
roHagmMsMa npoBefeH MONeKYNApHO-reHeTUUYeCcKuni
aHa/iM3 NaHenn reHoB, MO AaHHbIM KOTOPOro B reHe
SOX10 (NM 006941.4) Bo 2-M 3K30HEe 06HapyKeHa ae-
neumns 19 HYKNeoTMAOB B reTePO3NTOTHOM COCTOSIHUN
c.44_62del, anarHoctmpoBaH cMHApoM BaapaeHbypra.
NHuummnpoBaHa 3aMecTuTenbHas ropMoHanbHas Tepa-
nus NOM0BbLIMU CTEpOMAAMU, MpY NOBTOPHOM 06cneno-
BaHuM yepes 5 MecsLeB — BblpaxKeHHas NoioKuTeNb-
Has AMHaMKKa B MPOrpeccum noioBoOro pasBuTus.
3aknoyeHue

[aHHbIA KNMHUYECKWIA CllyYall BPOXAEHHOIO rMno-
rOHaZOTPOMHOro rMNOroHaAn3Ma B COYETaHWM C Hel-
POCEHCOPHON  TYroyxocTblo U  (GEHOTUMUYECKM-
MW OCOBEHHOCTAMU Yy MaUMEHTKU C AedEeKTOM reHa
SOX10 aeMoHCTpupyeT pasHoobpasve CUHAPOManb-
HbIX ¢OPM r’MMNOroHaA0TPOMHOro rMNoOroHaan3smMa.

KnioueBble cnoBa: runoroHafo0TPOMHbIA FMNOro-
HaAn3M, HeMpOCeHCOpPHas TyroyxocTtb, SOX10

duHaHcnpoBaHue: PaboTa npoBejgeHa B paM-
KaxTeMbiroc3anaHna123021000045-4 «leHeTuyecKkas
NnepCcoHnGUKaLmMa peaKmMx BapMaHTOB 3a4€ePKKN pocTa
1 NONIOBOr0O PasBUTUA Y AETen».

https://doi.org/10.14341/MGSPPE-2023-77

AyTOMMMYHHBIH
TMOJIMIHAOKPHUHHBIN
CHHZAPOM 1-ro THUIIa
KaK NpeABapHTeJIbHBIHN AHAarHoO3

10.l. Camonnosa, M.B. MatBeeBa, 0.A. OneHUK,
A.B. MoauuHeHoBa, T.[l. Bauaase

Ore0y BO «CuMBUpPCKUIA rocyAapCTBEHHbIN MEANLMHCKNI
YHUBEPCUTET» MUHMCTEPCTBA 34paBo0OXpaHeHms Poccuiickom
depepauunu, r. TOMCK

BeeaeHune

AyTOMMMYHHbIN NOANIHAOKPUHHbBIA CUHAPOM 1-r0 TU-
na (ANC-1) — peakas ayTOCOMHO-pPeLIeCCUBHas
HacneaCTtBeHHaa  nartoJjsoruna (‘-IaCTOTa 1 Cﬂy‘-l&ll7|

Ha 90000-200 000 yenoBek), pa3BnBaloLLasACs C 3HAO-
KPUHHBIMA N HE3HAOKPUHHBIMU MPOSIBAEHUAMU B AeT-
CKOM Bo3pacTe (2-5 net). 3Tnonorven CNyxuT ne-
¢dekT reHa AIRE (reH ayTOMMMYHHOrO perynstopa).
Knaccuueckaa tpuaga AlMC-1 BKJlOYaeT XPOHUYECKUI
KaHAWAO3 KOXWM W CAM3UCTbIX 060S04YeK, Haamnoyeu-
HWKOBYIK HeAOCTaTOMHOCTb W runonapatupeos. [Ba
U3 Tpex BbllenepeynCneHHbIX KAMHUYECKUX CUMMTO-
MOB SIBASKOTCA KpuTepusMu amarHosa AMNC 1-ro tuna.
3aboneBaHMe YacTo CONPOBOXKAAETCA TMMNOrOHaAN3MOM,
caxapHbIM aAnabeToM 1-ro TMna, ayTOMMMYHHbIM TUPEO-
WANTOM, BUTUAUIO, anoneuunen, acnieHnen, NHeEBMOHU-
TOM, FaCTPUTOM, MEPHULIMO3HONM aHeMuren, ANCHYHKLMEN
KULLIEeYHMKa, HehpnUTOM 1 renatutom. Huskas pacnpo-
CTPaHEHHOCTb M KJMHMYECKoe pa3Hoobpasve nposiB-
JIEHNA 06yCNaBAMBAIOT CJIOMHOCTb AMarHocTuku AlC
1-ro TMna, 4YToO BANSIET HA CBOEBPEMEHHOCTb Ha3Haue-
HUsl Tepanuu 3aboneBaHusl.

KnnHuuyeckmin cnyyan nauneHTta ¢ anarHosom AMC
1-ro Tuna OTAY3 «[leTcKkast 6onbHMLA N2 1» I. TOMCKa.
MaTtepuanbl nu MeTOAbI

MauneHT W., 10 neT, obpatuacs c *kanobamu Ha Bbl-
pa*KeHHYIO CNabocTb, HEAOMOraHNe, CHUMKEHHbI an-
NeTUT, TOLIHOTY, PBOTY, 60AM B HUMKHUX KOHEUYHOCTAX
(B aHaMHe3e).

B ne6iote 3abonesaHuna (1,5 Hegenn Hasan) poam-
Tenu cTaan oTMe4yaTb NOsBAEHME 0OMBHOI PBOTHI,
HapacTalolLen cnabocTu, Aasee — NOBTOPStOLLMECS
3NN30A4bl PBOTbI C MPUMECHIO ¥enun. Yepes HECKONb-
KO AHel cTan oTKasbiBaTbCsA OT nuwu. Ha 3TOM
doHe 6bin rocnUTanMsnpoBaH B MHPEKLUMOHHOE OT-
feneHve panoHHOK 6ONbHULBI MO MECTY KUTENBLCTBA,
npu obcnenoBaHUK BbiBAEHA FMNEPKanneMuns, rm-
noHaTpuemMusi, runokopTusonemms. OO6GBLEKTUBHO:
rmnepnuMrMeHTaumns KOXHbIX TMOKPOBOB C ce-
po-6pOH30BbIM OTTEHKOM, HONbLUE BblparKeHa B Me-
cTax TpeHusa. o pesynbtatam TenemMeauLUHCKOU
KOHCY/NbTauuMn nepeBefeH B AETCKMA CcTauuoHap
061aCcTHOro UeHTpa C AMarHo3oM «XpOoHu4YecKas
HaAno4yeyHMKoBass HeAOCTaTO4YHOCTb». B neve-
HUM — 3aMecTuTeNbHas ropMOHaNbHasg Tepanus
npenapatamum ruapokoptmsoHa (KopTted) B A03M-
poBKe 10 Mr/cyT (3 pacuéta 10 Mr/m2— 07:00-3 mr,
15:00 — 3 Mr, 23:00 — 4 wmr), nHdysmoHHasa Tepa-
nMs BOAHO-COJIEBbIMW pacTBOpamMu CO 3HAYUTESb-
HOM MNONIOXUTENbHON ANHAMUKON.

HacneAcCTBeHHbIn aHaMHe3 OTArOLWEH: Y POAHOWN
CecTpbl — peBMaTOUAHbLIN apTpuT. C 7 neT y Manbuum-
Ka MMeeT MecTOo anoneumns BONOCUCTOMN YacTuW rONOBbI,
Nno NoBOAY AaHHOW NnaTonorumn He obcnefoBaH. 3a no-
cnepHne 3 roja HeOAHOKPATHO pernucTpupoBanunCh
OCTpble TOH3WAAUTBI, B TOM YMCSE laKyHapHasa aHrm-
Ha, KnebcuennesHblii raCTPO3HTEPUT, GErMOHO3HBIN
anneHamumT.

Mpun 06beKkTUBHOM ocMoTpe SDS pocta — 0,76, SDS
NMT — 0,82, obpauliaeT Ha cebs BHUMaHWe CMYra0CTb,
CYXOCTb M MeNKonnacTUH4YaToe LWeNyLeHNEe KOXKU
C rvnepnurMeHTaunen B 06/1acTM NOKTER, KOJEH,
MeCT eCTeCTBEHHOr0 TpeHus. Bonockl Ha rosiose msr-
Kne, NICTOHUYEHHbIE, 0TMevaeTca AnddysHasa anoneuns
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BOJIOCUCTOMN YacTW ronoBbl. [bIxaHNe BE3UKYNSPHOE,
XpUNoB HeT. TOHbl YeTKne, puTMUYHble. HKUBOT MAr-
KuiA, 6/6. MeuyeHb BbICTyNaeT n3-noa Kpas pebepHo
Ayrv Ha 1 cM, Kpali e€ anacTuUHbIN, 6e3601e3HEHHbIN.
MonoBble opraHbl CGOPMMPOBAHbBI MO MYKCKOMY TUMY,
ponybepTaTHble, SUUYKM CNYLLEHbI B MOLLOHKY, MOLLIOH-
Ka runepnurMeHTMpoBaHa. ®Pusnonornyeckme or-
npasJieHNs — B HOPME, perynsipHole.

JlabopaTopHO — nNOBbIWEHHbIA ypoBeHb AKTI
(>1250 nr/mn), CHUXKEHNE KOPTM30J1a B CYTOUHOI MoYe
00 145 HMonb/cyT. 06bEM roHaz yMeHbLLEH, COOTBET-
CTBYeT BO3pacTy 3-X JieT No AaHHbIM Y3/ naxoBo-mMo-
LUOHOYHOW obnacTw.

MauneHTy BbICTaBNEH
HaAno4Ye4yHMKoBas
cTaauns AeKoMNneHcauuu.

AnarHos: XpoHu4ecKas
HeAOCTaTOYHOCTb, MNepBUYHas,
AMNC 1-ro Tuna? M3IH?

https://doi.org/10.14341/MGSPPE-2023-78

CuHppoM KapHenuHu ge JlaHre
H BpOJXXAeHHasA BUCOYHKIIHA
KOPBI HAAIIOYEeYHHKOB B OLHOH
ceMbe: KJIMHHYECKHH cayJyan

10.I. Camownoga', JI.M. HasapeHKo?, 0.A. OneiHuK’,
M.B. MaTBeeBa', [I.B. MoagunHeHoBa', M.. 3axapuykK!'

T Ore0yYy BO «CnbMpcKuin rocyfsapCcTBEHHbI MEANLMHCKUIA
YHMBEpPCUTET» MUHUCTEPCTBA 34 paBOOXPaHEHNs Poccuinckom
depepaunu, r. TOMCK
2 HAW MeaAnLMHCKON reHeTUKN OFBHY «TOMCKMWIA HaLMOHaNbHBbINA
nccnenoBaTenbCkMn MeANLIMHCKUIA LLeHTP POCCUIACKON akaaemMum
HayK», . TOMCK

ConyTcTBylowme 3abonesanna: anddysHas anoneuns BpegeHue

BOJIOCMCTOW 4acTy ro/oBbl. CvHapoM KopHenun pe JlaHre — 370 pejkad
PekoMeHA0BaHO NPOAOIKEHNE TUTPALMM A03UPOB-  BpOXAEHHass natonorust (OTHOCKMTCS K oOp¢aHHbIM

KW FMAPOKOPTM30HA MO/ KOHTPOJIEM 3/IEKTPOJIMTHOrO  3aboseBaHMAM),  XapaKTepusylowascs  3aMeTHbl-

coCTaBa KpOBW, MUCClief0BaHWe ypOBHel napaTrop-
MOHA, KalbUUTOHWHA B KPOBW ANA UCKIIOUYEHUS TU-
nonapaTtupeosa, B AMHaMUKe, UCCnefoBaHUe aHTu-
Ten K GAD, TMpo3nHpocdoKMHase AN UCKAOYEHUS
ayTOMMMYHHOIO MOpa*eHns WMHCYNSpHOro annaparta
NOAMENYAOYHON Kenesbl, peBMaTonaHoro dakropa,
ACN-0, nposeseHne MPT opraHoB Lwew.
3aknroyeHue

AMNC-1 B ONMCAHHON KJMHUYECKOW CUTyauuun §B-
NSieTCA AMArHo30M MCKOYEHUsl, a BapuabenbHOCTb
KAMHWYECKON KapTuHbl AMC-1 TpebyeT yrnybnaeHHOro
N CBOEBPEMEHHOro 06CcnefoBaHMA NauneHTa ¢ Noao-
3peHMeM Ha AaHHoe 3aboneBaHue. CBOeBpeMeHHas
AVarHOCTMKa BCero CUMNTOMOKOMMJIEKCA CnocobHa
NPOAJIUTE U MOBLICUTb KayecTBO MW3HU MaUMeHTa,
MUHUMU3NPOBATb PUCK TSMKENbIX U KU3HEYIPOMKat-
LLIUX COCTOSHUNA.

KntoueBble cnoBa: ayTOMMMYHHbIA MOAN3HAOKPUH-
HbI CMHAPOM 1-ro Tna, AeTH, opdaHHble 3aboneBaHus
KoHmakm+oe sauyo: Bavyadze Tamapa [mcambynos-
Ha, nabopaHm-ucciedoBamesb Kaghedpbi neduampuu
C KypcoMm 3HOOKpuHosoeuu ®r60Y BO CublrMy MuH-
30paBa Poccuu
TenecghoH: +7 (962) 779-05-62
e-mail: vtooma@mail.ru

Tabnuua 1. PesynbTaTbl HEOHATaJIbHbIV CKPUHUHT

MW MHOXECTBEHHbIMW CTUrMaMu An33aMbpuoreHesa
W pa3BUTMEM YMCTBEHHOW oOTCcTanoctbl. C yueTom
NpPeanonoXnTENbHO ayTOCOMHO-PELLeCCMBHOMO Tuna
HacnenoBaHWS CTeneHb BEPOSATHOCTM MOBTOPEHUS
cuTyauumn B ceMbe BapbupyeTcs oT 25 o 2% B oau-
HOUHbIX 3MM30aax Npu OTCYTCTBUN XPOMOCOMHbBIX MY-
Tauun y poautenein. IMHaMuuecKkoe HabawoaeHne
MaTepuanbi 1 MeTOAbI

KnnHnyeckas cuTyaums 3aperMcTpMpoBaHa no pe-
3ynbTaTaM, NONYUYEHHbIM B paMKax HEOHATaIbHOIO CKpU-
HUHIA X rocnuTasbHOro obcieaoBaHNA HOBOPOMAEH-
Horo K., NpoXmnBaloLero B paioHHOM LieHTpe ToMCKom
obnacTu.
PesynbTaThbl

MaumneHT K., a.p. 4.01.2023 ., pebeHoK oT 3-i1 bepe-
MEHHOCTW, 3-X POAOB M3 CEMbW, FAe CTaplas AeBOoY-
Ka cTpafaeT cnmHapoMoM KopHenun pe Jlanre, cpeaHss
JleBOYKa 3/0poBa (CO c/ioB). MaTb C YUETOM OTAMOLLIEH-
HOro aHaMHe3sa BO BpeMsi bepeMeHHOCTW HabsoAanack
B HWN mepmumnHcKoli reHetTmkn THL, CO PAMH, npeHa-
TanbHas AMarHOCTWKa He npoBoauaach B CBA3U C OT-
Ka3oM b6epeMeHHoW. ManbumKk poauncs B 38-39 Hegn,
no Anrap 6-8 6, macca 2900 r, pocT 49 cMm. Mpu poxae-
HWM OTMe4yanacb MPaMOPHOCTb M rMNepnMrMeHTauus
KOMM, BANOCTb, MblLUEYHAsH TMNOTOHMSA U ciaboCcTb co-
caTenbHoro pepnexca. C yuetoM aHamMHe3a U KIVHUKK
HeoHaTasIbHbI CKPUHWUHT 6bin NPoBeEH Yepe3 24 yaca
nocne poXAEHNS U MOBTOPHO — Ha 9-€ CYTKM KU3HW.

HeoHaTasnbHbIi CKPUHUHT I (05.01.2023) — 2-e CYyTKU }KU3HU

MapameTp PesynbraT En. nam. Hopma
deHnnanaHnH 0,9 Mr/pn -
TupeoTponuH 5,3 MKME/Mn -
NMMyHOpeaKTUBHbIN TPUMNCUH 54,7/59,2 Hr/mn -
17-0N 189,9/229,3/200,3 HMonb/n [o 100 HmMonb/n
[anakTosa 0,4 Mr/non 0,4-71

HeoHaTanbHbI CKPUHUHT IT (13.01.2023) — 9-1i A€Hb XU3HU
MNMMyHOpeaKTUBHbIN TPUMNCUH 44,3/44,3 Hr/mr -
17-0N 199,0/196,0 Hmonb/n -
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Mocne nonyyeHWs NepBbIX Pe3yNbTaTOB CKPUHWUH-  CHUMKEHWE KOPTU30/1a U 3HAYeHUs TeCcToCcTepoHa, Co-
ra 6ol chopMynnpoBaH AMarHo3: BPOMKAEHHas ANC- OTBETCTBYOLLME NpenybepTaTHON HOPME.
GYHKUMA KOpbl HaAMOYEYHMKOB, CMELLaHHbIA Kaac- Kpome TOro, ogHoBpeMeHHO Ha oHe mporpeccu-
CUYECKMI BapuaHT U Ha3HauyeHa Tepanus: KopTed + pyloLed UKTEPUYHOCTIN KOXHbIX MOKPOBOB B 6MoXu-
KopTuHed. JlabopaTopHble NCCNeAOBaHMA B AUHAMW- MUYECKOM aHajvM3e OTMe4yanncb runepbunnpybuHe-
Ke yXe B CbIBOPOTKE KPOBM Ha (OHEe 3aMecTuTesb- MU, TMnepKaamemus.
HOM rOpPMOHaNbLHOW Tepanuu NPOAEMOHCTPUPOBANM PesynbTatbl reHeTUYECKOro TeCTUPOBAHUA MO3BO-
NOATBEPXAEHVNE ANArHOCTUYECKM 3HAUMMOro MOBbl- JIMAW BbISBUTb 2 3HAuYMMble reTtepo- U roMO3UroT-
WeHMs YpoBHA 17-rmapokcu-nporectepoHa u ArA-C, Hble MyTaumu.

Tabnuua 2. UMMyHOXMMUYECKME UCCIef0BaHUsA CbIBOPOTKM KpoBu (13.01.2023)

WccnepoBaHne PesynbTaT Ea. usm. Pe¢. 3HaueHus
17 OH-MporectepoH (17-0H-NT) 155,00 Hr/mn 0,03-0,90
TecToCTEPOH 10,00 HMonb/n 2,60-13,90 MNpenyb6epTaT
KopTtuson 1,6 MKr/on 3,7-19,4 ytpo ao 10:00
LernaposanuaHapoctepoH (Ar3A-C) | 1600,0 MKr/pn 1,0-41,0
Ta6auua 3. BuoxnMmyeckoe nccnepoBaHne CbiBOPOTKU KpoBu (13.01.2023)
NccnepoBaHue PesynbTaT Epn. nsm. Ped. 3HaueHus

ANT 17,0 En/n 13,0-45,0

ACT 37,2 En/n 25,0-75,0
LLlenouHas ¢ocdartasa 230 En/n 75-316

[noko3sa 3,51 MMonb/n 2,70-4,40

06wunit benok 64,00 r/n 41,00-63,00
AMuNasa 5 En/n 5-65

Bunnpy6uH o6Lmit 243,10 MKMonb/n 5,00-20,50
BuanpybuH npsmoi 14,00 MKMob/n 0,00-3,40
NakTataernaporeHasa 389 En/n 545-2000
MaMMa-rnyTamMmmuntpaHcdepasa 149,80 En/n 12,00-122,00
Kanui 7,21 MMonb/n 3,60-6,00

Hatpuit 132 MMonb/n 130-145

Xnopwuabl 97 MMonb/n 95-110
Jlivnnporpamma

XonectepuH o0buwmii 1,70 MMonb/n 1,37-3,50
Tpuravuepuabl 1,13 Mmonb/n 0,34-0,97
XonectepuH-JINBIN 0,84 MMonb/n 0,90-2,10
XonectepuH-JINOHM 0,52 MMonb/n 0,16-1,04
XonectepuH-JIMHM 1,33 MMonb/n 0,00-3,50
KoappuumeHT aTeporeHHOCTH 1,02 0,00-3,5
NKTepnyHOCTb BbiparkeHHas (+++)

Tabnuua 4. 06wmii aHanns KpoBu pasBepHyTbii (13.01.2023)

MapameTp PesynbTaT Ea. usm. Hopma
MCV 108 on 81-99
MCH 37 Pg 27-31
MCHC 341 r/n 330-370
MPV 8 on -
femMorno6buH 172 r/n 125-205
SpuUTpoUUTSI 47 MnH/MKR 3,6-6,2
femaTtokput 50,4 % 39-63
TpoMbouunThbl 468 Tbic/MKN 99-421
JlenkouunTel 15,6 Tbic/MKN 7,8-15,2
3031HOGUAbI 3 % 1,9-6,3
M-snepHble HeRnTpodUbI 0 % 1-5
C-anepHble HEUTPOGUIbI 32 % 26,3-47,5
JinmooumnThl 60 % 38,0-57,8
MoHoUNThI 5 % 5,2-14,8
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Tabnuua 5. Pesynbtathl reHeTUYECKOro uccieposaHus (02.02.2023)

MyTtauuun* FeHoTUN MyTtauun* FeHoTUN
P30L N/N Q318X N/N
IVS2AS, A/C-G,—13 m/m R356W N/N
8 bp del N/N P453S N/N
V281L N/N Del30kb N/m
I1172N N/N (CYP21A1/CYP21A2)

*MaToreHHble BapuaHTbl. N — HOpMasbHbIN annens (MyTauus He BbisBNEHA); M — NaTOreHHbIA BapuaHT (MyTaums)

3akntoyeHume: Y nauuneHTa BbisiBNeHa nepecTpoika mexay reHom CYP21A2 n ncesaoreHom ¢ geneuuen 30kb B retepo-
3UrOTHOM COCTOSIHUK, a TaKxe MyTauum IVS2AS, A/C-G,—13 (NM_000500.7 (CYP21A2) B roMO3MIrOTHOM COCTOSIHUW.
MpeanonoxutensHblii reHotun: IVS2AS, A/C-G,—13/IVS2AS, A/C-G,—13 + Del30kb.

