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CUHOPOM KONbLUYTTEPA-TOHLIA C KITMUHUKOM
ANCTAINbHOIO TYBYNAPHOIO ALIMOO3A
Y PEBEHKA PAHHEIO BO3PACTA
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Mp1BOMKCKUIA NccneaoBaTeNbCKUn MEAULIMHCKAI
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KnroueBble cnoBa: demu; anusnercus; ducmarbHbIl
my6ynsapHbil ayudos; cuHopom Konbwymmepa—ToHua

AxkTtyanabHocTb. Cunapom Konburyrrepa—Tonna — penkoe
3a00J1eBaHKE C ayTOCOMHO-PELECCHBHBIM TUIIOM HACJIEIOBaHUSI.
OCHOBHBIE KIIMHIUYECKHE IPOSBICHUS BKIIOYAIOT SMUJIETICHIO, 3a-
JIEPKKY IICHXOMOTOPHOTO Pa3BUTHS U HECOBEPIIEHHBII amesore-
He3. [Ipy TaHHOM aTONOTUH OMUCHIBAIOT TOPAYKEHUE TTOYEK B BHIE
HeQpPOKaIBIIMHO32, BCTPEYAIOTCS U €AMHUIHBIE CITydan OOJTbHBIX
¢ KJIIMHUKOH TyOyJISIpHOTO alli03a B COCTaBe CHHAPOMA.

Onucanue kKanHMYecKkoro cayydas. /lesouka A., 11 mec,
ot 2-ii GepeMeHHOCTH, 2-X CpOYHBIX posoB. Macca Tena mpu po-
sknernn 2400 1, orieHka mo mkane Anrap 8/9 6amios. C poxje-
HUSl OTMEYasach 3a/lepKKa IICHXOMOTOPHOTO Pa3BHTHS: yAEp-
JKUBAeT ToJIOBY C 5 Mec, mepeBopadnuBaeTcs ¢ 6 Mec, He CHIIUT,
He moJi3aet, He ToBopuT. [Ipope3siBanue 3y00B ¢ § Mec, SMalb
3y0o0B xéntas. B 6 Mec BrepBble 3aperucTpUpPOBaHbl HOBTOPHbIE
MPUCTYIBI PeOPUITBHBIX CYA0POT, KyIUPYIOIIUECS ITOCIIE CHUKE-
HUS TeMIieparypsl Tena. B Bo3pacte 11 Mec B CBsI3H € IOBTOPHBI-
MU IPUCTYIIaMH TOHHIECKHUX CYIOpOT Ha (hoHe mpréMa BabIIpo-
€BOi1 KHCIIOTHI, TOTEPEH MacChl TeNa, 0TKa30M OT €/Ibl, PeOEHOK
TOCIIUTANIN3UPOBAH B OTACICHUE paHHEro Bo3pacTa. [Ipu 06-
CJIeZIOBAaHUM BBISIBIICHA runepaMMonueMus 10 149 mmons/i,
merabonuueckuid anunos (pH 7,316, HCO, 17,4 maxs/n,
BE —8,6 M3KB/IT) ¢ TeHICHIUEH K HApACTaHUIO, TUIIOKAIUEMHS
B mpenenax 2,8—3,4 MMOJIb/J1, OIMypus, ONUIUIICHs. B cBS3u
¢ 9TUM IpoBoIMIICS Au(depeHInaNbHBINA AUATHO3 MEXKITY TUC-
TaJbHBIM TyOYISPHBIM aIll030M U IcTUHO30M. [Ipn nmposene-
HUU OMOXMMHUYECKOTO aHAIM3a MOYM MPU3HAKOB YISl MTOJIHOTO
cunnpoma GaHKOHM HEJOCTAaTOYHO, @ YPOBEHb LINCTHHA B JICHKO-
OUTax nepudepruIecKoil KPOBU B MPEAETaX HOPMBI, YTO HCKITIO-
YUJI0 HaJM4ue OUCTHHO3a. [10 TaHHBIM MOJEKYISPHO-TCHETH-
94eCcKOro 00CeoBaHus ObIIIM HCKITIOYEHB! HacIeICTBEHHBIE 3a-
GosieBaHMS TOYCK U HACIEACTBEHHBIE 00Ie3HN 00OMEHa, a TAaKXKe
oOHapyxxeHa myTanus B reHe ROGDI chr16:4801290G>A B ro-
MO3UTOTHOM COCTOSIHUHU, KOTOPast aCCOLUUPYETCS C CHHAPOMOM
Konpuryrrepa—Tonua. [Ipu npoBenennn cexkBennpoBanus mo Ca-
HTepy MyTalus ObuIa IOATBEPXKICHA, Y MATEPH M OTIA BEISIBIIE-
Ha JaHHas MyTalWs B T€TEPO3UTOTHOM COCTOSHHH. B HacTos-
miee BpeMs 0osbHast OIyYaeT MPOTHUBOCYIOPOKHYIO TEPAIHIO,
pacTBOpbI conbl M Kanmusi. Ha QoHe neueHus cynoporu He oBTO-
pAIHCH, I€BOYKA B 2 TOJ]a CAMOCTOSTEIBHO CUJIUT, CTOMT, JeJia-
er 2 mara, pedb OTCyTCTBYET.

I[IpakTuyeckasi 3HAYUMOCTb. [[pogeMOHCTPUPOBAH peaKUA
KITMHAYECKUH cirydait cuaapoma Konmbiryrrepa—ToHIa ¢ KITMHUKON
JIUCTANBHOTO TYOYJISIPHOTO alu03a y peOEHKa paHHETO BO3pacTa.



