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AxkTtyanbHocTh. Henocrarounocts Ouorununassl (Hb) —
ayTOCOMHO-PeIeCCUBHOE 3a00eBanne, 00yCIIOBICHHOE MyTaluen
B reHe, Konupytomem GepMeHT OMOTHHHA3y, B PE3yNIbTaTe 4ero
B KPOBHU HAKaIUIMBAIOTCS] TOKCHYHBIE METa0OJIUTHI, KOTOPhIE OKa-
3bIBAIOT BO3ACHCTBUE HA LIEHTPAJIbHYIO HEPBHYIO CUCTEMY U TKa-
HU, IPUBOJS K Pa3BUTHIO META0OIMYECKOrO allua03a U BTOPHY-
HOI runepamMmmoHueMuu. biaronaps mporpamme pacmupeHHO-
TO HEOHATAJIbHOTO CKPUHUHTA HOBOPOXkAE€HHBIE ¢ HB, y KoTOphIX
JIMarHO3 yCTAHOBJIEH J0 Hadaja MPOsIBICHUS KIMHUYECKUX CUM-
IITOMOB U KOTOPbIE ITOY4aloT JICYeHHE OMOTHHOM B BBICOKHX J0-
3ax, IMEIOT HopMalibHOe pa3Butue. Hb cunraercs BecbMa penkoit
¢dopmoii maronoruu (1 : 40 000 mo 1 : 60 000 HOBOPOKAEHHBIX
B MHUpE) C TSOKEIBIM TE€UEHUEM, PaHHSS IMAarHOCTUKA M CBOEBpe-
MEHHO Hauaroe JIe4eHHEe MO3BOJISAIOT CAEIaTh IPOTHO3 Oiaronpu-
STHBIM JIIs1 OOJILHOTO.

Onucanune KINHNYECKOro ciay4as. Jlesouka A., 4 mec, po-
Juiachk Ha 37-i Hemene rectauuy (IEPBBIM IUION U3 IBOWHU),
ot 1-if 6epemennoctu mytém JKO, 1-x ponos. Macca Tena mpu
poxxnenuu 3310 1, uiuHa Tena 52 ¢M, OKPY>KHOCTb TOJIOBBL 35 CM.
Ornenka 1o mkane Anrap 8/9 6amioB. 3akpuyaia cpasy, K rpy-
I IPUJIOKEHa B pOAMIIbHOM 3ane. Ha 5-e cyTku peGEHOK BHINTH-
CaH M3 POAMIBHOIO I0OMa C AUAarHO30M: 3I0pOBa IOJ Halmone-
HUE y4acTKoBOro menuarpa. HacnencTBeHHbI aHaMHE3 HE OTS-
roméH. IIpu nepBUYHOM MaTpoHaXke MaMe JaHbl PEKOMEHAALI
110 yXoxy ¥ nuTanuto pedénka. Ha 10-if neHb sxu3Hu peOEHKa 10-
CTYIWJIN CBEICHUS U3 MEIUKO-TEHETHUECKON KOHCYIIBTAIUH O T10-
noxutensHoM pesyisrare Ha Hb. Kimuamueckux nposinennii Hb
He OTMedanoch. PeOEHOK HampaBieH Ha MOBTOPHOE HCCIIEIOBa-
HHE, B X0JIc KOTOPOro ObLI BBISIBIICH HU3KUI YPOBEHb OMOTHHH-
J1a3bl B CyXOM IsiTHE Ha 3-M mecsiue xu3Hu — 0,36 HMonb/MuH/
i (HopMa 1-6), a B utazme kpou — 0,73 HMOIL/MUH/MIT (HOp-
Ma 4,4—12,0 amons/mMun/mit). TIpoBeeHO CEKBEHHUPOBAHKUE BCEX
9Kk30HOB reHa BTD, BeisiBneHa mytanws c.1330G>C; c.511G>A
(p. D444H; A171T), ycranoeien nuarHo3 HB. Pe6énok nepese-
JEH Ha MUTAHUE CMECHIO Ha OCHOBE YAaCTHYHOTO THApOIIN3a Oenka,
Hayara 3aMecTUTelNIbHas Tepanus OMOTHHUHOM B f03e 10 mMr/cyT.
Ha ¢one Tepanuu gusnueckoe 1 HEPBHO-TICUXUUECKOE Pa3BUTHE
peG&HKa COOTBETCTBYET BO3PACTY.

3akuouenne. [Iporuos mis 6onpHoro ¢ HB 3aBucut ot Ts1-
JKECTH 3a00JIEBaHUs M CPOKOB Hayasa CIeHaIn3upOBaHHON Te-
panuu. IIpu cBOeBpeMEHHOI KOppeKnuy U NpopUIaKTUKEe MeTa-
60IMYECKUX KPU30B, COOIIOAECHUH 1 CTPOrOM KOHTPOJIE IaTOreHe-
TUYECKOU Teparuy ¥ CUMITOMATUYECKOTO JIEYEHHsI IPOTHO3 JIJIs
JKH3HU OJIarOTPHSTHBIMH.