3akKkr4yeHue

TakuM 06pa3oM, B OHOI CeEMbe y ABOUX AeTel 06-
Hapy»eHbl 2 cepbesHbix opdaHHbIX 3aboneBaHus,
yTo TpebyeT He TONbKO MPUCTANIbHOrO HabnaeHUs
N neyeHns pebeHKa co cMellaHHbIM BapnaHTom BAKH,
HO 60J/ie€ MPULIENIbHON OLLEHKU FTEHETMUECKOro Mpo-
buna poantenen.

Knrouyesble cnoBa: cMHApPOM KopHenuu ae JlaHre,
BPOAEHHAs AMCOYHKLMS KOPbl HAAMOUYEYHNKOB
KoHmarkmmHoe auuyo: OneliHuk OKcaHa AneKkceeBHa, 00-
ueHm Kaghedpbi neduampuu ¢ KypCcoM 3HOOKPUHOI02UU
®r60Y BO CublrMy Mu+Hzdpasa Poccuu, Tomck, Poccus.
TeneghoH: +7 (913) 850-38-40
e-mail: oleynikoa@mail.ru

https://doi.org/10.14341/MGSPPE-2023-79

KJIHHHUYECKHH cayJdan
TPaH3HTOPHOI'O HEOHATAJIBHOI'O
caxapHoro guaberta

®IrBY «HaunoHanbHbI MEAULIMHCKNIA NCCNEeN0BaTENbCKUN
LLeHTp 3HAOKPUHOIOrMKU» MUHNCTepcTBa
3 paBooxpaHeHus Poccuinckon depepauum, r. Mocksa

BesepeHune

HeoHaTanbHbIl caxapHbiin anabet (HCA) — Henm-
MyHHas ¢popMa caxapHoro anabeta (CA), MaHupecTn-
pyloLLas BnepBbie 6 MECALEB }U3HW. XapaKkTepnsyeTcs
HW3KWM YPOBHEM MHCynMHa n C-nentuaa, OTCYTCTBU-
eM ayTOMMMYHHbIX Mapkepos C[ 1-ro Tuna, pea-
KUM pa3BuUTUEM KeToaumpao3sa. 1o xapaktepy Te4yeHus
BbIAENSIOT NepMaHeHTHbIA U TpaH3uTopHbIA (THCA)
HCA. THC/ BcTpeuaetca B 50-60% Bcex caydaes
HC/A, pasBuBaeTcs Mocjie poXAEHUA B pesynbraTe
HapyLwweHna MPOAYKUMW MHCYAMHA C MNOCJIeAYOWMM
HacTynjieHneMm cTagun <«WUHCYJINHOHE3aBUCUMOCTU»
n peunameom B 6onee B3pocsoM BospacTte. B 60b-
wnHcTBe caydaeB getm ¢ THCL poraatTcs C HU3-
KMMW pPOCTO-BECOBbLIMW MOKasaTensgMm no OTHOLle-
HUI0O K recTauMoOHHOMY BO3pacTy. Hanbonee yacToi
npuumHoi paseutus THCA (70 %) siBasieTcs naTosio-
rnms 6-1M XpOMOCOMbI, NPUBOAALLANA K CyMepaKkcnpec-
cuun reHoB ZAC n HYMAT, a TakXe MyTauum B reHax
KCNJ11, ABCCS8, INS, NHF1 B n ap. Hamun npeactasne-
HO OMucaHue KAMHUYeckoro cnydas passutua THC

BC/IeACTBME MyTauum B reHe GATAG, KOTOpbIA urpaet
Ba*KHYIO POJb B Pa3BUTUM NOAMKENYAOUHON Henesbl,
a TaKXe ApYyrux NPpou3BOAHbIX IKTO- U Me30oJepMalb-
HOrO POCTKOB (OpraHbl Xenya0uYHO-KULWEYHOro TpakK-
Ta, cepaLle u ap.).

KnnHnueckum cnyyan

[eBoyka OT 1-1 6GepeMeHHOCTW, NpOTEeKatoLLen
Ha ¢oHe xnammanosa, OP3 B NepBOM TPUMECTPE, aHe-
MWW IEFKON CTENEHN BO BTOPOM U TPETbEM TPUMECTPaXx.
Popbl onepatmBHble Ha 35-11 Hepene C HU3KUMKU PO-
CTO-BECOBbIMY MOKasaTeNssMn OTHOCUTENbHO recTaum-
OHHoOro BospacTta (SDS anvHbl Tena — 2,65, SDS mac-
cbl Tena — 2,29), ¢ npusHakammn 3BYP. Haxoannacb
Ha 30HAOBOM MUTAHMM Ha 2-M 3Tane BbIXaKMBaHUS.
B neproae HOBOPOXKAEHHOCTU 3aPUKCMPOBAHA NKe-
Musa 29,6 MMOJb/N1, UHULMUPOBAHa TePanms MHCYIMHOM.
C 1-ro mMecsaua *KWU3HW Tepanusa UHCYIMHOM OTMEHEeHa,
C COXpaHeHWeM HOPMOrAnKeMUn, nocTnpaHananb-
Has rNMKeMns He uccnepoBanacb. HacneacTBeHHbIN
aHaMHe3 no C/[l He OTAroLLeH.

C 2 neT ®u13HM PUKCMpOBanach MOKo3ypus. B Bos-
pacTe 3 neT nocje nepeHeCeHHOW BUPYCHON NHPEK-
LMW NOABUAUCH Xanobbl Ha NOANYPULO, MOAUAUNCUIO,
oTcyTCTBME NpubaBKM B Bece. [NMKUPOBAHHLIA re-
mMornobuH (HbA1c) 11,5 %, rnmkemns yepes 2 yaca no-
cne eabl 18,6 MMonb/n, cneunduyeckne OCTpPOB-
KoBble aHTuTena (GAD, ICA, IAA) He BbISIBJIEHbI.
Bo3o6HOBNEHA Tepanus UHCYAnHOM (AcnapT).

Brnepebie B ®IBY «HMWUL, 3HaOKpUHONOrMU» 06-
cnegoBaHa B Bospacte 3,5 roga. HbA1c 5,8%.
YpoBeHb C-nentua HaTowak 0,69 Hr/mn, cTuMynunpo-
BaHHbI C-nenTtuna (Nnpoba c 3aBTpakoM) — 2,32 HI/MA.
HaxoguTtcs Ha Tepanuu npaHAWanbHbIM MHCYAMHOM
(AcnapT, 0,43-0,57 Ea/kr/cyT). Npun npoBeaeHUN MO-
NeKynapHO-reHeTUYeCKoro NCCnefoBaHns NaHenun re-
HoB «CaxapHblii AnabeT-runepuHcynmHmMsm» (27 re-
HOB) — MyTaLWil He BbISIBNEHO.

B Bo3pacte 8 seT nNoOBTOpPHO o0b6cnepoBaHa
B ®BIY «HMWU 3HpaokpuHonorum». HbA1c 5,2%.
C-nentna Hatowak 0,71 Hr/mMA, CTUMYNMpPOBAHHBLINA
C-nentua (Npoba ¢ *MAKUM 3aBTpakoM) — 0,9 Hr/ma.
Crneuundunyeckne oCcTpoBKOBbIE aHTMTeNa K GAD, ICA,
IAA, ZnT8 oTpuuartenbHblie. [porpeccMpoBaHus Ha-
pyleHus yrneBogHoro obmeHa He OTMeYanocb —
NpPoAONKaeT Tepanuil WHCYIVHOM  YyNbTPakopoT-
KOro nencteusa AcnapT, NoTpebHOCTb B WHCYNMHE
0,9 EA/Kr/cyTKN.
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MpoBefeHO MONHOIK3OMHOE CEKBEHMpOBaHWE —
BblSiB/IEHA paHee He onucaHHas, naToreHHas, retepo-
3UroTHast MyTauus B reHe GATAG6 ¢.1302+4 1302+7del.

M3 akcTpanaHKpeaTUYeCKUX NposBiEHUI y pebeH-
Ka MMeeTcs yMepeHHOe oTcTaBaHue B pocTe (SDS po-
cta -1,91), areHesns *ken4yHoro nysbips, Npoaanc Mn-
TpaNbHOro KnanaHa, MuTpanbHas HeAoCTaTOYHOCTb
2-i cTeneHwu, Nyno4yHas rpbiKa, XPOHUYECKUIA ayTo-
UMMYHHbI TUpeonaut. Npu MHOrOKpaTHOM npoBe-
LEeHUN YNbLTPasBYKOBOro WCC/IeAOBaHUA MNOAMENY-
LlOYHas Kenesa He BM3yaNnu3npoBanacb, UTO MOMKET
CBMAeTeNbCTBOBATb O FMMNONAA3nU UAK aniasum noa-
eNlyAOUYHOWN Kenesbl.
3aknoyeHue

MyTauuu B reHe GATA6 ABNSIOTCA OAHOW U3 pepn-
Kux npuunH HCA. Passutne CA B cneacrteue MyTa-
UM B reHe GATA6, BepoAaTHO, 0bBycNioBAEHbl anna-
3nen MAnM runonnasmvein NOAMENYAOUYHON Kenesbl.
Ona HC/, accounmmpoBaHHOro ¢ myrtauusamm GATA6,
NMOMMMO HapyLIeHWI A YrneBOAHOro obMeHa, Xapak-
TepHbl BPOMAEHHble KapAuanbHble MOPOKM pasBu-
Tns (aedekT MexnpeacepaHOW MeperopoaKku), aHo-
Manun CTPOEHUS KenyoouYHO-KULIEYHOro TpaKTa
(aTpesunsi *KenyHoro nysbips, rMNonaasus Man anna-
3MA  MOAMENYAOUYHON Kesnesbl), Nyrno4yHas rpbliKa.
MpeacTaBneHHbIM  KAWHUYECKU  Cayvyail  [EeMOH-
CTpMpyeT LuenecoobpasHOCTb NpPOBEAEHMSA MOJHO-
9K30MHOro cexkBeHnpoBaHus npu HCA B couyeTaHuu
C MOpOKaMu pasBuTuA (B Cayyae Hallen NauneHTKn —
KapAnaibHbIMU U TaCTPOUHTECTUHANbHLIMY).
KoHmakmHoe auyo: PalikuHa EnusaBema HukonaeBHa,
KAUHUYecKul op0uHamop — 0emcKull 3HOOKPUHOJI0e2,
@rby «HMUL sHOokpuHonoeuu» MuH3OpaBa Poccuu,
MockBa, Poccus.

TenegpoH: +7 (916) 219-17-88
e-mail: dr.raykina@mail.ru

https://doi.org/10.14341/MGSPPE-2023-80

HapylieHHA yIJIeBOOgHOI'0
obMeHa y pebeHKa c MyTaLiHeH
B reHe HNF1A Ha ¢oHe
OJXHpEeHHUS

OrbY «HaumoHanbHbI MEANLMHCKNIA MCCea0BaTENbCKUIA LLEHTP
3HAOKPUHONOrMKN» MUHUCTEPCTBA 34paBoOOXpaHeHns POCCUNCKoOM
depepaunn, r. Mockea

letepo3nroTHole MyTauuu reHa HNF1A (apepHo-
ro d¢aKktopa renatouutoB 1 anbda) ABAAOTCA OAHOWN
13 YacTblX NPUYMH MOHOIEHHOr0 caxapHoro anabeta
(CL). TeH HNF1 A siBnaeTcs TPAHCKPUMUMOHHBIM daK-
TOPOM, KOTOPbIN B B-KAETKax NOAKENYA0UHON Kenesbl
BJIUSIET HA IKCMPECCUIO FTEeHOB, PEryampyrLwwmnx MeTa-
60/11M3M U TPAHCNOPT FNOKO3bl. Mpy MyTaumMax B reHe
HNF1A NpoucXoAauT NOCTEMNeHHOoe UCToweHne QyHK-
umMm B-knetok c passutveMm CA Kk 20-25 roaam.

MODY-HNF1A xapaktepusyetca ayTOCOMHO-LOMWU-
HaHTHbIM TUMOM HacnefoBaHUA W BbICOKOW KOH-
ueHTpaumein CJ1 B ceMbe, OnNpefefiieMbiM YypOBHEM
C-nentuaa, HU3KON MAM HEOONbLIOK NOTPEBHOCTLIO
B MHCY/IUHE, BbICOKOW YYBCTBUTENLHOCTLIO K npena-
pataM cyabGOHNAMOYEBMHBI.

KnnHnyeckum cnyyamn

MpobaHa, 9 net, obcnenoBaH B AETCKOM OTAe-
NleHMn caxapHoro puabeta. W3 aHamMHesa n3BecCT-
HO, 4TO pebeHOK OT 3-Ii bepeMeHHOCTMW, NPOTeKaB-
wer Ha ¢oHe CL y MaTepu (Tepanusi UHCYJINHOM).
Mpun poxaeHun poct 53 cm, macca Tena 3950 1.
HacnenctBeHHbIn aHaMHes no C/ oTdroweH. Y Mma-
Tepu MHCyNMH3aBuCcuMbIA C, ¢ 23 neT, eaMHOyTpo6-
HbI 6paT, 23 roga — C/l Ha ¢oHe oXunpeHus c 12 ner,
BbiABJIEHA retepo3nrotHas myrtauus p. Pro291ins C
flame shift B reHe HNF1A, ¢ 14 neT HaxoauTCs Ha Te-
panun ranmenmpugom. Cectpa, 14 net, HapyweHun
yrneBoAHoOro obMeHa B HacTosLLee BpeMs HeT. B cBsi-
31 ¢ anarHocTtmkorr HNF1A-MODY y eanHoyTpobHO-
ro 6parta, npobaHay B Bo3pacTe 1 roaa, ctapLien
cecTpe B Bo3pacTte 6 neT, Matepu NpoBeLEHO MoJie-
KYNSipHO-reHeTU4YecKoe nccaenoBaHue, y BCEX BbISB-
NleHa reteposunrotHas MyTaumsa p. Pro291ins C flame
shift B reHe HNF1A.

C 6 neToTmeuaeTcs n3bbITOUHas MaccaTenanocrte-
NEeHHO NPOrpeccUpyoLLero xapaktepa. B cBa3un c Ha-
NMunem y pebeHKa reTepo3nMroTHOM MyTaLMen B reHe
HNF1A nepnognyeckn c roga npoBoAuAnN nccnepoBsa-
Hue ramkemuun. Bnepsblie B 6 neT 3adunKkcnpoBaHa rv-
nepravkemusi 8,1 MMonb/n. MUKUPOBaHHbIA FreMorio-
6uH (HbA1c) — 5,5%. B 8,5 roaa AMarHoCcTUpoBaH
CA (no paHHbIM MI'TT anabeTUYecKuii ypoBeHb Mn-
KeMuu Ha 120 MuH — 11,9 MMonb/n). PeKoMeHa0BaHa
fveTa C orpaHuMyeHmeM BbICTPOYyCBOSEMbIX Yr1eBO-
[OB.

Mpu obcnepoBaHumn B ®rey «HMUL, sHAOKpUHONO-
runm» Munsapasa Poccum B 9 net: poct 152 cMm (SDS
3,14), Bec 69,8 kr (SDS 3,55), UMT 30,21 kr/m? (SDS
3,48). Mpu ocMoTpe oO¥upeHMe no abaoMUHanNb-
HoMy Tuny. Acanthosis nigricans Ha wee u B noa-
MbllLEYHbIX BAAAWHax OTCYCTBYeT, CTpUA HeT.
KonebaHusi rnmkemmn ot 3,5 o 12 MMonb/n, runep-
rnmkemus nocne eabl. HbA1lc — 6%, cneunduueckme
aytoaHtTutena (GAD, IA2, IAA) — oTpuuaTenbHble.
Mo pesynstatam MITT. HOPMOrAMKEMUS HaTOLLAK
(rnukemns Hatowak 4,19 mmonb/n), HTT (rAnkemus
Ha 120 MUH — 9,97 MMOAb/N), LAHHbIX 3@ TUNEPUHCY-
JNMHeMuio (YpoBeHb MHCYNMHA HaTowak 8,17 MKE/Mn,
Ha 120 MUH — 61,29 MKE/MA) U MHCYNMHOPE3UCTEHT-
HOCTb He nonydyeHo (MHAekc ISI Matsuda — 4,35,
Caro — 0,51, HOMA — 1,52). OAM — arnoKo3ypus.
MokasaTenu aMnuaHoro npoduns B npepenax pede-
PEHCHbIX 3HauyeHuin. Y3 opraHoB 6ptoWHON MNono-
CTM — 3xorpaduyeckme NpuU3HaKM renaTomeranmu,
YMEPEHHbIX ANPODY3HBIX NIMEHEHUI MAPEHXUMbI ne-
YeHKU, TMNOMATO3 NOAXKENYAOUHON Kenesbl. Ha doHe
AneTbl OTMEeYaeTCs HOPMOMJIMKEMUSA, CaxapOCHMKal0-
Las Tepanns He NoKasaHa.
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3aksiroyeHue

Mpn myTaumsax B reHe HNF1A npoucxoomT nocre-
NeHHoe WucTolleHne OQYHKUUKM P-KAeTOK C pasBu-
Tnem CA Kk 20-25 rogam. OfgHaKo gaHHOE KAWHWU4Ye-
CKoe HabnoaeHne LEeMOHCTPUPYET, YTO HapyLlleHus
yrneBogHoro obMeHa y HocuTesieil MyTauuu B reHe
HNF1A MoryT 6bITb ANArHOCTUPOBAHLI Y}Ke B NepBoe
pecaTuneTue X13HU. PaHHee BbiiBNeHWE HapyLIeHWi
yrneesogHoro obmeHa, BeposiTHO, 06yCnoB/IEHO pery-
NSPHBIM, MPOQUIAKTUYECKUM KOHTPOJNIEM TAUKEMUU
B CBSI3U C MOBbILWEHHOW HAaCTOPOMXEHHOCTLIO poauTe-
el B OTHOWeHUKM passutua CL y pebeHka — Hocu-
Tena mytauum B reHe HNF1A. MOXHO NMPeanonoKuTb,
UYTO COMYTCTBYIOLLEE OMUPEHWE Y NauueHTa ABASeT-
ca ¢GaKTOpOM pucKa paHHero passutua C, moau-
duumpys TeueHue 3abonesaHuss npu HNF1A-MODY
N yXyALwas rnkeMmnyecknin KoHTpoab. CHUMKeHNe Mac-
Cbl TeNa MOMeT OTCPOUYUTL Hauya 0 Ha3HauYeHnsa caxa-
POCHMKAlOLWeEeNn TepanmMm 1 yayylmTb NporHos 3abo-
NneBaHus.

