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KoHdepeHUUA No opdaHHbIM U AeTCKUM ‘L_ ; 3CbeeKTVIBHOCTb npenapaTOB CyHbeOHVIHMOLIeBVIHbI (”CM) NP HEOHATaJIbHOM
3HAOKPUHHbIM 3a6oneBaHUAM % | caxapHom guabete (HCH) c DEND-cuHapomMom u myTaumsx B reHe KCNJ11 B

JHAOKpPUHHAaA opdaHeTUKA:
AOCTUXXEHUSA U NepcneKTUBbI

HeoHaTanbHbIM caxapHbin amaber (HCA) — oaHa W3 MOHOreHHbix GOpm caxapHoro Aumaberta, yalle Bcero

.| 3aBMCUMOCTM OT CPOKOB UX Ha3HayeHus1 Ha npumepe cemenHoro cny4as HC[.

Kypaesa T. /1.1, l'yH6buHa U. B.2, EmenbaHos A. 0.1, AxuHa UN. N.%, CesepuHa A. C.%, CeBeTtnosa I'. H.1, NanTes A. H'.
I'HU PO OIBY « HMWL, s3HAOKPUHONOTUNY,
2TBY3 «4YOKB»

BbIPAXEHHON reHeTUYeCKOMfLx"

MaHudecTupyowaa B nepsble 6 Mmecaues XusHun. HCM xapaKtepusyeTtcs

reTeporeHHoCcTbio. M3 MHOMecTBa reHoB, MyTauMM B KOTOPbIX MPUBOAAT K pa3BuTuio 3abonesaHuna, Hanbonblee| - =
NpPaKTUnyecKoe 3Ha4YeHUo MMetoT akTusupyrowmne mytaumm B reHax KCNJ11 u ABCCS, koanpyowmx KaameBble KaHanbl. ;'t."'
YHuKanbHoctb HC/l ¢ AQHHBbIMM MYTAaUUAMU COCTOUT B BO3MOKHOCTM NepeBoaa TaKUX NALUEHTOB C MHCV!‘IMHOTepaI'IMM::::
Ha MCM. DEND-cnHapom (development delay, epilepsy, neonatal diabetes) - Hanbonee peakasa n Taxkenaa dopmafr
HC/[l, xapaKkTepu3ylowasaca TPpUaaou - 3a4epXKOU WUHTENNEeKTya/IbHOro pa3BUTUA, 3aNUAEncMenm U HeoHaTasIbHOro
nnabeta. bonee nerkaa ¢opma cuHapoma, 6e3 anmnencumn, nonydmna HassaHue IDEND-cumHgpom. UX pasButme
obycnoBneHo aKkcnepccmen yKk3aHHbIX reHoB HC/l He TONbKO B B-KNeTKax noarKkenyaoyHomn Kenesbl, HO U B HEPBHOM
TKaHW. BONbLIMHCTBO MyTaumn passmBaeTca de novo, TOJIbKO B peakunx cay4dasax 3abosieBaHME HOCUT CEMEMHbIN
XapaKtep. B HacToAwee Bpems noaBuamncb coobuieHns ob spdpektnsHoctn npumeHeHmna NCM B OTHOLWIEHUMU

yAy4dleHMA HeBPO0orM4eckoro crtatyca y naumeHtos ¢ DEND-cMHapomom npu paHHEM UX Ha3Ha4YeHUM.

* MaTtb nauueHTa, 33 roaa, oT 1CpOYHbIX POAOB.
Macca Tena npu poxaenunn 2-100 rp (SDS -
: 3,48).
™. B 4 mec. ranKemma 40 25 MMoAb/N. AnarHos —
CA1, HayaTa MHcyanHoTepanma. OTmeyanach
3a4epKKa NCUXOMOTOPHOIo 1 PU3NYECKOro
pa3BuTnA (KoHe4dHbIn pocTt 135 cm, SDS -4,17).
.1* Umena 3 bepemeHHocTn: b-1 — poabl (Kecapeso
cedyeHune 2015): manbymnk secom 1600 rp., c 3
NHA U3HU TnKemua ao 13 mmonb/n, AnarHos
«HEeOHaTa/IbHbIN CaxapHbIX AnabeTy,
MHCYIMHOTEPAanuA € YaCTbIMU TUMOTANKEMUAMMN,
rMNorinKemmyeckaa Koma. K roay y pebeHka -
BblpaXXeHHble KOTHUTUBHbIE HAPYLLUEHUS,
opopm/ieH OTKa3 oT pebeHKa, cmepTb B 4 roaa,
NPUYNHA He U3BECTHA. b-2 - BbIKMAbIL Ha
.4 PAHHEM cpoke. b-3, nauneHTom /.
*rix254e nabeTnyeckas Hedponatna > 5 feT, cTaans
1 npotenHypun, AnabeTmueckas
HenponndepaTnBHada peTuHonaTtma > bonee 10
net. [lncranbHaa ceEHCO-MOTOpPHAA HemponaTms
> 15 net. Incmetabonnyeckana sHuedanonaTma.