https://doi.org/10.14341/MGSPPE-2023-81

CHHOPOM pe3HCTEeHTHOCTH
K TTI: pe3ynpTaThl 12-71eTHETO
HabI0OeHHA ABYX
cecrep-61HM3HeLIOB

"TAY3 CO «O6nacTHas AeTcKaa KAnHuMYeckaa 60abHULLA»,
r. EkaTepuHbypr

2drbe0y BO «YpanbCKkuii rocyAapCTBEHHbIN MeAULIMHCKUIA
yHuBepcuTteT» MnHucTepcTea 34paBooxpaHeHuns Poccuiickon
depnepaumu, . EkatepnHbypr

BesepeHune

Yactota Bl B AOCKPUMHUHIOBYIO 3py COCTaBAA-
na: 1:6700-7500 HoBOpoOXAeHHbIX peTein. [llocne
BHEAPEHUA HEeOHaTaJbHOr0 CKPUHWHra Mo YpOB-
Hio TTI vactota Bl y geten B Mupe yBeanymnachb
B 2-3 pasa: 1:2000-4000, uTo C NO3MUMA 34paBo-
ro CMbiC/1a MOMET BbITb 06BSICHEHO TO/NILKO yBeENMYe-
HMWEM [0/U C/lyYaeB C aHOMaJIbHO NOBbLIWEHHbLIM YPOB-
HeM TTI, AN T.H. CYOBKANHUUYECKUM TUMOTUPEO3OM,
KOTOpble paHee He BbISBAAANCH, MOCKOJIbKY HE MOrun
UMETb KAWHUYECKUX MPOSIBNEHUN NMBO BbISBASINCH
C/lyyaiiHo B 6osiee cTapLleM BO3pacTe U Knaccupmum-
pOBaJNCb Kak No3aHsAs ¢opma Br.
KnuHuyeckuit cnydamn

B 2010 roay no pesynsraTtaM HeOHaTaJbHOr0 CKpu-
HWHra 6bl1 BbIABAEH cayuyaid Bl y aeBoukn N2 1 (pe-
TecT: TTF — 37,6 ME/n, cT4-12,48 nmonb/n), pacue-
HEHHbIA HAMU KaK cyBKAnHMUYEeCKnin runotupeos (BCI).
YunTbiBas HOpMaJibHbli YPOBEHb CT4 1M Hanuume Hop-
MaJibHbIX pPasMepoB N CTPYKTYPbl TUPEOMAHON TKaHwu,
pacnoJioXKeHHOoW B TUNUYHOM MecTe npu Y3W WK, no-
cne 6eceabl C pOAMTENAMU U UX COTNACUS BbINO NPUHATO
COBMECTHOE pEeLLUeHnEe 0 AMHAMMUYECKOM HabnwoaeHun
Ha ¢oHe nprnemMa NpodUNaKTUYECKOI A03bl NpenapaToB

Kanua inoampa. B Bospacte 11 MecsueB cayvaii-
HbiIM 06bpasom 6bina obcnenoBaHa ee cecTpa-ABON-
HSAWKa N2 2 (AM3UroTHble BAU3HELbI) U TaKMKe BbISiB-
nen BCI (TTr — 15,73 ME/n, cT4 — 14,13 nmonb/n).
B 2014 roay npoBefeHO MONEKYNAPHO-reHeTU4ecKoe
nuccnepoBaHve B flabopaTopuy HacNeACTBEHHbIX 3H-
LokpuHonatuin ®rby «3HLU» MuHsapaBa PO MeToaoM
napanfenbHOro cekBeHumpoBaHus (nnatdpopma Ion
Torrent). Y 06enx cectep BbisiB/IEHA FOMO3UIOTHasa My-
Tauus p.R450H B reHe TSHR, a y ux matepu — aHaJio-
rMYHas retepo3nroTHas MyTauus.

Yepes 12 neTt perynsspHoro HabnwaeHus Ha GoHe
npoduNakTUYECKMX 03 NpenapaToB Kanus noamaa
HaMy NpoBeAeHa KOMMJEKCHas OLeHKa GU3nyYeckoro
N UHTENNEKTYaJIbHOro pasBUTUS.

CnyyanNe 1: TTIr —28.13 ME/n, cT4— 14,60 nMonb/n;
SDS pocTta +0,14; pensta SDS +0,81; SDS UMT +0,27,
TaHHep — 3 (Me -); 06wmii IQ (TecT Bekcnepa) — 112.

CnyyanNe2: TTF—22.30ME/n,cT4— 13,25 nMonb/n;
SDS pocta -0,52; gensta SDS +0,15; SDS NMT -0,16;
TaHHep — 3 (Me +); 06wwmii IQ (TecT Bekcnepa) — 114.
3akiroyeHue

PesynbTaThl 12-neTHero HabnoaeHMsa 3a AByMS ce-
CTpaMn-6a1M3HEeLaMN C YMEPEHHOW PE3NUCTEHTHOCTbIO
K TTI CBMAETENbCTBYIOT 06 OTCYTCTBUM KaKux-anmbo
OTKJIOHEHUN B GU3NYECKOM, MOJIOBOM U UHTENNIEKTY-
anbHOM pasBUTUW AeTein, He Nony4yaBLUMX 3aMecTu-
TeJIbHYI0 FOPMOHabHYO Tepanuio NeBOTUPOKCUMHOM,
uYTO, B CBOK Ouepenb, AAeT KJAWHULUCTY AOMNOJAHM-
TesbHble apryMeHTbl Npu obcyxaeHun Bbibopa Tepa-
NeBTUYECKON TAKTUKM NPU BPOXKAEHHOM CyOKNMHNYe-
CKOM rmnoTmpeose y AeTei.

KntoueBble CnoBa: BPOMAEHHbLIA CYOKANHMYE-
CKUI rMNOTUPEODs, Pe3nCTeHTHOCTb K TTI, reH TSHR

Mpu noapep:kke ¢oHaa «KyneTypa 6narotsopu-
TENIbHOCTU.

KoHmakmHoe nauyo: KusesB Anekcel BacuabeBud,
0.M.H., npogeccop Kaghedpbl eocnumasbHOU nedua-
mpuu @r60Y BO “Ypanbckull 20cydapcmBeHHbil medu-
UYuHcKul yHuBepcumemy» MuH30paBa Poccuu, Ekame-
puUHbype

TenegpoH +7 (902) 873-02-17

e-mail: thyroend@mail.ru

https://doi.org/10.14341/MGSPPE-2023-82

CeMeHHBIH CAy4YaH
X-cLenjieHHOH
appeHoOJIeHKOAUCTPOOHUH

K.A. CTynbHuKOBa, H. 0. dununa, B. K. NMonsikos,
H.B. BonoTtoBa
Ore0y BO «CapaToBCKUil roCyAapCTBEHHbIN MeAULUHCKAUN
yHuBepcuTeT uMeHun B. /. PazyMoBCcKoro» MmHucrtepcrtea
34paBooxpaHeHns Poccuiickoi ®epgepauum, r. CapaTtos

BeeneHue
X-cuenneHHas aapeHonenkogmuctpodus (X-AN4) —
peakoe Hac/neACTBEHHoe 3aboneBaHuMe, OTHO-
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CBOPHUK TE3UCOB

MOHe}(yHHPHO-PeHeTI/I‘{ECKI/Ie HCCIeOBaHUA BIIPAKTHUKe NEeTCKOI'0 SHAOKPHUHOJIOra

csAlleecs K Tpynne MNepoOKCUCOMHbIX 6onesHel
C X-CuenjeHHbIM peuecCMBHbIM TUMNOM Hacne-
[OBaHWA, BbI3BaHas MyTauumamm B reHe ABCA1.
PacnpocTtpaHeHHoCTb cocTasnaseT 1 Ha 15000 yeno-
BEK BO BCEM MuMpe U BCTpeyaeTcsa C OAWHAKOBOW Ya-
CTOTOM BO BCEX NONYAALMSAX.
PesynbTraThbl

Manbumk 16 net, B TeueHuWe nocliegHero roaa
NosIBUANCH Xanobbl Ha obulyo cnabocTb, Hapylle-
HMS KOOpPAMHALUMK, WATKOCTb NOXOAKN, CNOTbIKaHNA
C NajeHUsMU, FOJIOBOKPYKEHUA, IMOLMNOHANbHYIO
noAaBfIeHHOCTb M caMoarpeccuto. HeBponorom 3sa-
nopospeHa AJ14, nposeaeHo MPT ronoBHOro Mos-
ra C KOHTPacTHbIM YCUJIEHUEM: U3MEHEHUA XapaK-
TepHble ana X-AJl[. CocTosaHne cpeaHen TAXeCcTu
3a CYeT HEeBPOJOrMYECKONW CUMMTOMaTUKKU: B CO-
3HaHWUW, Ha BOMPOCHI OTBeYaeT aAeKBaTHO, peub
He HapyleHa. IMOLNOHANbHO NabUnbHbIA, CKIOHEH
K 6eCnoKONCTBY M TPEBOMHOCTWU. Jlerkne uHTEN-
NIeKTyanbHO-MHECTMYEeCKMEe HapylweHunsa. WMeeTcs
HapylweHne KOOpAUHAUWUU ABUNKEHUIN, MOX0A4Ka
WwaTKasn. KoXHble NOKPOBLI 6baeAHble, YMEPEHHAS TU-
nepnurMeHTaumsa COCKOB, NMOAMbILLEYHbIX CKNaLoK,
HapyHbIX NOBEPXHOCTEN NOKTEBbIX, KONEHHbIX CY-
CTaBOB, MOLIOHKKW. MMeeTCs HapylleHWe OCaHKMu,
NNOCKO-BaNblryCHble CTOMbI, HUMXHWUIA CNAaCTUUYECKUNA
napanapes C HapyweHneM QyHKLMN Ta30BbIX Opra-
HOB. MpW 3HAOKPMHOMOrMYEecKoM obcnenoBaHUU:
BKpoBU AKTI — 473 nr/mn, Koptnson — 31 HMONb/N,
yCTaHOBNAEHa nepBMYHas HaANO4YeYHUKOBAA Hepo-
cTtaTouyHoCTb (MHH), Ha3HaueHa Tepanusa r’MAPOKOP-
TU30HOM. Mpu MX-MC Ha OLUMXKK noBbileHbl KOH-
LeHTpauua KNCNOT U COOTHOLIEHME KOHLEHTpaLuuni
KucnoT. Mpu MONEeKyNsipHO-reHeTuyeckom obcne-
poBaHumn (MIrO) BoisBieHa MyTauus B reHe ABC/A1,
onucaHHas npu X-AJ1l. B HacTosAWee BpeMs pebeH-
Ky npoBejeHa TpaHCNJaHTauus reMonosTUYeCKUXx
CTBOJIOBbIX KJIETOK, Mnony4yaet MMMYHOCYNpPecCuB-
HYO Tepanuio.

ObcnepoBaH cmbc 5 neT C Uenbl0 Bepu-
dnkaumm nposeneHuii  X-AJI4. Hanobel oT-
CYTCTBYIOT, CUMNTOMOB 3abosieBaHus HeT.

Mpu obcnepoBaHun nabopaTtopHo BbiABneHa MHH
(AKTI — 376 nr/mn), HasHauyeHa Tepanusa rMapo-
KOpPTM30HOM. lMpu MPT ronoBHOro mosra: AaHHbIX
3a X-AJ14 He BbigBneHo. lMNpu npoeegeHun MNX-MC
Ha OALMXK 1 MIO BbisiBJIEHbl MAEHTUUYHbIE CUBCY pe-
3yfibTaTthl. [1poBOAMTCA MOHUTOPUHI MP-KapTuHBbI,
HEBPOJIOTMUYECKUX NPOABAEHNI 3aboneBaHus.

Ha doHe 3amecTuTeNbHON Tepanun rmApPOKOPTU30-
HOM 06a pebeHKa noJsiyualoT MacJsio JIopeHLo.
3aknoyeHue

[laHHoe KAMHMYecKoe HabnopeHne 2 cubcos
c X-AJ1[] nokasaj CNOXHOCTWU ANArHOCTUKM LAHHOr0
3aboseBaHNs B CBA3W C reTEPOreHHOCTBIO M Hecnewe-
GUUYHOCTBIO KNINHUYECKUX MPOSIBAEHUIA. TaKeNbIi Npo-
rHO3 AaHHOro 3abosieBaHua obycnaBnmMBaeT Heobxo-
AVMOCTb pacluMpeHus MoKasaHui ana onpepeneHus
OALMK c uenbto paHHen anarHoctukm X-AJA4.

https://doi.org/10.14341/MGSPPE-2023-83

CHHAPOM TECTHKYJIAPHOH
beMHUHH3aLHH: TeHeTHYeCKas
OHArHOCTHKA B paHHEH
BepHOHKaALHH JHarHo3a
(knHHHYecKoe HabIIofeHHe)

0.A.TepeHTbeBa', H.I. Kucenesa?, T.E. TapaHylueHKO?,
H.}0. KannHuyeHKo?

T KIFBY3 «KpaCHOSIpCKNIA KpaeBOoit KNMHUYECKMNIA
LLEHTP OXpaHbl MaTEPUHCTBA U AeTCTBa», I. KpacHosipcK

2 ®Irb0Y BO «KpacHoApCKuUii rocyAapCTBEHHbIA MEANLIMHCKIUIA
yHMBepcuTeT UMeHn npodeccopa B.d. BoHo-AceHeLKoro»
MuHucTepcTBa 34paBooxpaHeHuns Poccuinckon depepaumu,

r. KpacHosipck

3 OBy «HaumoHanbHbI MEAULWHCKUA nCCnefoBaTeNbCKUIA
LLeHTp 3HAOKPUHONOTrMn» MUHUCTEPCTBA
3ApaBooxpaHeHns Poccuinckon ®eaepaumm», r. Mockea

CMHAPOM TECTUKYNAPHON GEMUHUI3ALUN Y NALNEH-
TOB 46, XY OTHOCUTCS K FeHETUYECKMM 3ab0neBaHNSM
C X-CUEenneHHbIM TUMOM HacjaeaoBaHUs U obycnos-
JIeH HapyLleHWeM AeincTBMA TeCTocTepoHa n3-3a My-
Tauuu reHa peuenTopoB K aHApoOreHaM. BbigensawoTt
[Ba KJNMHWYECKMX BapuaHTa naTtoJiorum — noaHas
U HenonHas ¢opMa. B o0b6oux cnydasx npousBo-
[AHblE MIOJIIEPOBbLIX NMPOTOKOB OTCYTCTBYIOT, AepuBa-
Tbl BOJIbGOBbIX MPOTOKOB HEAOPa3BUTbI, TECTUKY/bI
chopMnpoOBaHbl U CNOCOBHbI CMHTE3MPOBATb TECTO-
cTepoH (BO3MOXKHas Siokanmsaumsa roHan — 6plolHas
NoJIOCTb, MAx0OBble KaHaJ/bl, pacliennéHHasa MOLLIOHKa
nnn 6osbluve MNoNoBble Tybbl). HapyKHble MOJIOBbIE
opraHbl Npy NONHOM BapMaHTe CUHAPOMA UMEIOT KeH-
CKUIA TUN CTPOEHUSA, Npu HenosnHon GopMe oTMeva-
eTCA pasHOl CTeneHW HapyleHne MacKyJnHu3a-
UMW reHnTanunii. NMoCKoNbKY KAMHUKO-NabopaTopHblie
NposiBNEHNS A@aHHOIro CUHAPOMA M APYTrX HAapyLLUEHUI
nonoBon ANGGepeHUNPOBKM Y AETEN C KapUOTUMOM
46, XY HepeAKO NAEHTWUYHbI, OCHOBHbLIM METOLO0M Be-
pudrKaumm 3aboneBaHuns ABNSETCA MOJIEKYISAPHO-Te-
HeTuyecKkoe nccnepoBaHme (reH AR).

KnuHnyecKoe HabnogeHve

MauneHTka A. poamnacb [AOHOLWIEHHOW, OT MO-
noablx  340pOBbLIX  poauTenen,  dusnonormye-
CKoli 6epeMeHHOCTW, MepBblX CPOYHbIX POAOB
yepes eCcTeCTBEHHble poOAOBble MNyTW, C Maccon
3200, annHoii Tena 53 cM, oLEHKOM NO WKane Anrap
8/9 6annos. Ha 16-i1 Hepene rectauny BbIMOAHAN-
C HEeWHBA3MBHbIA MNpeHaTanbHbln TeCcT «Prenetix»
Ha OCHOBHble aHeynjouamn (MO MHUUMATMBE MaTe-
PV B YaCTHOM MOpPsAAKe), onpeaenéH KapMoTun nio-
fa — 46, XY. MNpn poXAEHUN HapYKHble TeHUTannm
y MnajeHua MMenn HopMaJibHOE }eHCKoe CTpoeHue,
B CBA3W C YeM pe3ynbTaT NPoOBeAEHHOrN0 LMTOreHe-
TUYEeCKOe WCCNef0oBaHUA KapuoTuna TpaKkToBas-
Csl MaMOoW «OWMBOYHbBIM» U BpayaM He 03ByUYMBaJICs.
PebEHOK 6bl1 3aperucTpupoBaH W BOCMUTbIBANCS
B XEHCKOM MacnopTHOM noJe.
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B Bospacte 1 roa 10 MecsueB y AEBOYKM MOABU-
JNINCb TpbIXKEeBble BbINAYMBaHMA B obnactu oboux
NMaxoBblX KaHanoB, OCMOTPEHa [AETCKUM XUPYProm,
HanpasfieHa Ha onepaTMBHOE Jle4yeHMe C AunarHo-
30M [ABYCTOPOHHSAS nMaxoBas rpbika. B aetckom xu-
PYprMuyeckoM OTAeNeHUn npoBejeHa nanapoCcKo-
nusi, peBm3na OpIOWHONW NOJOCTM M Manoro Tasa,
BbIIBJIEHO He3apalleHne BarMHalbHOro OTPOCT-
Ka 6plowmnHbl ¢ 06enx CTOPOH U OTCYTCTBME MaTKM,
0bHapyeHbl roHaabl, COOPMUPOBAHHbIE MO MYMHKCKO-
My Tuny (B NaxoBbIX KaHanax), BbIMOAHEHa UX buoncus.
MMcTonornyeckoe wuccrepoBaHve dparMeHTa roHag
nokasano MopGdONOrMYECcKyd KapTUHY TeCTURYAsp-
HOW TKaHwW. MNauuneHTKa bbina HanpaBaeHa Ha obcne-
LlOBaHuve K eTCKOMY 3HA0KpUHoONory.

KnnHuueckn npu ocmoTpe: pebénky 1 rog 11 me-
CALEB, TUM NOBEAEHUS U UrpoBble MNpeanoyYTeHUS,

PesynbTaTbl 06CneaoBaHuii:
1. JABOPATOPHBIE NCCJIEAOBAHWA

XapaKTepHble A5 KEHCKOro nosa. PeueBoe pasBu-
Te M MOTOpHble HaBblkM CHOPMMpPOBaHbLI MO BO3pa-
cTy. ®Msnueckoe pasBUTUE CpeaHEe rapMOHUYHOe
(pocT—86 cM,Bec— 12 Kkr, UMT — 16,22). OTMeuaeTcs
Nerkas MacKy/MHU3aumMsa MbIlLeYHOro KopceTa. Koxa
0ObIYHON OKpaCKM W BAAXKHOCTW, TMMAEPNUrMeHTa-
umn Het. WntoBnaHas xenesa 0 cT. (BO3), anacTuu-
Hasa. CepaeuHble TOHbI pUTMUYHbIE, YHCC n Al B npe-
fLenax BO3PaCTHbIX pepepeHCHbIX 3HavyeHui. Kot
He yBennyeH B 0O6bEMe, MSArKuin, 6e3601e3HEHHbIN.
Hapy:Hble nonoBble opraHbl CGOpMUPOBaAHbBI MO KeH-
CKOMYy Tuny, 6onblune NonoBble rybbl 06bIYHON GOPMbI,
pasMepa WM OKpacku, C HebONbLIOW CKNAAYaTOCTbiO
KOXW, MPUKPbIBAOT Masble MoAoBble rybbl, roHaabl
B HWUX He manbnupytotca. Mneptpodun n Bnpuansa-
LMW KIMTOpa HeT, BU3yaan3MpyloTCs BXOA BO Bfiara-
e v ypeTpa B TUMMYHOM MecTe.

MokasaTenb PesynbTaT Hopma
TecToCTEPOH 06WWIA, HMONL/N 0,69 0,0-1,22
Nr, MME/mMn 0,83 0,0-0,27
OCrI, MME/Mn 4,26 0,60-6,12
AHAPOCTEHANOH, HMONb/N 1,05 1,0-11,50
O3AC, MKr/Mn 15,0 35,0-430,0
17-0OH nporecTtepoH, HMOAb/N 0,63 0,0-5,0
KopTtuson, HMonb/n 163,0 138,0-690,0
AKTT, nMonb/n 1,790 0,0-10,212
AHTUMIONNEPOB FOPMOH, HI/MA 23,0
TTI, MKME/Mn 1,82 0,23-3,40
cB. T,, MMOAb/N 13,8 11,5-22,7
MponakTuH MMEA/n 158,0 40,0-530,0
N®P-1, Hr/Mn 60,80 15,0-272,0
2. NHCTPYMEHTAJIbHbIE NCCJIE4OBAHVA
06cnepoBaHue Pesynbrar

Y3un

MpaBoe AnuKko (30x16x12 MM, 06bEM 2.8 MJT) pacroNOKEHO B MaxoBOM KaHase,

naXxoBblX KaHa0B

NoABUXKHOE, NeBOE ANUKO (24x10x17 MM, 06beEM 2,0 MJ1) — y BHYTPEHHEr0 Naxo-
BOIO KOJIbLLA, KOHTYPbI IMYEK POBHbIE, YETKME, CTPYKTYpPa O4HOPOAHAS, IXOreH-
HOCTb CPeAHsS, CPEeAOCTEHME BbIpaKeHo, 00010UKM ANYEK HE U3MEHEHDI, FPO3/be-
BMAHOE BEHO3HOE CMJIeTEHNE He paclUMpPeHo, NpUAAaTKK snyek 6e3 ocobeHHocTel

Y3W opraHos Manoro tasa

JepuBaTbl MIONIEPOBbIX MPOTOKOB (MaTKa U MaTouHble TPy6bl) HE 0BHapPYKEHDI

Y3 HaaAnoYeyYHNKOB

CTpyKTypa He n3MeHeHa, KOHTYpbl POBHble, pasMepbl NPaBoro Haano4vYeyHmKa
11x11 MM, neBoro Haano4yeyHunka 10x12 MM, LONONHUTENbLHbLIX 0B6pasoBaHuii
B NPOEKLUMN HaANOYEYHUKOB HE BbISBJEHO

3. TEHETUHECKWNE NCCJIEAOBAHVA

06cnepoBaHue

PesynbTaTt

MoBTOpHOE LMTOreHeTUYeCcKoe
nccnepoBaHue

Kapunotun 46, XY, MyXCKol

FISH-meToa c 30Haamu (Kreatech),
cneundrUHbIMU K LEHTPOMEPHO-
My paioHy xpoMocoM X (DXZ1),

Y (DYZ3), 18 (D1821)

Nuc ish (DXZ1x1) 1000 (DYZ3x1) 1000, B aiumdpoumTax nepndepmnyeckom Kposu
BbISIB/IEHbI MO OAHO KONWUW NOCieA0BaTeNbHOCTH, CNELUPUYHON LLEHTPOMep-
HOMY pairioHy xpoMocoM X n'Y

MoneKynsipHo-reHeTMyeckoe o6-
chepoBaHue (BbIMOJHEHO B paMKax
nporpamMmbl «Anbda-3Ha0»)

B reHe AR (NM_000044.6) B 3Kk30He 1 BbIiBIEH FEMU3UTOTHbIN BapuaHT
c. 181 C>T: p.Q61X (HGMD: CM109424), naToreHHs.liA, onucaH npu CUHAPO-

Me pe3nCTEHTHOCTM K aHaporeHam (OMIM#300068)
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4. OCMOTP YPOJIOTA Y1 TMHEKOJIOMA

MonoBble opraHbl COOPMMPOBAHBI MO KEHCKO-
My Tuny, KAMTOP He runepTpodupoBaH, bonbluve no-
nosble rybbl nNpukpbiBaloT Manble. lMpaBas 6oablias
nonosas ryba yeenmueHa. ObnacTb By/bBbl, ypeTpsbl
M aHyca He M3MeHeHa. Bxopa BO Bnaranuie onpeje-
naeTcs, BXOA B ypeTpy B TUNNUYHOM MecTe. Bnaranuie
30HAMPOBAHO, BbIAENEHUA HET. B CBA3N C HEBO3MOX-
HOCTbIO OMEpPaTUMBHON KOPPEKLUM HapyKHbIX MONO-
BbIX OpraHoB (OTCYTCTBME BUCAYEro OTAeNa ypeTpsl,
rON0BKN U CHOPMUPOBAHHBIX KaBEPHO3HbIX TeN Kiu-
Topa) uenecoobpasHO BbIMOJHEHWE ABYCTOPOHHEN
OPXUA3KTOMUMN.

YunTbiBas  KJAWHUKO-aHaMHeCTUYecKMe JaHHble
W pesynbTaTbl MpPOBeAEHHOr0 o0b6bcnefoBaHus, Bbl-
CTaBJieH AMarHos: HapyweHue GopMUpOBaHMA MNoja
46, XY, CMHAPOM pPE3UCTEHTHOCTM K aHpporeHam,
nonHas ¢opma, BCaeacTBMe MyTaumm B reHe AR
(NM000044.6), B 3K30HEe 1, reMU3IUrOTHbIA Bapu-
aHT c. 181 C>T: p.Q61X (HGMD: CM109424). B cBs-
31 C BbICOKMM PUCKOM pasBUTUS HOBOObpa3oBaHWii
B roHajax, a TaKMe TPYAHOCTAMW KOpPpPeKuun Ha-
PYHbIX TEHUTANNIA COBMECTHO C poauTensamu 6bino
NPUHATO peLlleHne BbIMNONHUTbL YAANeHWe TeCTUKYN
N MPOLOMKUTL aganTaumito pebEHKka B KEHCKOM na-
cnopTHOM none. 28.04.2022 nauneHTKe npoM3BefeHa
LBYCTOPOHHSIA OPXUA3KTOMUA, MO pesynbrataM Mop-
dosorMyecKkoro nccaefoBaHUs onucaHa TKaHb ANYKa
0bblyHOro cTpoeHus. Mo gocTuxkeHun nybepTaTHOro
BO3pacTa [LeBOUKe NnaHUpyeTcs 3aMecTuTesnbHas Te-
panus ¥eHCKUMW NONOBbLIMU FOPMOHAMWN U peLleHue
BOMpoca 0 HeobxoAMMOCTM MpOBeAEeHMS BarmHonia-
CTUKMN.
3aknroyeHue

LaHHbI KNMHUYECKNIA CnyYain npeacTaBaseT UH-
Tepec AN neanaTpoB U AETCKMX 3HAOKPUHOOrOB,
ybeanTenbHO AEMOHCTpUpyeT Hambosiee 3HauYnMble
NPOsABAEHUA MNOAHON GOPMbl CUHAPOMA TECTURY-
NApHOA GeMuHM3aumMm B BUAE ABYCTOPOHHWUX Na-
XOBbIX 06pasoBaHWiA, MpeACTaBNEHHbIX AUYKaAMMU,
pacnonoMeHHbIMM B MNaxoBblX KaHanax. Hanuuue
noaobHbIXx 0cobeHHOCTEN y AeBOYEK ABASAETCA OC-
HOBaHWeM Ania obcnepoBaHNs y AETCKOr0 3HAOKPU-
HoJiora c npoBeaeHneM Y3/ Manoro Tasa, 6ptoLwHON
NONOCTU W MNaxoBblX KaHanoB. BbisBneHwe roHapg
y LaHHOW rpynnbl NauWeHTOK ABAAETCHA MNoKasa-
HMEM K MPOBELEHUID LMUTOreHeTUUYeCcKUXx n Mone-
KYNSipHO-TeHeTUUYeCKNUX UCCnefoBaHUA And CBO-
€BPEMEHHOro yTOYHEHUs AmarHosa, Bbibopa nosa
BOCMUTAHMA N NAAHUPOBAHUSA faibHENLLIEN TaKTUKK
HabnLAEeHMA N NeyeHus.

https://doi.org/10.14341/MGSPPE-2023-84

I[To3gHA9 AUArHOCTHKA
HEOHaTaJIBHOI'O cCaXapHOro
nuabera (DEND-cUHOpPOM)

PrbY «HaumoHanbHbIN MEANLUHCKUIA NCCNef0BaTENbCKUIN LLEHTP
3HAOKPUHONOIrMU» MUHUCTEPCTBA 34paBoOXpaHeHns Poccuiickon
depepaunn, r. Mockea

BeepeHue

Okono 90 % naumeHTOB C HeoHaTanbHbLIM C/1, acco-
LMMPOBAHHbLIM C MyTaunamm B reHax KCNJ11 u ABCCS,
MOFyT OblTb YCNewHO MepeBeAeHbl Ha nepopasib-
HYt0 Tepanuio npenapatamu CybGOHUIMOUYEBUHBI.

KnuHuyeckun npumep. MaTtepuanbl U MeToAbl.
MaumveHT Bb.,, 9 net. B 1 Mecsy rocnutanMsanpoBaH
B OPUT (OPBW). MukeMusa 76 MMoJb/N, KETOHYpUS —
cnabononoxutenbHo, C-nentuna 0,02 Hr/mn (1,1-4,0),
AT K GAD v B-KNeTKaM NoAMKeNyAOUYHO Kenesbl — 0T-
puuaTenbHble. JuazHos: CaxapHblii anabet 1-ro Tuna.
HasHaueHa wuHcynuHotepanus (AcnapT+Inaprun).
YcmaHoBneH OuaeHos: UM, atakcuueckas d¢opma.
3ajepKKa NCUXOMOTOPHOro pas3sutmus. CMHAPOM TO-
HYCHbIX HapyweHuin. C 3 neT — Kennpa 400 mr/cyT
no pesyneratam I33I.

HbATc:B 4. 4 mec. 11,2%, B4 1. 7 mec. 10,7 %.

Bnepsble rocnutTannsnpoBaH B orey
«HMWULU, sHpoKkpuHOnorMm» B BO3pacte 5 net.
Mpu nocTynaeHun noayyYan WHCYAUHOTEpPanuio
(Acnapt + [napruH) no WHTeHCcMdUUMPOBaH-
Holi cxeme (0,8 Ea/kr/cyT), Kennpa (500 mr/cyT).
KonebaHusi rankemumn o1 3 po 18 mmonb/a. lpu oc-
MOMpe: BblpaXeHHas r’MNOTOHWS, HEBPONOrMYeckme
HapyweHus (xoabba B XoAyHKax, bbicTpas yToMAas-
€MOCTb, YCTHasi peub oTcyTcTByeT). HbA1c 9,5%,
C-nenTtug 6asanbHbit O Hr/MA, AT K ZnT8, IA2 — oT-
puuaTensHole. BoisBneHa mymayuss B 2eHe KCNJ11,
eemepo3u2omHbili BapuaHm c¢/602G>A: p.R201H.
YcmaHoBsieH OuazHO3: HeoHaTabHbIA CaxapHbIi Ana-
6eT (DEND-cuHApOM). B oTaeNeHUM MHMLMNPOBaHa Te-
panusi FM6EeHKNIaM1A0M C NOCTENEHHOW OTMEHOM UH-
cynvHoTepanuu. Ha ¢poHe Tepanuu rnmbeHKNamMmnaom
17,5 mr/cyT (1,2 mMr/kr/cyT) u Oetemup 1 en B Teue-
Hue 14 pHei: C-nenTua B Xone Npobbl C 3aBTPaKoM,
Hr/Mmn: 0 MuH — 0,6, 60 MUH — 1,87, 120 MUH — 2,11.
Yepes 2 HeAeNM UHCYNNH OTMEHEH, A03a rnbeHKna-
muaa 15 mr/cyt (1 Mr/kr), uepes 9 mec — 5 mr/cyT
(0,3 mr/kr). Mukemust ot 4,0 no 7,0 Mmmonb/n. HbA1c:
6,0%. Yepes rog OT Hayasna TepanuuM OTMEHEeH npu-
eMm Kennpbl, HbA1c — 6,2%, 6a3afbHblii ypOBEHb
C-nentnaa 0,496 Hr/mn, wuHcynuHa 1,8 MKE/MA.
B 9 net: rambeHknamma — 3,75 mr/cyT (0,16 Mr/Kr/cyT).
lpu ocMompe OTMEYeHOo: y Manbuuka cTanm bonee
KPEeNKMMW MbILLLbI CMINHBI, LUEWN, XOAUT NPU NOALEPHKKE
NOZA MbILIKK, YUNTAET U NULLIET CaMOCTONATENbHO, 06yya-
eTcs B WKoAe. 3a 3 roga npnbasBka B pocTe Ha 15,3 ¢cM
(SDS ckopocTtu pocTa: -1,8).
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3aknroyeHue

[laHHbIA cnyvyalh NokasblBaeT BaHOCTb MEpPCOHU-
GMUMPOBAHHOrO NOAXOAA W CBOEBPEMEHHOr0 Ha-
3HaYeHUs NaTtoreHeTUYECKON Tepanuu B cay4yae AaH-
HOW TAXEeNon NaTonoruun.

YuntbiBaa  npucytcteme  AT®-4yBCTBUTEJIbHbIX
K*-kaHanoB He TONbKO B P-KJAETKM MOAMKENyAOouU-
HOW *Kenesbl, HO U B KJIETKax CKeNIeTHOW MyCKynaTypbl,
rOJIOBHOrO MO3ra, MOXHO O¥WAATb yNyJdlleHue Teye-
HUS HEBPONOrMYECKOM CUMNTOMaTUMKN Ha ¢oHe Ha-
3HauYeHUss CynbQOHUAMOYEBMHBI N KOMMEHCaLUUN ca-
XapHoro auaberta.

KnioueBble cnoBa: HeoHaTaNbHbIA CaxapHbln Ana-
6e1, DEND-cuHapomM
KoHmakmrHoe nuyo: KonmakoBa Mapus [MaBioBHa, op-
OuHamop ®rbY «HMUL| 3HOoKkpuHonoauu» MuH30pa-
Ba Poccuu, Mocksa, Poccus
TenegpoH: +7 (910) 346-85-52
e-mail: merikolt@yandex.ru

https://doi.org/10.14341/MGSPPE-2023-85

SHORT-cHHOpPOM KaK IPpHYHHA
HHCYJIHHOPE3HCTEeHTHOTI0
TPaH3HTOPHOI'O HEOHATAJIPHOI'O
caxapHoro guabera (THCJ)

y pebeHka 2,5 mecsaua
JXU3HH. [lepBoe onHcaHHe
KJIMHHYECKOro cjayJdas
B Poccuiickoii Pepepauuu

10.B. TuxoHoBun4'2, M.B. CeknHaeBa?, U.B. Mapsesa’,
W.T. PbibKuHa', E.E. MeTpsaiikuHa'3, A.H. Tionbnakos?

'TBY3 «Mopo30BCKas AeTCKas ropoAcKas KinHuyeckas 60nbHULA
[lenapTtamMeHTa 34paBooxpaHeHuns ropoga MockBbl», r. MoCcKkBa

20rAQY BO «[epBblit MOCKOBCKWMIA FOCYAapCTBEHHbI
MeANLMHCKUI YHuBepcuteT umeHn .M. CeyeHoBa»
MuHucTepcTBa 3apaBooxpaHeHuns Poccuiickon depepaumm
(CeueHoOBCKUIA YHUBEpPCUTET), I. MOCKBa

3OrAQY BO «PoCCUNCKMIA HaLMOHaNbHbIA UCCNeA0BaTeNbCKUIA

MEeAULMHCKNI YHUBepcuTeT uMeHun H.WU. Muporoea», r. MocKkBea
BesepeHune

SHORT-cuHApoM — opdaHHOe 3aboneBaHue, CBA-
3aHHOE C WHaKTUBMPYKOLWUMKM MyTauusiMU B TeHe
PIK3R1, KOAMpYIOLLEM PErynaTOpHyl cybbeamHuuy
dbochonHoO3nTMA-3-KMHa3bl PI3K. MyTaumm B reHe
PIK3R1 NpuBOAAT HapyLIeHWIO poCTa U AeJIeHUs Kie-
TOK, @ TaK*Ke K gedeKrTaM CUrHaAuHra UHCYInHa, Bbl-
3blBaf pa3BUTUE UHCYJIMHOPE3UCTEHTHOIO CaxapHoro
avabeta (CL).

CAO vvawe MaHudpecTMpyeT B MNOAPOCTKOBOM
nan B3pocCaoM Bo3pacTe, [0 HacTOAWEro BPEMEHU
B 3apybexHoN nuTepaType onucaH eAUHCTBEH-
Hbli cnyvah THCJ ¢ maHudecTaumein Ha nepBomn
Hejene MU3HW Yy naumeHTa C reTepo3uroTHbIM na-
TOreHHolIM BapuaHtoM c.1945C>T B reHe PIK3R1.

B oTeueCTBEHHOW nuTepaType Takne naumneHTbl paHee
onucaHbl He 6biIn.
PesynbTaThbl

Manbuuk 2,5 MecsiLa ¥u3Hu 6bln rocnnTaan3mpo-
BaH C *anobaMu Ha runepramkemumio 4o 20 MMoab/n.

PebeHOK OT 6aM3KOpPOACTBEHHOro 6pakKa, Cpou-
HbIX, CAMOCTOATEJIbHbIX POAOB. [pX pPOXAEHMM Mac-
ca 2810 rpamm (SDS UMT -0,93), annHa Tena 53 cm
(SDS 1,8). OT npeablayLimnx 6epeMeHHOCTeR B CEMbE
3 340pOBble AEBOYKM, 4-1 BEpeMEeHHOCTb — [AOHO-
LWEHHbIA ManbuuK, yMep B Bo3pacTe 63 AHel, npuun-
Ha CMepTn HEU3BECTHA.

C poxaeHuns — cuHapoM yrHeTtenus LUHC, ynbbap-
Hble HapyLleHus; KpynHomaacTuHYaToe LenyweHune
KOMHbIX NOKPOBOB. C 18-X CYTOK }WU3HW — 3MnN304bI
NnoBbILEHNA TAnKeMun o 10-15 mmonb/n, ¢ 2,5 Meca-
La — cTolKkasa runepramkemms ao 14-20 MMonb/n.

06beKkTnBHO B 2,5 Mec.: pocT 57 cMm (SDS -0,26), Bec
4726 r (SDS NMT -0,81). OTMeYanncb HU3KOE MOJO-
eHue n pedopMauns YIHbIX PAKOBUH, HU3KUIA pOCT
BOJIOC, NybOKOMOCaXeHHble rnasa, AepuunT noa-
KOMHO-MPOBOW KieTuyaTKK, 0cobeHHO B obnacTtu ne-
peaHen BpIOLLIHON CTEHKK, Aroanl, 6eaep 1 roneHem;
rmnepTpodus MbIlL, FrOJeHER 1 NepeaHen NOBEPXHO-
CTu bepep, ycuiieHne BEHO3HOI0 PUCYHKA Ha HUMKHUX
KOHEYHOCTSAX, TMNEPTPUX03 B 06/1aCTH CMUHBI.

BbisiBneHO  noBblweHne  ypoBHA  C-nenTtupaa
po 7216 nmonb/n (Hopma 268-1803); WHCyAUHa
no 1108 nmonb/n (13-161); runepTpuranuepuaemms
[0 3,22 MMOAb/n; NOBbIWEHWE YPOBHS TpaHCaMu-
Has (ACT 78,8 Ea/n, ANT 235,6 Ea/n); BblpaxkeHHoe
CHUMEHWe ypoBHS nentuHa Ao 0,38 Hr/mn (Hopma
2,0-5,6). HbA1c -5,3%. Mo aaHHbIM Y3W oTMeYanoch
YMEpPEHHOE YBENIMUYEHNE IMHENHBIX Pa3MEPOB NEYEHMN.

Bblla HasHayeHa WHCYAMHOTEpanust MO WHTEH-
CMOULMPOBAHHON CXeMe B CyTOYHOM pose 1,1-
1,3 ea/Kr/cyTku, YpPOBEHb TJIMKEMUM Ha MOMEHT
BbIMUCKNU U3 oTaeneHus Bapbuposan ot 50 pgo 14-
15 MMoOJib/N.