._*_:- TAKTUKN BEAEHUNA N J1IEHEHUNA TNaUUNEHTA.

Llenb: oueHNTb Ba*KHOCTb paHHEro NpoBeaeHUa reHeTu4eckoro tectuposanHmna npn HCA n yxyaweHmna nporHo3a B OTHOLWEHUM Pa3BUTUA
HepPBHOM CUCTEMbI NPK No3aHEM Ha3HavyeHnn NCM Ha npumepe oAHOUN CEMbBM.

MaumeHT A1, 4 ropa - ot 3 bepemMeHHOCTU maTepu

c HC/.

* bepemeHHOCTb: Ha POHE XPOHNYECKOMU
naaueHTapHou HegoctatoyHoctn, HMIK 1A
cTeneHu, MHoroeoaue, ymepeHHas
npesknamncua. 'ectaumoHHaa Al. CuHgpom
3aepP*KKU POCTa Na1oaa 2 CTeneHw.

* Pogbl: onepaTuBHbIe Ha CPOKe 36 Heaeb.
Bec: 2240 . (SDS -1,25), aAnnHa Tena: 46 cm
(SDS-0,81). Mo wkane Anrap 7/7.

* [Uneprankemumsa Ha 3-u CYTKU OT POXKAEHUS,
HayaTa nHcyanmHotepanma. Kposb pebeHka
HanpasneHa B PIeY «HMUL
3HAOKPUHONOTMN» HA MONEKY/IIPHO-
reHeTn4YecKkoe nccaeaoBaHue.

* Ha 7/ CYTKU }MN3HU A0 NOY4YEeHUA pe3yNbTaToB
reHeTU4YeCKoro nccnenoBaHuA nepeseaeH Ha
Tepanuto NNCM — rambeHknamung, 1,75 mr 8 no3e
1/8 Tab 2 pa3sa B AeHb, C yBeandyeHmem ao 1/8

Tab. 4 pa3a B AeHb.

* [Ipn monekynapHo-reHeTU4YeCKoOM
MccneaoBaHME — BbliBIEHA MYTaUMA B reHe
KCNJ11 (retepo3urotHaa R201C, onncaHHaH
npu nepmaHeHTHom HC/).

p 3a|<mo'~|e|-me [eHeTM4YecKoe TeCTUPOBaAHUE A0KHO NPOBOAUTLCA ¥ Nt0b0oro pebeHka c HeoHaTalbHbIM AMabeTom. BoisBneHmMe TMna MmyTaumum MOXKeT NPUBECTU K CEPbE3HbIM Pa3/INYNAM B

# e
2 HMyTtaunn, pearupytowme Ha Tepanuio NNCM, asnatotca Hanbonee pacnpocTpaHEeHHON NPUYNHOM HEOHATANIbHOTO AnabeTa, N paHHee nevyeHune nNpenapaTtamm MOXKET YyAy4LmnTb

; HEMPOKOTHUTUBHbLIN AePULUT, CBA3AHHbIU C 3STUMU MmyTaunammn. NpobHaa Tepanma NCM moXxeT bbITb PacCMOTPEHA eLle A0 TOro, Kak byayt nosiydyeHbl pe3yabtaTbl FTEHETUYECKOTO
X j-,‘f' nccnenoBaHuA. PaHHee Havyano nevyeHune NCM yayydwaeT ncxodbl pa3BUTUA HEPBHOU CUCTEMbI Y NALMEHTOB, YYBCTBUTENbHbIX K 4aHHOWU TEPAnun.

* PebeHoK BocnuTbiBaeTca 6abywkon. FnmbeHknamma 0,875
mr/cyT: no 1/8 Tab. 4 pasa B AeHb. JKA 1 TAXKENOWN
rTMNOrnnKemMmumn He Habarganncb. CAaMOKOHTPOb
rntoKkomeTpom 4-6 pasa B cyTkn. HBA1cC: 4,9% —4,5% - 6,7% —
6,0%.

* B4 ropga- Poct: 101 cm, SDS pocTa: -0.75, Bec: 14.5 kr, UMT:
14.2 kr/m2, SDS UMT: -1.28, ckopocTb pocTa: 6.18 cm/r, SDS
cKopocTun pocTa: -0.66). Tnnkemmun ot 5 o 19 mmonb/n. HbAlc
- 6,8 %.

* C-nentng 0.454 Hr/mn (1.1-4.4), PN - 1.28 mKE/mn (2.6-24.9).
HeBposorom BbiABAEHO HapyLLeHNE GOPMMNPOBAHUA
pPeLENTUBHOM U 3KCNPECCUBHON peyn (NpeanonoKMTenbHo, B
CUJ1Y COLUMaNbHbIX GAKTOPOB).

B yesio0m ncuxomomopHoe passumue
coomeemcmeayem so3pacmy.
N smo pe3yabmam paHHez20 Ha3HavyeHua NMCM!!!

KOHTAKTDI.
EmenbaHoB A.O.

Emelyanov.Andrey@endocrincentr.ru
+7-903-713-60-37
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