C 4 MecsAueB XU3HU — CaMOCTOATeNbHass OTMeHa
WHCY/IMHA KOPOTKOrO AEWCTBUS B CBA3WM C TMMOMIn-
KeEMUYECKMMU cOoCTosHUAMK. B 6 MecsiueB Ha ¢oHe
UHbekumii  petemmpa (0,6 en/kr/cyTkm): HbA1c
6,6%; C-nentng — 460 nMonb/n, TPUrAMLEPWUAbI
1,48 mMmonb/n, nentuH — 0,17 HI/MA.

C 7 MecsueB W3HM MaMa CaMOCTOATE/IbHO OTMe-
Huna pgetemmp. B HacTosiLee Bpems pebeHkry 2,5 roaa,
Ha poHe NuTaHus 6e3 orpaHMUYeHMsa KoNMYecTBa yrie-
BO/JIOB COXpaHAEeTCs HOPMOIIMKEMUS.

[Ons yToyHeHWs AmarHosa nauueHTy 6bi1o npo-
BELEeHO MOJIHO3K30MHOE CEeKBeHMpoOBaHue. B reHe
PIK3R1 B pernoHe akLenTOpHOro camTa cniaancuHra
5-ro 3K30Ha 6bln 06Hapy!KeH paHee He OMNUCaHHbIN
B /iMTepaType BapumaHT c. 635-5T>G B retepo3nroT-
HOM COCTOSIHMMW. BapuaHT npeacKkasaH Kak BEpPOATHO
naToreHHbIN.
3aKkntoyeHue

[aHHbIA KAMHWYECKUIA caydal paclumpseT cyuie-
CTBylOWME npeacTaBneHnsa o6 3tuonorum THCA,
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nossonsia BKkMOUNTbL SHORT-cuHapoM B anddepeH-
LManbHO-AMarHOCTUYECKUA MNOUCK. PaHHAS reHe-
TMyeckas BepudMKaums AmarHosa nomoraeT npo-
rHO3MpoBaTb TeyeHue 3aboseBaHuUs, cnocobcTByeT
CBOEBPEMEHHOMY Ha3Ha4yeHWK MNepcoHanuU3npoBaH-
HOM naToOreHeTMYecKoW Tepanuu, yaydllas Kaude-
CTBO XMW3HW NaLMNEHTOB.

KnioyeBble cnosa: TPaH3UTOPHLIA HeoHaTasb-
HblA caxapHbld AnabeT, MHCYNMHOPE3NCTEHTHOCTD,
SHORT-cuHapoM, PIK3R1
KoHmakmmH+asa uHgopmayus: TuxoHoBuUY Honusi Bukmo-
pOBHa — K.M.H., 3aBedyioujass omaoesneHuem 0emcKol
3HOOKpuUHosio2uu Ce4eHOBCKO20 LleHmpa mamepuH-
cmBa u 0emcmsa, 2. MockBa, Poccus. 119991 Poccus,
MockBa, yn. Tpybeukas, 0. 8, cmp. 2
e-mail: yuliatihonovich@ mail.ru
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KJIHHHUYeCKHH Cydyau:
CHHJIPOM MHOJXECTBEHHOH
SHAOKPHUHHOH HEOIlJIa3HH

Tuna 1 (M3H 1)

FBY3 A0 «0O6nacTHas AeTCKas KNMHMUYEeCKas 6onbHULA»,
r. dpocnaenb

CvHAapoM M3H 1-ro Tuna — rpynna reTeporeHHbIX
Hac/NeCTBEHHbIX 3aboneBaHuWii, B OCHOBE naTore-
He3a KOTOPOro AeXuT runepnnasvsa Uam onyxose-
Bas TpaHCcHOpPMaUMs HECKONIbKUX SHAOKPUHHBIX Xe-
nes3. B cTpyKTypy cuHapoma M3H1 BxoasT onyxonau
napawmnToOBUAHbIX enes, raCTpoOsIHTeponaHKpeaTu-
YeCKne HenMpoOsHAOKPUHHbIE ONYXO0JIK, ONYXO0Nn age-
Hormnodmsa M HaAMoOUYEYHMKOB. MepBbIM €ro CUM-
NTOMOM sIBASieTCA runepnapaTtupeos. VIHCYAWHOMbI,
accoummpoBaHbl € cuHapomMoM M3H1 B 5-10%
cnyyaeB y B3pociabix u B 30-50% cnyvaeB y pe-
Teln, O4HAKO OHM pefKo ABASAIOTCHA ero nepebiM NpoO-
aBneHneM. OHW, KaK nNpaBua0, MHOMECTBEHHbIE,
MeJIkue 1 no6bpoKavyecTBEHHbIE. Mbl NpeacTaBAsSEM
OnuUCaHWe KJIMHMUYECKOro caydasi, 0COBEeHHOCTbIO
KOTOPOro $BASETCHA HEeKNaccuyeckas MaHudecTa-
uMs 3a601€BaHMA C TUNOMIMKEMMUECKOTO CMHAPOMA
BCNeACTBME TUMNEPUHCYNNHEMUN, BO3PACT nauneH-
Ta. Y peBouku, 11 net, HEOAHOKPATHO OTMeYanucb
nepuognyeckne 3anm3onbl 3aTOPMOMEHHOCTU, COH-
JIMBOCTUN B AHEBHOE BPEMS, pe3Kasd CMeHa HacTpo-
eHnsa. B oanH 13 Taknx ann3onoB OTMeYeHa noTteps
CO3HaHMA, HapyLlleHne peuun, NnoTeps NamsaTu, € No-
CTeneHHbIM BOCCTAaHOB/IEHNEM, HO AJINTENIbHO COXpa-
HsilaCb 3aTOPMOMEHHOCTb. C AaHHbIMK Kanobamu
nauMeHT obpaTuics CaMOCTOSITENIbHO B MPUEMHbIN
nokon N'bY3 A0 OAKB, neBouKka 6bina rocnuTannsn-
poBaHa B HEBPOJIOrM4ecKoe otaeneHue. MNpu nonyde-
HUM NAabOPaTOPHbIX AAHHbIX BbIIBAEHbI 3NU304bl FU-
nornukemun (rankemua 1,5-7,2-2,7-4,7 Mmmonb/n).

Mo aaHHbIM 1abopaTOPHbIX N MHCTPYMEHTANbHbIX Me-
TOAOB UCCNeAoBaHWS OblM BbIABAEHO CleAyloLlee:
MPT ronosHoro Mosra 6es3 natonoruun, 33F — anu-
AKTUBHOCTMX He BbisiBJieHO. Y3/ opraHoB OpioLlHOM
nonoctu 6e3 natonoruu. NpoBeneHo nabopaTopHoe
obcnenoBaHue, B pe3ynbTate KOTOPOro MOATBEpPHK-
LeH rMNepuHCYNMHEMUYECKUIA XapaKTep rmnoramke-
MU (YPOBEHb 3HAOMEHHOr0 WHCY/MHA HaToOWaK —
15,89 MME/n (3,5-18,0), Ha ¢OHe runorankeMmm
53,33/110 MME/n). BoinonHeHo KT opraHoB bptoLIHOM
NONOCTM — B AUCTaNIbHOW 4YacTU XBOCTa MOAMKeny-
LLOYHOW Kenesbl BU3yaln3npyeTcs OKpyrnas CTPyK-
Typa C YeTKMMU N POBHLIMU KOHTYypamu, pasmepamu
20x24x19 MM, aKTUBHO M HEpaBHOMEPHO HaKananea-
lolas KOHTpacTHbI npenapat. PebeHOK HanpaBieH
Ha KoHcynbTauuio B HMULU saHpaoKpuHONOrMuM c gma-
rHO30M: [UNOrNNKEMUA TUNEePUHCYTNHEMMUECKas.
WNHcynnHoma? MNpu obcneposaHum B OrbY «HMUL,
3HAOKPUHONOMMM» Y AEBOYKU MOATBEPMKAEH rune-
PUHCYIMHEMUYECKNIA XapaKTep runorankemMnin (npo-
BeAeHa npoba c ronogaHuem). BbimonHeHo MPT
OpraHoB OpPIOLWHON MOJIOCTM — B XBOCTE MOAXKENY-
LLOYHOW Kenesbl obpasoBaHwe OBOWAHON GOPMBI,
15x20 MM, B Tese MOAXENYAOYHON Kenesbl ouar
13x7 MM. [poBefeHO MONEKYNAPHO-FeHeTu4Yeckoe
nccnepoBaHue, Npy KOTOPOM BbIiBAEHA AYNAMUKaLNA
c. 141dup (p.Leud8SerfsTer69) B reHe MENT1, B re-
TEepo3UroTHOM cocTosHuKW. [poBeaeHa onepauus
Nanapockonuueckasa AMcTanbHas pesekuus noaxe-
NyfoYHOWM Kenesbl. M0 AaHHBIM MOPHONOrNYECKOr0
uccnepoBaHua nocneornepaumMoHHOro Martepuana
BbiiBJleHa BbiCOKoAMPPepeHUMpoBaHHaa HenposH-
LOKpMHHasa onyxonb Grade 2. PeKOMeHA0BaAHO Mpo-
BectTu WX wuccnepoBaHne C HEMPOIHAOKPUHHbI-
MW MapKepaMu. 3akjloueHue: HeWposHAOKPUHHAsA
ONyXoNb MOAMENYAOYHOW xene3dbl Grade 2 ¢ nono-
KUTENbHOW 3KCMPEeccuer UHCYAnHa (MHCYNMHOMA).
Yepes 1 MecCc [eBOYKe BbINOJHEHO PaANOCUUHTU-
rpaduyeckoe wuccnepoBaHve, B pe3yabrate KOTO-
poro cumHTurpapuueckmx n OP3KT-KT npmusHakos
obpasoBaHMii C NOBbILEHHOW 3KCNpeccuer comaTo-
CTaTUHOBbIX PELLENTOPOB HE BbifABJEHO. [leBOYKa Ha-
6aofaeTcs C AMarHo30M: CUHAPOM MHOMECTBEHHbIX
3HAOKPUHHBLIX Heonnasvin 1-ro Tuna: WUHCYAMHOMA
XBOCTa NOAMENYLOYHON Xenesbl.

KoHmakmHoe sauuyo: LlleOpoBa EneHa BaneHmMuUHOBHa,
Bpay — 0emcKuli 3HOoKpuHosaoe 6Y3 510 «0bnacmHas
demcKas KauHu4Yeckas 6oabHUUa», pocaasib, Poccus.
TenegpoH: +7 (920) 6545166

e-mail: babuninaelena@mail.ru
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AuddepeHranpHasA
OHUAarHOCTHKAa FMIIOTHpeo3a
B HEOHATaJIbHOM Iepuope
y MalHeHTa C HaCcJIeACTBeHHOH
60J1e3HBI0O HAKOMJIEHHUS

E.B. Tyw'2, A.10. LLlyTkoBa'?, JI.A. BakyHoBa?,
MN.B. TpywaHuHa?, T.C. leHucoBa'

'OrB0Y BO «pUBOMKCKUIN NCCNeaoBaTeNbCKUIA MEAULNHCKNIA
YHUBEPCUTET» MUHMUCTEPCTBA 34paBoOXpaHeHms Poccuiickom
depepaumnn, r. HuxHMR HoBropoa

2['bY3 HO «/leTcKas ropoAckas KamHuuyeckas 6onbHULA
Ne 1 MpuoKcKkoro paioHa r. HnxxHero HoBropoaa,
r. HuHuin HoBropog

BesepeHne

WccnepoBaHns aoKasanuM He3aMEHUMMOCTb Tupe-
OVAHbIX FOPMOHOB B Pa3BUTUM FOAOBHOrO0 MO3ra
Kak BO BHYTPMYTPOBHOM, TaKk U B NOCTHaTaJbHOM ne-
puoaax. BpoxaéHHbIM runotupeos (BlN) — yactnyHoe
WUAW NONHOE HapylleHue paboTbl WWTOBUAHONM e-
Nle3bl, BO3HMKaLLEe C POMAEHUS M MNPOsBASIOLLE-
ecsl 3a4epXKoi ¢GM3NMYECKOro M HepBHO-NCUXMYE-
CKOro pasBUTUS, PaccTpPOMCTBOM 06MeHa BeLLeCTB
N HEBPOJOrMYECKMMU HapyLeHUaMKU, BCTpedaeTcs
B Poccun y 1 u3 3617 petein. Bl ansetca Hanbonee
4acTo pesynbTaToM ANCFEHE3UUN LWMTOBUAHON Kenesbl
nmbo ancropmoHoreHesa. 3aboneBaHue OTHOCUTCSA
K Hanbosiee pacnpocTpaHéHHbIM MPUYNHAM YMCTBEH-
HOW OTCTaJIOCTN, KOTOPbIE MOXHO NPeAOTBPaTUTD.
MaTtepuanbl U MeTOAbI

MpoaHanusmpoBaHa nctopusi 6onesHn aesoukm M.,
2022 ropa poMKAeHMWs, HaxoauBLlelcsa Ha obcnepo-
BaHMM B [IeTCKOI FrOPOACKOM KAMHMYECKON 60bHULLE
Ne 1 ropopa HuxHero Hosropogza.
PesynbTraThbl

CeMeiiHblli aHaMHEe3 Mo 3HAOKPUHONATUAM U 3abosie-
BaHMWAM HEPBHOW CMCTEMBI HE OTAroLWeH. leBovka poan-
nacb ¢ BecoM 3500 r, annHon 51 cM, oueHKor no Anrap
8/9 6annoB. Mo AaHHBIM HEOHATaNbHOrO CKPUHWHIa
BblSIBJIEHO MOBbIWEHWE YPOBHSA TUPEOTPOMHOro rop-
mMoHa (TTI) po 24,6 MKME/mMn, petecT 6e3 anMHamu-
Kn (24,8 MKME/Mn), 4TO pacueHeHo Kak Bl PebeHRy
HasHaueH NeBOTUPOKCMH B A03MpoBKe 10,0 MKI/Kr,
npv NpuMeMe KOTOPOro HabsaannMcb reHepannsoBaH-
HbIl TpeMop, BO3byKAeHWe, 0TKa3 oT eabl. bbina 3ano-
[03peHa Nepefo3npPOBKa, A03a npenapaTa bbina CHu-
¥eHa o 5,7 MKr/Kr. Mpu obcnefoBaHmm B cTaumoHape
KJAVMHUYECKNX N 1aBOPaTOPHbIX AaHHbLIX 3@ M’MNOTUPED3
He BbisiBNeHO (TTI — 2,88 MKME/n, cBO60AHbIA TUPOK-
cvH — 19,12 nMonb/n). B cTaTyce nporpeccupoBsan re-
naToMeHasbHbIA CMHAPOM (NeyeHb A0 6 CM, cefle3eHKa
00 5,5 cM us-nog pebepHoi Ayru), HEBPOJIorMyeckas
cuMmnToMaTuka (nepecTtann ¢opMmpoBaTbCs BO3pPacT-
Hble HaBblKW, perpecc nNpMobpeTeHHbIX, COOpMUpPOBan-
CA CnacTUYeCKUin TeTpanapes, ONUCTOTOHYC). BbisiBneH
AHEMUYECKUIA CUHAPOM — reMorno0bMH MUHMMaNbHO

106 r/n, 3puTpoOUMTb MUHUMaNbHO 3,46,10'2/n, TPOM-
6oumntonerHus (tpomboumntbl 140,10'°/n). Bce 3To 3a-
CTaBMNO MpPEeAno/IOXKUTb HanuuMe HacneACTBEHHOMN
naTonornMM, a WMMEHHO JIN30COMHON 60ne3HM Hako-
naeHus. Mo AaHHbIM 3H3MMOAMArHOCTMKU: BbISIBJEHO
CHUXEHME aKTMBHOCTM depMeHTa beTa-rnoKouepe-
6posunpasbl (0,15 MKM/n/u), noBblllEHWE AKTUBHOCTU
XuToTpuosmaassl (9317 HM/Mn/u), yBenMUYeHME KOH-
LeHTpauun rekcamncdumHrosmHa (CMecb ranaktosmic-
OUHro3MHa U TANKO3UACHMHIO3UHA), YTO NO3BOSUIO
NnocTaBUTb AMAarHo3: HacneacTBeHHass 60ne3Hb Hako-
MaeHns 13 rpynnsl AMnnMao3oe (bonesHs Mole), Bepo-
ATHO HelponaTtuyeckas ¢opma (Tun II). MpoBeneHo
cekBeHupoBaHue No CaHrepy: NosHbIM aHanns reHa GBA
(NM_001005741.2, 6one3Hb MNowe (OMIM*606463), ay-
TOCOMHO-PELLeCCMBHbBIN TUN HacnefoBaHuWA). B aKk30He
7-roreHa BbISIBIEH BapuMaHT HYKNEOTUAHON NocieoBa-
TenbHOCTK €.721G>A (p.Gly241Arg) B reTepo3nroTHoM
COCTOSIHMM, ONMCaHHbIV B 6a3e HGMD KaK naToreHHsbili
(CM940807), B 10-M 3K30HE reHa BblSIBNEH BapwaHT
HYKJE0TUAHOM nocseaoBaTenbHOCTU €.1265_1319del
(p.Leu422ProfsTerd) B reTeposvroTHOM COCTOSIHUW,
onucaHHbI B 6ase HGMD KaKk natoreHHbIi (CG931298).
3aknioyeHue

[aHHbIA KAMHWYECKUIA Ciydail MHTepeCceH TeMm, UTo
3aboneBaHue febOTMPOBAN0 B HEOHATalbLHOM NEPUOAE
C nabopaTopHbIX NPU3HAKOB BPOMKAEHHOMO rMnoTmpe-
03a, KOTOpPbIW, 04EBUAHO, Bbl1 BTOPUYHBIM MO OTHOLLIE-
HUIO K 6Ose3HM HaKomieHusi. HapacTaHue KanHWye-
CKOl CMMNTOMaTMKK 6one3Hn lMowe Ha GpoHe Tepanuu
IeBOTMPOKCMHOM noTpeboBano andpdepeHumanbHON
AMarHOCTUKM C TUPEOTOKCMKO30M. B AOCTYMNHOW HaM
NTepatype onucaHus runotupeosa npu Tune II 60-
JiesHu [owe He BCTPEeTUNOoCh.
KoHmakmHoe nuyo: Tyw EneHa BanepbeBHa, douyeHm
Kaghedpnl 2ocnumanbHoli neduampuu ®r60Y BO «[lpu-
BOAIMCCKUU uccaedoBamenibCKuli MeOUUYUHCKUL yHUBEp-
cumem» M3 P®, HumcHuli HoBzopod, Poccus
TenegpoH: +7 (951) 9060884
e-mail: Ltus@mail.ru

https://doi.org/10.14341/MGSPPE-2023-88

3ddexTHBHOCTH
MaJIOMHBa3HBHBIX METOZOB
OLIEHKH CeKpeIHH KOPTH30JIa
y OeTeH pa3JIMYHbIX BO3PACTHBIX
rpynm

J1.B. ToipTOBa, K.B. CKo6eneBa, A.A. KpaBuoBa,
J1.B. luTKoBCKaNn, A.C. OneHeB

®Broy BO «CaHkT-MeTepbyprckuii rocyaapcTBEHHbIN
neanaTpuyecKMin MeANLNHCKUA yHUBEpCcuTeT» MmHucTepcTea
34paBooxpaHeHuns Poccuiickoin depepaumm, r. CaHkT-MNetepbypr
BeepeHune
NccnepoBaHne cBo6OAHOrO KOpPTU30Ma B CJIIOHE
obnanaeTt psAOM NpenMMyLLECTB B BUAE MaJlONHBA3MB-
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CBOPHUK TE3UCOB

MOHe}(yHHPHO-PeHeTI/I‘{ECKI/Ie HCCIeOBaHUA BIIPAKTHUKe NEeTCKOI'0 SHAOKPHUHOJIOra

HOCTM, MPOCTOThbI UCCNEAOBaHUA, OTCYTCTBMA nonpas-
KW Ha YpOBEHb CbIBOPOTOYHOro 6enka. Mo AaHHbIM
nntepatypbl KO3OOUUMEHT KOPPENALUN MEXAY KOp-
TWU30J10M KPOBU U CNIOHBI KonebneTcs ot 0,44 o 0,83,
npenMyLLLeCTBEHHO Bbilwe 0,62, UTo NoaTBEPKAAET 3d-
(GEKTMBHOCTb JaHHOW METOAUKMN.
Uenb

N3yunTb KOppensiuuio YPOBHS KOpPTU30aa B KpPO-
BU W C/IIOHE y JeTell pas/iMyHbiX BO3PaCTHbIX Fpynn
ANA OLLEeHKM 3O DEKTUBHOCTM MalOUHBA3MBHOIO METO-
f.a nccnenoBaHUsA ropMoHa.
MaTepuanbl n MeToAbI

06cnenosaHo 30 peTeit: 18 AOHOLWEHHbIX HOBOPO-
XAEHHbIX C MEANAHON CpoKa rectaumn 40 Hep, € Me-
AvaHoin Bo3pacta 9,5 CyTOK, HaxoAsLWUXCA Ha uc-
KYCCTBEHHOM BCKapMiuBaHuu, 6e3 KpUTUYECKnX
cocTosHNI (1-9 rpynna); u 12 NoApPOCTKOB C OXupe-
HMeM c MeamaHol BospacTa 14,75 roaa (2-a rpynna).
MauneHTbl 06emx rpynn He NoayYanu HUKaKMX npena-
paTtoB. B 1-1 rpynne ot6op 06pa3uoB CAOHbI MPOBO-
ANNCA Ha 8-e CYTKW, YTPOM 1 BeYepoM yepes 2 yaca
nocne kopmaeHus. Bo 2-i rpynne — B 7 yac n 21 vac.
[ns KONNYECTBEHHOro ONpeseneHns akTUBHOIro CBO-
604HOr0 KOPTU30/a@ B CJIOHE UCMOAb30Baacs Habop
Salivary Cortisol (SLV-4635)DRG International Inc,
USA. CTaTUCTNYeCKUIA aHann3 NpoBoAUIICSA C UCMONb-
30BaHMEM COBPEMEHHbIX MEeTOAOB CTaTUCTUYECKOro
aHanusa.
PesynbTaTbl

B 1-1 rpynne MeanaHa ypoBHS KOPTM30aa KPOBMU
cocTaBuna 80,80 HMOAb/N, CNOHbI — 2,67 HMONb/N.
JinHeHbIn KOG PUUMEHT Koppensuum CnupmeHa
npu CPaBHEHUN YPOBHSA KOPTU30/1a B KPOBU U CNIOHE
y nauueHToB 3Toi rpynnbl 0,791 (p=0,001).
MonyyeHHble pe3ynbTaTbl CBUAETENbLCTBYIOT O Bbl-
COKOI 4acToTe M AOCTOBEPHON 3HAYMMOCTU KOp-
PensuMOHHOM CBA3M MEXAY [AaHHbIMKU MOKa-
3atenamn. Bo 2-1 rpynne — MepmaHa YpOBHSA
KOpTW30/aa KpoBu cocTaBuna 483,6 HMONb/N, CAto-
Hbl — 60,135 HMOAb/N. JINHENHbIA KO3QOUUNEHT
Koppensauun CnupMeHa nNpuM CpPaBHEHUI YPOBHSA
KOpTWU30/a B KPOBW U CAKOHE y MNaUMEHTOB AaH-
Hoti rpynnbl 0,613 (p=0,034). Nony4yeHHble pe3ynb-
TaTbl CBUAETENLCTBYIOT O BbICOKOM YacToTe U AOCTO-
BEPHOWN 3HAUMMOCTUN KOPPENALNOHHOW CBA3U MEXKAY
LaHHbIMM NMOKa3aTeNaAMU.
3aknoyeHue

B obeunx rpynnax obcnenyembix MeXAY YPOBHSMM
KOpPTM30/a B CJNIOHE N KPOBW BbiiBJIEHA MONOKUTENb-
Has Koppensuus, YTo CBUAETENbCTBYET 06 apderTnB-
HOCTWU AAHHOM METOAMKN U BO3MOXHOCTU MCMNONb30-
BaHUA €€ Kak ANA KOHTPOJS COCTOAHUS aipeHanoBomn
oCW y AeTell C NaToONOrMUYEeCcKMM TeuyeHWeM nepuoaa
HOBOPOXAEHHOCTUN ANS CHUMEHUSA KoNnvecTBa MHBa-
3UBHbIX MAHUNYNALUNA, TaK U B OLLEHKE CYTOYHOIO pUT-
Ma ropMOHa NpU AWArHOCTMKE TUMEPKOPTULM3MA,
a TaK¥e B CTUMYNSALMOHHBIX TeCTaX AN UCKIOUYEHUS
HaANOUYEYHMKOBON HEeAOCTaTOUYHOCTU Y AeTel BCeX
BO3PAaCTHbIX rpynn.

KoHmakmHoe auyo: TbipmoBa JlloOmMuna BukmopoBHa,
0. M.H., npogheccop Kaghedpnl charybmemcKol neou-
ampuu ®broy BO Cri6rfiMy Muxzdpasa Poccuu (Ie-
duampuyeckuli yHuBepcumem), CaHKkm-llemepbype,
Poccus.

TenegpoH: +7 (911) 912-36-15
e-mail:dr-tyrtova@yandex.ru
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H301HpOBaHBIHN
TUIIOTOHAAOTPOIIHBIH
THIIOTOHAAM3M, 00yCI0BJIEeHHBIH
nedexramu FGFR1HU CHD7,
BBIAIBJICHHBIH Y MaJIbUYHKOB
paHHero Bo3pacTa: OIIBIT
AHArHOCTHKH U BeleHUA

'®rAY «HaunoHanbHbIN MEANLIMHCKUIA UCCNEA0BATENbCKUNA LLEHTP
3/10pOBbS AeTen» MUHMCTEPCTBA 34paBO0OXpPaHEHMa Poccuiickom
depepaun, . MockBa

2 OrbY «MeanKo-reHeTUYEeCKNN HayYHbI LLEHTP UMEHU
akagemuKa H.lN. boukoBa», . MocKBa

BeepeHune

MMMNOroHafoOTPOMNHLIA  FMNOroHagM3M reHeTuye-
CKWU reteporeHeH, aepekTbl psiaa reHoB, OTBETCTBEH-
HbiIX 3@ ero pasBuUTWE, UMEKT HEepPernpoAyKTUBHbIE
npossneHns. Tak, AN MyTauuin B reHe FGFR1 xapak-
TepHO GOpMMpOBaHME MOPOKOB MO CPefHEN JNHUM,
a ansa pedpexktoB CHD7 — ot CHARGE-accouwnauumm
[0 N30/IMPOBaHHOM CMELIAHHOM TYFOYyX0CTH.
MaTtepuanbl nu MeTOAbI

MonekynsipHO-reHeTUYECKN aHain3 npoBoOAU-
Cs METOA0M TAapreTHOro CEKBEHNPOBAHUA CneaytoLe-
ro nokoneHus (NGS).
PesynbTaThl

06cnenoBaHbl 2 MasibyMKa paHHeEro Bo3pacTa C Ka-
nobamMy Ha ABYCTOPOHHWIA KPUMTOPXM3M, MUKpone-
Huc. MaumneHT 1: 1 rog 2 Mec. B peHoTMNE NOPOK pas-
BUTUA TBepAoro Heba wm BepxHelr rybbl. YKasaHui
Ha runonuTymTapusm HeT (SDS pocTta -0,7, SDS UMT
+0,7, rMnornamkemms He QuUKCUpoBanacb, MCUXOMO-
TOPHO PasBMT MO BO3pacTy). HapyKHble reHuTanuu:
rmnoniasMpoBaHHas MOLUOHKA, MUKponeHuc (anvHa
KaBepHO3HbIX Ten 2,5 cM), ABYCTOPOHHUIA KpUNTOp-
XU3M, N0 AaHHbIM Y3W: npasBbli TecTukyn 0,06 mn
B HUXHEW TpeTn NaxoBoro KaHana, nesbii — 0,05 mn,
Yy BHYTPEHHEro rnaxoBoOro KoJjbla, Npu muccnenoBa-
HUWM MUTpUpPYeT B OPIOLWHYIO MONOCTb. 3anof03peH
LMarHo3 N30AMpoBaHHbIN MMNOroHaA0TPOMHbINA FUMo-
roHaamsm (UlT), uTo B COUETAHUM C NOPOKOM MO Cpea-
Hen NMHUN MOXKET yKa3biBaTb Ha AedeKT reHa FGFRI.
Mo pe3ynbTaTaM MONEKYNSAPHO-TEHETUYECKOro uccne-
LlOBaHWA B reHe FGFR1 BbIIBNEH NAaTOreHHbI BapuaHT
€c.G2059A: p.G687R B reTepo3mMroTHOM COCTOAHUMU
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MaumeHT 2: 2 roga 8 Mec. MNo AaHHbIM MPT BbI-
SIBIEH MOPOK pasBUTUA MNPaBOA BUCOUHON KOCTW.
PebeHoKk HabnogaeTcsa C MpPaBOCTOPOHHEN CMellaH-
HOM TYroyxocTbd 3 CT., Napes3oM /NLEeBOro Hepsa
cnpaBa. B 6 mec: JIF 0,1 Ea/n, ®Cr 0,1 Ea/n, TectocTe-
poH MeHee 0,2 HMonb/A. B Bo3pacTte 11 n 14 mec no-
BeJeHa opxXMAoneKcus, oOTMEUYeH peumans B Bo3pacTte
18 Mec. HapyHble reHuTannu: rmnoniasna MOLIOH-
KW, MUKpONeHuc (ASMHa KaBepHO3HbIX Ten 2,5 cm),
[BYCTOpPOHHUIA KpuntopxmnsMm. Y3W: oba TecTukyna
Ha YPOBHE HapyKHOro naxoBOro KojbLa npasbli
0.06 Mn, neBbiin — 0,05 mMA. MonyyeHHble AaHHbIE YKa-
3bIBAOT Ha Hanuuume ull. deHoTUNUYECKasa KapTuHa
No3BOJIMAA NPEANONOKNTE Hanune gedekTa B reHax
CHD7 nnn SOX10. B xone nccnenoBaHus BbiaBJeH pa-
Hee He OMMWCaHHbIN, BEPOATHO MaTOreHHbIN BapuaHT
€.6365T>C: p.L2122S B reHe CHD7 B reTepo3nroTHOM
COCTOSIHUMN.

MauneHTbl  NOAyYUAM  KYpPC  XOPWOHMYECKO-
ro roHagoTponuHa u doanutponuHa anbda. MNocne
3 Mec Tepanuu oTMeyaeTcs HapacTaHue obbema Te-
CTUKyN fo HopMbl (V 6onee 0,35 Mn no Y3WM), cnoHTaH-
HOe UX HNU3BEAEHWE B MOLLOHKY, YAOBNETBOPUTENIbHASA
aHaporeHusauuns HMO (anvHa KaBEPHO3HbIX Ten 4 cM
n 6,5 CM COOTBETCTBEHHO). Yepes 2 roaa nocne 3a-
BepLUeHUs Tepanuun y naumeHTa 1 TeCTUKybl Nanbna-
TOPHO B MOLLOHKeE.
3aknroyeHue

Y ManbuMKOB paHHero Bo3pacTa MOMHO BbIABUTb
KAMHUYECKME CUMNTOMbI, C BbICOKON BEPOATHOCTbLIO
yKasbiBaowme Ha UIT. o HepenpoAYKTUBHbLIM MpPO-
SIBIEHVAIM MOMHO 3aMof03pUTb MOJEKYNAPHO-reHe-
TUUYECKUIN BapuaHT, 0AHaKO TOJIbKO UCCnefoBaHne Me-
Ton0oM NGS nossossieT 66ICTPO NOATBEPAUTL AMATHO3.
Mpw ulT y manbunkos Tepanusa XM4/p®dCr moxer no-
3BO/INTb M3bexaTb ONepaTUBHOM OPXMAOMEKCUN AarKe
Npu BbICOKOI MaxoBoi ¢opMe KpUNTopxmsma un nosa-
HeM Hauane Tepanuu.
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T'oHaAOTPONMHH3aBHCHMOE
NpexjgeBpeMeHHoe IT10JI0Boe
pa3sBHTHe, 00yCJIOBJIEHHOE
MYTalLlHAMH B reHe MKRN3

OrbY «HaumoHanbHbIN MEANLIMHCKUIA MCCNef0BaTENbCKUIA LLEHTP
IHAOKPUHONOTUN» MI/IHI/ICTepCTBa 34paBoOOXpaHeHNA
Poccuitickon ®epepauun, r. Mockea

BeeaneHune

B 3TWMONOrMYEecKOrW CTPYKTYpe MOHOFEHHbIX
$bopM roHaaOTPONMH3ABUCUMOrO MpEXAEBPEMEH-
Horo nosioBoro cospesaHus (MMNP) npeobnagatoT
naToreHHble BapuaHTbl B reHe MKRN3 — perynsaTo-
pe cekpeuuun roHagonnbepuHa, coctaBass oo 46 %
cpean ceMelHbIXx BapuaHToB U A0 5% — cpean

cnopaaunyecknx. CornacHo MexAyHapoAHbIM AaH-
HbIM, pacNpoCTPaHeHHOCTb MyTaunii B MKRN3 cpe-
AV naumeHToB c nanonatuyeckum MNMP coctasnser
0K0NM0 9%. OTANYNTENbHOW O0COBEHHOCTbIO reHa
ABNAETCA UMMPUHTUHIOBLIN XapaKTep HacnepoBa-
HWA: 3abosieBaHMe pa3BMBaETCA TOJbKO B TeX CAay-
yasx, Korga nedekT yHacnenoBaH MO OTLLOBCKOW
NHNN.
MaTtepuanbl u MeToAbI

O6cnepoBaHo 30 MaUMEHTOB C CEMENHBIMU CayYa-
MW PaHHEro Uan NpexKAeBpeMeHHOoro nojoBoro pas-
BUTUSA. BceM naumeHTamM NpoOBELEHO KOMMJIEKCHOe
obcnepoBaHue, BKAOYass MOJHO3K30MHOE CEKBEHU-
poBaHue meTonom NGS.
PesynbTaTbl

Mo pes3ynbTaTaM MOAHO3K30MHOIMO0 CEKBEHUPO-
BaHudA B 33,3% cnyuyaeB (10 mauMeHTOB) NUAEHTU-
dnuMpoBaHbl HYKNEOTUAHbIE BapuaHTbl B MKRN3.
B 50% cnyyaeB MMeN MeCcTO OTArOWEHHbIA aHa-
MHE3 Mo OTLOBCKOW AMHUW, B OCTaNbHbIX CAy4daax
MNP anarHocTupoBaHo y cubcoB. MeanaHa Bospac-
Ta MaHudecTaumm saboneBaHus cocTaBuia 6 neT
[5,0; 6,9], uTo cornacyetca C 3apybexXHbIMU AaH-
HbIMU. BO BCex ciydyasx UeHTpanbHblA reHes MMP
yCTaHOBNEH Ha OCHOBAHUWN KJAWHWUYECKOW KapTUHbI,
YCKOpEeHMsi KOCTHOrO BO3pacTa M MnoBbileHus ba-
3aNbHOr0 M CTUMYANpPOBaHHOIo ypoBHel JII. Ha Mo-
MeHT obcnepoBaHusa 50% pesouek mmenum II crta-
AWI0 MONOBOro pasBUTUA NO WKane TaHHep, 50 %
nesoyek — IIT cTtaauio. Y Bcex naunmeHToOB OoTMeYa-
JIOCb YCKOpEeHMe TEMMNOB pPOCTa M KOCTHOrO co3pe-
BaHMA: MeamaHa SDS pocta cocTtaBuna +2,3 [1,9;
2,7], MeamaHa SDS cKopocTuM pocTa cocTaBuia
+2,1 [2,0; 3,0], MeanaHa onepexeHUss KOCTHO-
ro sospacta — 3 roga [1,9; 3,5]. Bo Bcex cnyua-
Ax 6a3anbHbli ypoBeHb JII npeBbiwan gonybeprat-
Hble 3HayeHusa: MmeanaHa Jr — 1,5 Ea/n [0,9; 3,9].
foHapoTponuH3aBsucumblin reHes MNP noatTBep-
[leH pe3ynbTaTaMu CTUMYASLMOHHONM Npobbl ¢ byce-
penvHOM: MeanaHa MakcuManbHoro yposHs JII co-
cTaBuna 35,7 Ea/n [24,4; 44 1].
3aknioyeHue

MonyuyeHHble pe3ynbTaThl NOATBEPHKAAIOT BbICOKYIO
4YacTOTy MaToreHHolXx BapuaHToB B MKRN3 B CTPYKTY-
pe HacneacTBEHHbIX GOpPM FOHaAOTPONMH3aBUCUMOrO
nne.
KoHmakmHoe auyo: XabubynnuHa uHa AnbbepmoBHa,
Bpay — OemcKul 3HOOKpPUHO/02, acnupaHm WHcmu-
myma 0emcKol 3HOOKpuHosioz2uu ®rbyY «HMUL 3HOo-
KpuHosoeuu» MuH30paBa Poccuu
e-mail: dina.khabi@yandex.ru
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Tepamnus 1IeHTPAJIBHOIO
IpeXxgeBpeMeHHOro0 II0JI0BOr'0
Pa3BHTHA IIPOJIOHTHPOBAHHBIMH
aHaJIOraMH rOHaAOTPOIHH-
PHUJIH3HHT T'OPMOHA
OJIUTEJIPHOI'O HeHCTBHA
y AeBOoYeK

OrBY «HaumoHanbHbI MEANLIMHCKUIA MCCNef0BaTENbCKUIA LLEHTP
3HAOKPUHONOrMKU» MUHUCTEPCTBA 34paBoOXpaHeHns Poccninckomn
dPepepaunn, r. Mockea

BesepeHune

Bonpoc 0 HasHauyeHWn nNpenapaTtoB TPUNTOPENMHa
nauneHTaMm C LLeHTpanbHbIM MpPeXAEeBPEMEHHbLIM MO-
NnoBbIM passuTmeM (UMMP), nebTUPOBABLUMM B BO3-
pacTe 6-8 net ABAAETCA AMCKYTabesbHbIM OTHOCK-
TeJIbHO YNydlleHUs nokasaTesiell KOHeYHoro pocTa.
TpuntopennH B KOHUeHTpauuu 11,25 Mr c KpaTHoO-
CTblo BBeAeHMa 1 pa3 B 90 aHel nofaBAseT CeKkpe-
LMI0 TOHaAOTPONMMHOB B MaKCMMaJibHO KOPOTKUE Cpo-
KW, NpefoTepallas nporpeccuo KOCTHOrO Bo3pacTa
(KB) 1 BTOpMYHbIX NON0BbLIX NPU3HAKOB, NOBLILLAS BE-
POSITHOCTb OCTU}KEHMA LleNeBblX NoKasaTesieln pocTa
M ynydllas coumnanbHyo agantaumio nauneHTos.
MaTtepuanbl U MeTOAbI

MpoBeaeHaoLEeHKaTEMNOBPOCTaMKOCTHOrOBO3pacTa
y 11 nauneHTok 6-8 netc ulMP Ha poHEe TEpANUM TPUMTO-
penavHoM B no3se 11,25 mMr/90 aHei uepes 6 1 12 mecs-
LEeB NneveHus.
PesynbraTbl

MeaunaHa (Me) BospacTa Ha MOMEHT Hadyana Te-
panun coctaBuna 7,2 ropa [7;7,8]. Yepes 6 mec. Te-
panuu 3aperucTpMpoBaHO J0CTOBepHoe (Ha oc-
HOBaHMM MNOBTOPHONM npobbl ¢ THPI) nopasnieHue
YPOBHSA FOHaAOTPONUHOB, CTOMKOE OTCYTCTBME NpPO-
rpeccuMm BTOPUYHbLIX MONOBLIX NPU3HaKOB. MeauaHa
CKOpOCTU pocTa Yepes 6 MecsLeB Tepanum cocTaBuna
7,55 cm [6,1; 9,9], Nnpu coxpaHsaloLWenca nporpeccum
KOCTHOro Bo3pacta: Me KB pno neueHus 8,9 net [8,6;
10,2] n 10,2 ropa [9,1; 10,8] uepes 6 mMec. Tepanuu.
B nocneayouwmne 6 Mec. OTMEUEHO CHUMKEHNE CKOPO-
CTM pocTa Ao cpeaHux no Bospacty (Me 5,5 cM [4,3;
6,4]) npu nonHoui ctarHaumn KB (Me 10,3 roaa [10,2;
10,8]). PacuyeTHbliA KOHEYHbIN NPOrHO3UPYEMbIA POCT
(Tanner Whitehouse) uepes 12 mec. Tepanum cocTa-
Bun 167,7 cm [162,9; 168,7] n 6bln conocTaBMM C Mo-
KasaTeNaMu KOHEYHOro nporHo3upyemMoro pocTa
[0 Hayana neueHusa 165,7 cm [164,4; 168,5].
3aknoyeHue

Tepanus TpunTopenvHom 11,25 mr/90 gHei no3Bo-
NAeT 4OCTUYb MNONHOMO TOPMOMKEHNS TEMMOB KOCTHOIO
co3peBaHusA, CNOCOHCTBYA ynyuylleHWIO NoKasaTesen
KOHEYHOro pocTa M Haubonee MOJIHOM CouUManbHOWN
ajganTtaumm nauueHToB.

KoHmakmHoe auyo: XabubynnuHa [uHa AnbbepmoBHa,
Bpay — 0emcKull 3HOOKpuUHoO/02, acnupaHm WIHcmu-
myma 0emckold 3HOoKpuHonozauu ®rby «HMUL| sHOo-
KpuHosoeuu» MuH30paBa Poccuu

e-mail: dina.khabi@yandex.ru
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IF'eHeTHUYEeCKHeE aCIIeKThI
apTepHaJIbHOH 'HIIePTeH3HH
y AeTeH C OJKHpeHHEeM

T.B. Yyb6apos, O.A. }aaHoBa, A.B. NMounBanos.,
O.l. Wapwoga, A.WU. ApTiOLWEHKO

Ore0Y BO «BopoHexckunin rocyfaapCTBEHHbIN MEANLIMHCKUT
yHuBepcuTeT uM. H.H. BypaeHKo» MuHncrepcTea
3apaBooxpaHeHuns Poccunckon depepaumm, r. BopoHex

BeepeHue

ApTepuanbHas TruUNepTeHsuss 4YacTo COMyTCTBY-
eT OXMWpPEeHWIo B [ETCKOM BoO3pacTte. Boiasne-
HUEe TreHeTUYEeCKMX MapKepoB, acCcouUMpOoBaH-
HblX C apTepuanbHOl runepTeHsunen, HeobxoamMo
LNS OLLEHKM pUCKa pa3BUTUA TMMNEPTOHMUU U CBOEBpe-
MEHHOro Hayana Tepanuu.
MaTtepuanbl nu MeTOAbI

MeToLOM MOAMMEpPasHON LLeNnHOW peakuun npose-
[LEeHOo nccnepgosaHne psaja reHoB, acCOUUMMPOBAHHbIX
C pasBUTMEM apTepuanbHOM rMnepTeH3nn y naumeH-
TOB B BO3pacTe 0T 9 40 17 neT c apTepunanbHOM runep-
TEH3VEN N OMUPEHWEM, HAXOAMBLUMXCA B KapAMONo-
rmyeckom otageneHun BAKE BIMY um. H. H. BypaeHKo.
PesynbTaThbl

B uccneposaHme BkaueHo 80 nauneHToOB C ap-
TepuanbHON TUNEpPTEH3UEN U OMUPEHUEM, U3 KO-
Topbix 55 yenoBek (68,75%) cocTaBuau ManbuyuKW.
HacnencTBeHHbI aHaMHe3 6bln OTAroWweH y 24 aeTteit
(30%). Bce naumeHTbl UMENN FeHETUYECKME MapKe-
pbl apTepuanbHOW runepTeH3nun. bonblie NoaoBUHbI
obcnenoBaHHbIx (61,75%) uMenun reTepo3vroTHBbINA
BapuaHT reHa aHrmoreHsunHoreHa AGT: 704 T>C, ac-
COLMUPOBAHHBLIN C NOBLILEHHbIM YPOBHEM aHIMOTEH-
3MHa, roMo3urotTamm boeinn 26,25 % petei, He UMenn
natonormndyeckoro annens 1,25%. AGTR1: 1166 A>C
nAGTR2: 1675 C>A, KogmpyoLwine peLenTopbl K aHrn-
OTEH3UHY U aKTUBUPYHOLLNE PEHUH-AHTMOTEH3UH-aNb-
LOCTEPOHOBYIO CUCTEMY, BCTPEYAINCh B reTEPO3NTOT-
HOM BapuaHTe Yy 37,5 n 20% peteli COOTBETCTBEHHO,
B FOMO3UroTHOM — Yy 11,25% 1 33,75 %. Annenb reHa
anbpocTepoH-cuHTasel CYP11B2 (C (-344)T), Bau-
Alolwero Ha 6asafibHyl0 CEKpeuunio anbfoCTepoHa,
B rOMO3MIFOTHOM BapuaHTe 6bin BbisiBNeH ¥ 16,25%
nauMeHToB, B reteposurotHoM — y 50%. GNB:
825 C>T KoaupyeT ryaHWH-CBA3bIBalOWMNIA npoTe-
WH, YYacTBYIOLWMWA B perynsaumm cOCyaAnCTOro TOHY-
ca, onpegenanca y 57,75% nauueHTOB B reTtepo-
3UroTHOM BapuaHTe, ¥ 8,75% — B FOMO3UIOTHOM.
MonnmMop®n3Mbl reHa 3HAOTENNANBHOW CUHTa3bI
asoTa 3-ro tmna NOS3: -786 T>C n NOS3: 894 G>T
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CBfI3bIBAIOT CO CHUMEHWEM CUHTe3a OKcuaa aso-
Ta B 3HAOTENNU, UYTO MPUBOAMUT K €ro ANCOHYHKLUK.
fOMO3UroTHLIN reHoTUn BbisiBAeH y 18,75 n 5% na-
LMEeHTOB COOTBETCTBEHHO, reTepo3nroTHein y 53,75
n 36,35%. Pexe BbiABAAACA NoAMMOpOU3M reHa
anbpa-agnyumHa ADD1: 1378 G>T, yuyacTtByloLLlero
B TPaHCNOPTe WOHOB HaTpUA B KJIETKax MOYEeYHbIX
KaHanbueB (36,25% peTei), a Takke AGT: 521 C>T

(31,25 %).

3akKr4yeHue

Y BCex MNauueHTOB C apTepuanbHOIi runep-
TEH3MEel BbIABNAEHbl MaTOJNIOrNYECKNE TeHeTuyec-

Kue Mapkepbl. Yawe BcTpedanucb annenu AGT:
704 T>C, CYP11B2 (C (-344)T), GNB: 825 C>T,
NOS3: -786 T>C. VNiccnepoBaHne naHenn reHoB MO-
XeT 6bITb MCNOIb30BaAHO AN Noabopa nepcoHannsun-
pOBaHHON MAaTOreHeTUYeCKol Tepanun y AeTen C OXKu-
peHueM.

KnioueBble cnoBa: OXupeHue, apTepuanbHas ru-
nepTeH3usi, reHeTuKa, AeTu
KoHmakmHoe nuuyo: Yybapos Tumodgbeli BanepbeBud,
K.M.H., e/aBHbIl Bpay BopoHexmcckoli 0emcKol KAUHU-
yecKkoli 60abHUYbI ®FE0Y BO «BIrMY umeHu H.H. Byp-
deHKko» MuH30paBa Poccuu, BopoHexc, Poccus.
TenecpoH: +7 (910) 248-77-38
e-mail: chubarov25@yandex.ru
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KJIHHHUYeCKHH caydyan
coueTaHHOro gedpuirita CYP21A2
u 11-6eTa-rHAPOKCHCTEPOH-
OerHaporeHassl IepBOro THIA

OrBY «HaumoHanbHbIN MEANLIMHCKUIA MCCNef0BaTENbCKUIA LLEHTP
IHAOKPUHONOTUN» MMHMCTepCTBa 34ApaBoOOXpaHeHNA Poccuiickon
dPepepaunn, r. Mockea

BeeaeHune

BporaeHHas AMCOYHKUMS KOpbl HaAMOYEeYHUKOB
(BOAKH) — 3T0 rpynna ayTOCOMHO-PeLEeCcCUBHbIX 3a-
60neBaHN, XapakTepusywWwmnxca aedpeKToM OAHOro
M3 GEepMEHTOB WAN TPAHCMOPTHbIX 6ENKOB, MPUHU-
MalLLKNX yyacTMe B CMHTE3e KOpTMU30Ja B KOpe Haa-
noyeyHukoB. Leduumt 21-ruapokcmnassl — 0AHO
M3 CaMblX YaCTbIX BPOMKAEHHbIX GEPMEHTATUBHbIX Ha-
pylWeHnn cTepouaoreHesa. BblaensaoT Heknaccuye-
CKYI0 U Knaccumyeckue (BUpWUIbHaa 1 conbTepsitolas)
dopmbl. YacToTa BCTPEUYAEMOCTWU HEKJIACCUYECKOM
dopmbl cocTaBnseT 0,1-0,2%. 1o HacToAwWwEero Bpe-
MEHW HEeT eAMHOro MHEHUSI 0 HeoBXoAMMOCTM 3aMe-
CTUTENbHON Tepanuu rOKOKOPTUKOMAAMU NpU faH-
Holi popme BAKH. Tepanuio HasHauyaloT NauMeHTaM,
Yy KOTOpPbIX MMEEeTCcss npexaeBpeMeHHoe nybapxe
N Nporpeccusa KOCTHOro Bo3pacTa, YTo yxyalaeT po-
CTOBOV NPOrHo3. B HacTosALee BpeMs He onpeaeneHsbl
NpPeAnKTOpPLI, MOYEMY NPU 3HAUUTESIbBHOM OCTATOUYHOM

aKTUBHOCTK depMeHTa y psaga NauneHToB NpoMCXoanT
npexaeBpeMeHHOe agpeHapXxe 1 YCKOPeHMe KOCTHOro
Bo3pacTa.

OnucaHue KIMHUYEeCKOoro ciy4vas

MauneHTKa c Heknaccuyeckon popmoint BAKH — pe-
dGUUNT 21-rmapoKcunasel, B Bo3pacte 7 feT obpaTtu-
nacb B ®rbY «HMWL, sHAOKpPUHOMOMMKY» C Kanobamu
Ha nosiBJieHMe 3anaxa noTa M akHe, «CaJibHOCTb BO-
noc». inarHos 6bi1 ycTaHOBAEH Ha OCHOBAHWUN NOBbI-
weHua 17-OHN (12,96 Hr/mn), yCKOpeHUs KOCTHOMo
BO3pacTa, KAMHUKK nybapxe, NOATBEPKAEH MOJIEKY-
JIAPHO-reHEeTUYECKM, BbisIBJIeHA KOMMayHAHas rere-
po3urotHas MyTauumst V281L/I2spl reHa CYP21 A2.
WNHuuMnpoBaHa Tepanua npenapaTaMy rOKOKOPTU-
KOWAOB, 0HAKO Ha GOHE 3HAUNTESIbHBIX 03 TMAPOKOP-
Tn30Ha (14-18 Mr/mM2/cyT) oTMeUYannCb NPU3HaKM rune-
paHaporeHun (@akHe Ha fiuue, N3bbITOUHbIA PpOCT BOJIOC)
COXpaHsiIMCbBbICOKMenokasaTenn17-0HMN(30-150Hmonb/n,
TectocTepoH 1,5-3,5 HMONbL/N) N TECTOCTEPOHA B Te-
yeHue ABYX NieT Ha GOoHe peryaspHoro npvema npena-
pata. MauneHTKe ObIIO MPOBEAEHO 3K30MHOE CEKBe-
HMPOBaHWe, MO pesyfbTaTaM KOTOpPoro B reHe H6PD,
obHapy!eHa KoMNayHAHas HYK/JeoTUAHas 3aMeHa
chr1: 9264235GCTTTGGAGTTCCACCTGGCA>G/chr1:
9245522GGAGGA>G, npuBoasLLas K pa3sBUTUIO CUH-
apoma pedwuumnta  11-beTa-ruapokcmucrTeponpneru-
AporeHasbl 1-ro Tuna. JaHHbIA CUHAPOM KAUHUYe-
CKM NMPOSABNSAETCA CXOAHO C HEKNaccuyeckon dopmoin
BAKH, a onpeaeneHne 6MOXMMUYECKUX MApKeEPOB AaH-
Horo 3aboneBaHusi (COOTHOLIEHME KOPTWM3OH/KOPTU-
30/1) HEAOCTYMHO B PYTUMHHOI NpakTuke. Kpome Toro,
B CBSI3W C 0COBEHHOCTAMM MeTabosiM3Ma KopTusona
npu AaHHOM 3aboneBaHUN KOMMeEHCMpoBaTb pebeHKa
(nopaBuTb cekpeunto AKTI) Ha ¢oHe npuema ruapo-
KOPTM30Ha CJNIOXHO, TaK Kak HapylwaeTtcs obpaTHas
KOHBEPCUA KOPTM30HA B KOPTU30J. MaumneHTKa 6biia
nepeeBefeHa Ha Tepanuio AEKCaMeTa3OHOM, B 3KBU-
BaJE€HTHOM [03e N0 TUAPOKOPTU3OHY- 0,5 Mr/cyT
(13,42 mr/M?/cyT) Ha ¢OHe yero AOCTUIHYTa KOM-
neHcaums 3aboneeaHua (17-OHN 1,0-3,5 HMonb/n,
TectocTepoH 0,6 HMOJb/N), OTMeYanacb Mporpeccus
NMos0OBOr0 PasBUTUSA, YMEHbLUMJUCH aKHe, MOSABU-
CSl MEHCTPYabHbIN LK.
3aknioyeHue

OAHMM M3 BO3MOMHbIX (GaKTOPOB 3HAYMMOW M-
nepaHApPOreHnn Heknaccmnyeckor ¢opmbl aeduunta
21-rmapoKcniasbl MOMET ABAATbCA CONYTCTBYHOLLME
HapylweHua MeTabosvM3Ma CTEPOUAOB U aHAPOreHOB.
Mpy¥ HETUMWUYHOM TEeYEeHWW HeKnaccuyeckon ¢opmol
BAKH c paHHMM nposiBNeHMEM ajpeHapxe 1 nporpec-
Cuel KOCTHOro BO3pacTa LiesiecoobpasHo uccnenosa-
HUWe 3TUX FeHOB.

KntoueBble coBa: BPOXKAEHHAsA AMCOYHKLMSA KOPbl
HaAMOYEeYHMKOB, Heknaccuueckas ¢opma, peduumt
21-ruapokcmnasel, reH CYP21A2, reH H6PD, 11-6e-
Ta-rca-1
KoHmakxkmsi: Yy2yHoB N2ops CepeeeBuy
Ten. +7 (903) 625 8124
e-mail chugunov@mail.ru
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CuHppoM CBaiiepa

"TAY3 «/[leTckasa pecnyb/nKaHCKas KNnHUYecKas 6onbHMUa
MuWHUCTEPCTBA 3paBOOXpaHeHMst PecnybivKkm TaTapcTaH,
r. KasaHb

20rb0OY BO «KasaHCKuii rocyfAapCTBEHHbIA MEANLIMHCKUIA
yHUBeEpCcUTeT» MUHMUCTEpPCTBA 34paBooxpaHeHms Poccuiickom
depepauunu, r. KasaHb

BesepeHune

MopTpeT nauueHTa Cc cMHApoMOM CBariepa — Ka-
puoTtun 46XY nNpu XKeHCKOM GeHOoTMMNE N NEPCUCTEH-
UMW  MIONNEPOBLIX MNPOTOKOB, [AW3reHe3sns roHag,
KOTOpble MMET BbICOKUIA PUCK MaauUrHMsaumnm ¢ pas-
BUTMEM FrOHaA061aCcTOMbI U AN3FEPMUHOMBI.
MaTepuanbl U MeTOAbI

AHann3 KAUMHWYECKOro chyyas Anf WANCTpa-
UMN TPYLHOCTU AMArHOCTUKM N TAXKECTU TeueHus 3a-
6oneBaHus.
PesynbraTbl

[eBouka 14 net 11 MecsiueB obpatmiach C Ka-
nobaMn Ha npekpalleHne MeHCTpyauun, yBenu-
YeHMe pasMepoB KMBOTA. AHTPOMNOMETPUYECKME
ApaHHble: SDS pocTta 0,02, MT 18,67 Kr/kB.M. SDS
(UMT): -0,64; nponopunn GeMUHHbIE, NOJIOBOE pas-
Butue IV-V no wkane TaHHepa, MeHCTpyauuu c 14 net
(aBYKpaTHO), ANUTENBHOCTbIO 5 AHEN. YNbTPasBYKOBOE
nccnepoBaHne obHapyXuio, a KOMNbOTEPHas TOMO-
rpadus noaTBepaMna Hanuvume 60NbLIMX Pa3MepOB
obpa3soBaHua ManoroTasa (210x110x190 MM), MHOXKe-
CTBEHHbIX NATONOMMYECKNX 04YAroB B NEYEHU U Nerkmux
(MeTacTasbl). I3MeHeHMA CONPOBOMKAANNCH MOBbILLE-
HueM ypoBHa XY oo 160000 Hr/mn. NpoBeaeHa nana-
poToMus, broncusi onyxonm (McceyeHre TKaHU pa3me-
poM 0,7x0,7 cM), LMTONOTMYECKOE 3aKJIIOUEHME CTalo
OCHOBaHMEM ANs BepudMKauMM JMarHosa: 3joKkaye-
CTBEHHas repMUHOreHHO-KAeToUHasa Onyxojb Mano-
ro Tasa (xopuokapunHoma), IV ctaams no FIGO, meTa-
CTaTUYECKOe NopaKeHne neyeHun, nerkmx. NposeaeHo
3 Kypca HeoaAblBaHTHOW MOJAUXMMUOTEpanuu
C YaCTM4YHbIM OTBETOM B BUAE YMEHbLUEHWS pasMe-
pOB MEPBUYHOW OMYX0AM, MeTacTa3oB, CHUMKEHU-
eM ypoBHa XY no 43,86 Hr/mn. Mpoaonxkawouweecs
obcnepoBaHMe BbISBUAO MNPU3HAKU TUNEProHaAo-
TponHoro runoroHaansma (®Cr 109,3 MMEa/mn, NI
52,73 MMEa/mn), npoBelleH KapuoNOrMUYeckuin aHa-
3 — Kapuotun_46XY, npun nccnefoBaHnn MeToaoM
FISH B 100 % sisep onpefenseTcs OAWH CUrHan ot X-,
OAWH cuUrHan ot Y-xpomMocoM. C y4eToM HOBbIX SlaHHbIX
OCYLLECTBNEH NepecMoTp OonepaunoHHOro mMartepuan
(bunatepanbHas roHagobnactoMa C yyacTKaMu AuUC-
repMMHOMbI MPABOW FOHAALI), BbIMOJHEHO XMPYpruye-
CKoe yaaieHune natonormyeckoe obpasoBaHus C Haa-
BAAranMuWHoOM amnyTaumen mMaTkm U ee NpuAaTKoOB,
pe3eKkuuen NpaBoro MOYETOYHMKA C ero pemMmniaH-
Tauuen B NEBbI MOYETOUHUK, pPe3eKUUn 60/bLIOro
cafbHMKa. B npouecce aanbHellero guHaMnMyeckoro

HabnoaeHNss OTMeueH MNPOAOMKEHHbIA POCT YpPOB-
Hs 6eTa-XIY (152 Hr/mn), Nno aaHHbIM MPT BbIsSIBIEHO
obpa3oBaHue B 4-M }eNlylo4Ke, paCLLeHEHHOE Kak pe-
umane onyxonu. MNpoBeaeH Kypc NpoTMBOpeUUAnB-
HOI XMMMOTeEpPanuKn, ceaHc Mobuansaumm remonoaTn-
YECKMX CTBOJIOBbIX KNETOK. 3aniaHMpoBaHa OLEHKa
3QPEKTMBHOCTM BbIOpaHHOW TaKTUKN JIeUEHUS.
3aKnr4yeHne

[aHHbIA cnyyaih AeMOHCTPUPYET HeraTUBHbIE MO-
CNeacTBUS NO3AHEN ANArHOCTUKW HapylleHus ¢op-
MUPOBaHUs nona.
KoHmakmHoe nuyo: LWatdyanuHa Mapus PycmemoB-
Ha, K. M. H., doyeHm Kaghedpbl 3HOOKpuHonoauu @rb0y
BO KITMY M3 P®, KazaHb, Poccus
3aBedyrowas omoeneHueM, Bpad — 0emckuli 3SHOOKpu-
Hos102 omoeneHus s3HOoKpuHoaozuu MY3 APKE M3 PT,
KasaHsb, Poccus
TenegpoH: +7 (960) 045-67-79
e-mail:zizi97@mail.ru
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X-CLIenJIeHHBIH HOMHHAHTHBIHN
runodpochareMHUUYECKHH PaXHUT:
OIIMCaHHEe KJIMHHUYECKOro
caydyasa

1Or60Y BO «TIOMEHCKMIA rOCYAapCTBEHHbIA MEAULIMHCKUIA
yHUBepcuTeT» MnHUCTEpPCTBa 3/,paBOOXPaHEH A
Poccuiickon ®epepaunm, r. TOMEHb

2MeamnKo-reHeTUYeCKas KoHcynbTaunsa FBY3 TO «lMepuHaTanbHblii
LeHTp», I. TIOMEHb

BeepeHune

rmnopochatemmueckmnii paxut (FPP) oTHocuTCA
K reTeporeHHoW rpynne reHeTUYeckux 3abonesa-
HWIA, CBsI3aHHbIX C AePeKkToM peabcopbumn docda-
TOB B MPOKCMMaJbHbIX KaHasbLax, MNpOsABAAIOLLNXCA
docohatypuent, runopochaTteMmen N paxmTUYECKUMNU
nedopMaumamm ckeneta. Yactotra X-CLENNEHHOro
LOMUHaHTHoro PP coctasnseT 3,9:100000 HoBO-
poXAaeHHbIX. Bepudukaumnsa popmbel FOP nposBoanTtcs
no pesynbTaTtaM MOJIEKYNSIPHO-FeHEeTUYECKOro uccne-
LOBaHuA. PaHHee BbiBIEHWE W HA4yaNno MaToreHeTu-
YeCKoWN Tepanuu onpeaensioT NPorHos 3aboneBaHus
N Ka4yeCTBO *MU3HM NaLMEHTOB.
MaTtepuanbl nu MeTOAbI

MauneHTka 1 r. 11 Mec. Mpu obpalleHUn K Bpa-
yy — AETCKOMY 3HAOKPMHONOrY Xafobbl Ha HU3KO-
pOCA0OCTb, USMEHEHME MOXOAKK. MaumeHTKe npoBeae-
HO obcnepoBaHue: BUOXMMUYECKUIA M FTOPMOHAbHBIN
aHan3 KPOBU C pacyeToM MHAEKCa TybynsipHon peab-
copbuwnn docdatos (TRP, %) n makcumyma TRP K cko-
pocTu knyboukoBon punsTpaunm (TmP/GFR, MMonb/n),
OLleHKa CYTOYHOW 3KCcKpeuun dochopa u Kanbuums
C MOYOW, COOTHOLIEHME KafbLusi/KpeaTMHHa B MOuYe,
peHTreHorpadusa HUMKHMX KOHEYHoCTen C onpe-
neneHmem RSS (Rickets Severity Scale), mMaccoBoe
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napannensHoe cekBeHupoBaHue (MMNC, NGS), naHenb
«PaxuTononobHble 3aboneBaHua» (22 rexHa).
PesynbTraThbl

Mo pesynbTataM o06cnefoBaHMA  yCTaHoOBAE-
HO: 3aaepyKa pocTta (SDS pocta -2,47SD), paxu-
TMyeckme pedopMaumm creneta (paxuTuyeckue
«bpacneTkm» 1 «4yeTkM», O-obpasHas aepopmauus
Hor), runogocdatemus (pocdop Ao 0,64 MMonb/n),
nosbiweHne W po 1188 Ea/n, runepdocoaty-
pusi (TRP=67 %), BblpaKE€HHbIE paxuTUYeCKne un3-
MeHeHuss MeTadM30B MO AaHHbIM peHTreHorpadum
(RSS=8 6annoB). Mo COBOKYMHOCTU KAMHUYECKUX
M nabopaTopHbIX NPU3HAKOB YCTaHOBJEH [AMarHos
«MnodochaTeMmyecknin paxmt», nauueHTka Obina
HanpaBfieHa Ha rocnutanmsauunto B OrbyY «HMUL
3HAOKPUHONOTUU» C LeNbld Bepudumkaunum ¢Gopmbl
3abosieBaHMA U onpeaeneHns TakTUKN TepaneBTUYe-
CKOro BMellaTenbcTBa. M0 pesynstataM MOAERynsp-
HO-reHeTMYECKOro aHanmsa obHapy)KeHa reTepo-
3uroTHaa mytaumsa c.1996C>T (p.GIn666Ter) B reHe
PHEX. PelueHreM KoHCUANyMa NaumneHTKe bblia peko-
MeHAOoBaHa Tepanusi npenapaTtoM MOHOKJ/JOHabHbIX
aHTUTen K pakTopy pocta ¢pmnbpobnacTos-23.
3akiroyeHue

KoMnieKcHas oueHka MoKasaTeneil napuunaibHbIX
dyHKUMIA noueKk, ¢docdhopHO-KanbuMeBOro o6MeHa
B KPOBM N MOYe y MaumeHTa ¢ GeHOTUMNOM pPaxmTo-
noaobHoro s3abosieBaHns MMelOT 60/bLLIOE 3HAYEHME
LN CBOEBPEMEHHOr0 YCTaHOBJIEHMS MPaBUIbHOIO
AvarHosa.
KoHmarkmHoe nuyo: LatimapoBa AHHa BaadumupoBHa,
K.M.H., doyeHm KagheOpbl neduampuu U HeoHamos0auu
MHcmumym mamepuHcmBsa u 0emcmsa @Ib0Y BO «Tio-
MeHckul TMY» MuH3dpaBa Poccuu, TioMeHb, Poccus.
TeneghoH: +7 (904) 499-39-02
e-mail: annashaytarova@mail.ru

https://doi.org/10.14341/MGSPPE-2023-96

KJIHHHUYeCKHH caydyan
BBICOKOPOCJIOCTH Y ITalfHeHTa
C AHCIIJIa3HeH COeaAHHHTEeJIbPHOH
TKaHH

K.M. llemnosckas, A.A. KysHeuoBa, 0.U. T'yMeHIOK,
H0.B. YepHeHKoOB

'®OFAQY BO «CapaTOBCKMIA rOCYAapPCTBEHHbIN MeANLIMHCKNIA
yHUBepcuTeT uMeHun B.U. PasyMoBCKoro» MuHucrtepcrea
3ApaBooxpaHeHns Poccuinckon depepaumn, r. Capatos

BeepeHne

HacneacTBeHHble HApYLIEHWS COeANHUTENbHON TKaHK
(HHCT) nposiBnsitoTCA NoparKeHNeM pasinyHbIX opra-
HOB N CUCTEM, B TOM Yucne 9H,CI,OK|3I/IHHOI7I.
MaTtepuansl n MeToAbI

ﬂpOBe,EI,EH aHann3 ncTtopummn 6onesHn n o6cne,u,0|3a-
HuWe nauneHTa, 14 net n ero Mmatepu. BoinoaHeHo non-
HO€ CeKBEHMpPOBaHWE reHoMa B MeVNKO-reHeTUYECKOMN

nabopaTtopun «3IBOreH» Npu NoaAeprKke 6naroTBo-
puTenbHoro GoHAA MeAMKO-COLMaNbHbIX FeHeTuye-
CKMX MPOEKTOB NOMOLWMU «EHOM HUIHU».
PesynbTaTbl

MauneHT A., 14 net. Poanncs ot 1-iA 6epeMeHHOCTH,
npexAeBPEMEHHbIX POAOB C BHYTPUYTPOOHON rMMNoK-
cueii. Habnogaetcs y 3HAOKPMHONOra C AMarHo3oM:
KOHCTUTYLMOHANIbHas BbICOKOPOCAOCTb, HEBpOJOra
W ncuxmaTtpa C AMarHo30M: 3aflepKKa NCUXOpPeyeBo-
ro passutus, aytmsm; reHetnka — HHCT, cuHapom
dnepca—/aHno;opTonesa—HKOMOMHUPOBAHHbBIATPY-
AOMOSACHUYHBIA CKOINO3 2 CT., IOHOLWECKWUA rpyaHON
KMdo3 1 CT.; Kapamosora — npoaanc MUTPanbHOro
W TpUKyCcnuaansHoro 1 CT.; NnpeacepaHO-KenynovKo-
Bas 6iokaga 2 cT.; opTasbmMosiora — MUONUA cpea-
Hel cTeneHW. HacneaCTBEHHOCTbL: Y MaTepyu CUHAPOM
Anepca — [aHno, y 6abyliku no MaTepuHCKON n-
HUM — HeanbdepeHUMPOBAHHOE HacneaCcTBEHHOEe
HapylleHne coeauMHUTEeNbHON TKaHwu. lpu ocMoTpe
obpaliaet Ha cebsi BHUMaHWE BbICOKUIA POCT U MHO-
ECTBEHHble CUIMbl An3ambpuoreHesa. Poct 185 cm
(SDS +2,5), Bec 60 kr, UMT 17,5 Kr/mM?; pasmax pyk
190 cM. deHOTUN: FyCcTble, LWWMPOKME BPOBHU, LUMPOKKIA
HOC, AJIMHHbIE PYKW, TMNEPTeNopu3M COCKOB, apaxHo-
LaKTUAUs, caHaaneBuaHas Wenb, Tpusybel CTOMbI,
rmnepmMobuNbLHOCTL CYCTaBOB, MOABUMKHOCTb, rUnep-
PacTAMUMOCTb KOXM, KMPOCKOAMO3, MAOCKOCTOMMUE.
Y npobaHia BbisiBfieHa reTepo3nroTHas MyTaums reHa
MYH3, accouumpoBaHHas C ayTOCOMHO-AOMUHAHT-
HbIM AMCTaNbHbIM apTporpunosom, Tun 2A (OMIM:
193700), Tun 2B3 (OMIM: 618436) M CUHAPOMOM
KOHTPaKTyp, NTEPUrUa N CNOHANNOKApNoTap3anbHbIX
cpaweHuit, Tun 1A (OMIM:178110). Takxe y npobaHaa
M eromMaTepu BbiABJAEHA FreTepo3nroTHas MyTaums reHa
ELN, onucaHHaa y naunmeHToB C ayTOCOMHO-AOMW-
HaAHTHbIM CUHAPOMOM BsANOK Koxu (OMIM: 123700)
W HaKNanaHHbIM CTeHO30M aopTbl (OMIM: 185500).
l[eTtepo3urotHble MyTauum B reHe ELN, B TOM uuc-
Jle TMna MUCCEHC, OMNUcaHbl Y NauMeHToB C CUHAPO-
MOM Yunbamca — boipeHa. MyTaums Tuna MUCCEHC
onuncaHa Kak BO3MOXHas NpuMunHa 3aboneBaHUst CUH-
ApoMoM MapdaHa.
3aknioyeHue

B [AaHHOM KJAWHMYECKOM CJlyyae Yy MajbunKa
N ero matepu, 6abyLKn N0 MaTEPUHCKON ANHUN UMe-
nn Mecto nposssieHns HHCT, coueTatowmecs y npo-
6aHAa C BbICOKOPOCNOCTbIO, 3a/lEPKKON Mcuxopeve-
BOro pasBuTua 1 ayTusmMoMm. OnvcaHme KAMHUYECKUX
c/yyaeB [AOMNONHAET MMeLWMKnecs CBeAeHUs 0 pea-
KUX FreHeTMYeCKMX CUHAPOMaAX.

Kniouesble cnoBa: HacneACTBEHHble HapyLleHus
COoeANHUTENIbHON TKaHW, BbICOKOPOCOCTb, reH MYH3,
reH ELN, cuHapom MapogaHa
KoHmakmHoe nuyo: lNymeHiok Onbea VieopeBHa, 0oyeHm
Kaghedpbl cocnumasibHOU neduampuu U HeOHamoJo2u-
uu @raoy BO «Capamosckul 'MY um. B. V. Pa3ymoB-
CcKo20» MuH30paBa Poccuu, Capamos, Poccus.
TeneoH: +7 (917) 204-19-55
e-mail: saroshum@mail.ru
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CBOPHUK TE3UCOB

MOHe}(yHHPHO-PeHeTI/I‘{ECKI/Ie HCCIeOBaHUA BIIPAKTHUKe NEeTCKOI'0 SHAOKPHUHOJIOra
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Ciny4ya¥ KOPTHKOTPOIIHHOMBI
y pebeHKa BcIeCTBHE
COMaTHYeCKOM MYTallHH
B reHe USPS8

®IrBY «HaunoHanbHbI MEAULIMHCKNIA NCCNEeN0BaTENbCKUN
LLeHTP 3HAOKPUHONOrMKU» MuHuctepcTBea
34paBooxpaHeHns Poccuinckon depepaumu, r. Mocksa

BesepeHune

KOpTUKOTPOMMHOMBI MOTYT BCTPeYaTbCs B COCTaBe
Hac/NeACTBEHHbIX CUHAPOMOB MHOMECTBEHHbIX Heo-
nnasuii, HO B nodaBasiloweM 60AbLIMHCTBE Ciayuva-
eB ABASIOTCA CnopajuyeckuMu. B HacToslwee BpeMs
BEAETCA aKTMBHbIX MOMCK COMATUYECKUX MyTauui
B reHax, y4yacTBYIOLMX B peryasumm runotanamo-ru-
nodusapHon-HagnoveyHunkoson ocu (FTHO) n Kne-
TOYHOrO LiMKNA, HapyLeHNs B KOTOPbIX MOTYT NPUBO-
AVTb K 06pa3oBaHmMI0 KOPTUKOTPONMHOM. HanbonbLunii
WHTEpecC BbI3bIBAIOT COMaTMYECKMe MyTauun B reHe
USP8 (ybukBuUTUH-Ccneunduueckas npoteasa 8). USP
urpatoT ponb B npepoTBpalleHMn npouecca aerpa-
naunmn 6enkoB. M3 3TUX GepMEHTOB B KOPTUKOTPOdax
ocobyto ponb urpaet USP8, Tak Kak oHa peryaupyet
BHYTPUKJIETOUHOE COJepXaHue peuenTopoB 3Mu-
LepManbHOro POCTOBOro GakTopa v Npu MUX CTONKOWN
aKTMBaLUMN MPUBOAUT K KNETOUHON nponndepauumm
KOPTMKOTPOodOB C runepcekpeuunen AKTI. YacrtoTa
BCTPEYAEMOCTU aKTUBUPYIOLLNUX COMATUYECKUX MyTa-
unii B reHe USP8 cpean naunMeHTOB C KOPTUKOTPOMU-
HoMamu BapbupyeT oT 20 4o 60 % cnyyaeB 1 accoumn-
MPOBaHbl C pOPMUPOBAHMEM MUKPOALEHOM C BbICOKOM
cekpeunen AKTI n noBbILWEHHBIM PUCKOM PeLMANBOB
3aboneBaHus.
OnucaHue KNUHUYEeCKOoro cay4as

C 9 net nauuweHT Habawaancs no noeoay ap-
TepuanbHOM runepTeHsun Ha GoHe nporpeccu-
pylouielii npubaBKM Maccbl Tena. BnepBble 3HAO-
KpuUHOMOroM pebeHok obcnepoBaH B 16 net, Koraa
3apuKcMpoBaHbl oxupeHune (SDS UMT +3,2) ¢ nepe-
pacnpefeneHVeM MOAKOMXHO-}KMPOBON  KJieTUaTKU
Mo KYLWWHIOUAHOMY TUMY U MHOMECTBEHHbIMU 6arpo-
BbIMU CTPUAMU. Ha MOMeHT oCMOTpa 3ajepKKa pocTa
He oTMedeHa (SDS pocTta -1,25), oagHaKo TeMMbl po-
CTa He npeacTaBneHbl. Mo pesynstataMm obcnenoBa-
HUSI 6bIN NOATBEPKAEH SHAOTEHHbI FMMEPKOPTULMSM.
Mo paHHbIM MPT — uHTpacennspHas MakpoageHo-
Ma runodusa, pasmepamm 7,3x13,5x9 MM, UTO B COBO-
KYMHOCTW C pe3synbTaTamy 60/1bLLON feKCaMeTasoHo-
BOV Npo6bl, MO3BOAMAN YCTAHOBUTL AMArHo3 601e3HU
NueHko — RywwuHra (BUK). MauneHTy npoBeaeHa 3H-
JLlOHa3aNbHas TpaHcCheHomaanbHas aAeHOMIKTOMMS,
B nocaeonepauMoHHOM nepuoae 3apMKCMpoBaHO pas-
BUTME TPAH3UTOPHOIro BTOPUYHOI0 MMMNOKOPTULU3MA,
NpPU3HaKoB pa3BUTUA APYrUX KOMMOHEHTOB rmnonu-
TyuTapuaMa OTMeYeHOo He 6bi1o. Mpu AMHAMUYECKOM

obcnefoBaHMM B TeuyeHue 2 eT noche [OCTUKe-
HUs pemuccum 3aboneBaHus AaHHbIX 3a peuuaunB
He NoJly4YeHo.

Mpu nepBuyHOM 06CnepoBaHMM MauMeHTy MNpo-
BOAMNCA MNOWUCK repMWHaNbHbIX MyTauuid MeTo-
goM NGS c ucnosb3oBaHMEM MaHenn, BKAOYaB-
wen reHol AIP, CASR, CDKN1A, CDKN1B, CDKN1C,
CDKN2A, CDKN2C, CDKN2D, DICER1, GNAS, CDC73,
MEN1, POU1F1, PRKAR1A, PRKCA, PTTG2, SDHA,
SDHB, SDHC, SDHD, MET, no pe3ynbTaTtaM KOTOpPOW
NaToreHHbIX MyTauWuii BbiBJIEHO He 6bin10. B ganb-
HelweM pebeHKY NPOBOAMIOCH MOJHO3K30MHOE
cekBeHnpoBaHue AHK, BbiAeNeHHOW U3 TKaHW ony-
X0 1 06pa3uoB nepndpepuruyeckort KpoBM B Kaue-
CTBE NapHOW HOPManbLHOW TKaHW, MO pesynbTatam
KOTOporo B reHe USP8 B 14-M 3K30He 0OHapy»eH
BapuaHT c.2155_2157del, p.Ser719del, paHee onu-
CaHHbINA, MaToreHHbli. B nepudepunueckoin Kposu
NaToreHHbIX BapuvaHTOB B reHe USP8 BbIABNEHO
He bbino. TakMM obpasoM, AaHHas MyTauus nMmeet
COMaTUUYeCKUit xapakTep.

BbiBop

B 6osnbwuHcTBE cnyyaeB BWK — cnopaaun-
yeckoe 3aboneBaHue, o0bycnoBieHHOE coMaTU-
YEeCKMMW MyTauMAMKW, HapywawwmMn MexaHus-

Mbl peryasaunm F'THO 1 paboTbl KNETOUYHOrO LMKAA
KOPTUKOTPO®OB. lafibHellune ncciaefoBaHmsa MoJe-
KYJSIPHBIX OCHOB GOPMMUPOBAHNA KOPTUKOTPOMNHOM
N aHanus TeuyeHus 3aboneBaHUA MOMKET 3Ha4YUMo
NOBANATL HA TaKTUKY BeAeHNs U HabaoaeHWa naum-
€HTOB, @ TaKXe OTKPbITb HOBble BO3MOXHOCTU Tap-
reTHOW Tepanuu.

KntoueBble cnoBa: 6onesHb VueHko — KylwuHra;
AKTI-3aBUCUMBIA TUNEPKOPTULIMZM; KOPTUKOTPOMMU-
HOMa; ajgeHoMa runodursa; coMaTUveckne MyTauuu;
redH USP8
KoHmakmHoe auuyo: AHap 30a AnbnepoBHa, Hay4Hbil
compyOHUK omodeneHusi HacaedCmBEHHbIX 3abojieBa-
Hull u 3HOOKpUHONamul paHHe20 Bo3pacma HUW dem-
CKol 3HOOKpuHosozuu @Y «HMWL 3HOokpuHOAO-
euu» M3 P®, MockBa, Poccus
TenegpoH: 8 (903) 240-85-61
e-mail: edayanar@mail.ru
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HAYYHOE N3OAHUNE

CH0pHMK Te3MCOB KOHpEepeHL N
no op¢aHHbIM N JETCKUM 3HAOKPUHHBIM 3ab60/1eBaHUSM
«MoNeKyNsipHO-reHeTUYeCKMe Nccaea0BaHNns
B NMPaKTMKe AEeTCKOro 3HAOKPMHOIOra»

BepcTtka C./. HopHeHbKul
Koppektypa Jl.A. 3es1eKCoH

000 «H3NKOH NCM».
dopmaT 60x90/8. Ycn. ney. n. 11,75. Tupark 100 3K3.

OtnevataHo B 000 «M3paTenscTBO «Tpuaga»
Poccusi, 170034, Teepb, Np-T YaKkoBCKoro, 9, od. 514
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