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dIbY «HaunoHanbHbIN MeONUMNHCKNN nccriegoBaTesibCKUKn LEeHTP

aHOoKpuHonorun» MunHagpasa Poccuu

HOBASA TEETEPO3UIOTHAA MYTALUA B TrEHE ACAN, MPUBOOALLAA K BO3ZHUKHOBEHUIO CEMEMHOU HU3KOPOCJIOCTU: ONMUCAHUE

KITMHUWYECKOI'O CITYHAA

BBEOEHWE. B nocnegHee BpemMa akTUBHOE pa3BUTUE TEXHONIOMMU BbICOKOMNPOWU3BOAUTENLHOIO cekBeHupoBaHuda, npumeHeHne WES (Whole Exome Sequencing) B reHeTU4ecKow
ONarHoCTMUKE NPUBENO K YBENUYEHUIO cny4vyaeB obHapyXeHnsa natoreHHblx BapnaHToB reHa ACAN y naymeHToB C NaTtoslormen pocra, 0gHako CEMENHbIE Crlly4Yan OCTaloTCA KpanHe peaKkuMu.

KMIMHUYECKUUN CNYYAW. MNauyuweHTt B., 02.03.2012r.p., Brnepsble obpatunca B HMWLUD B Bo3pacte 4 net 6 mecsueB C
Xanobamn Ha Hu3kmnm poct (SDS pocrta: -2.26). [lo pesynbtatam obcnepgosanna (MOP-1 — 169,1 Hr/mn (8,0-290,0),
OTCTaBaHWE KOCTHOro co3peBaHusa Ha 1 roa; makcumanbHbi CTI Ha npobe ¢ knoHnanHom 10,2 Hr/m) CTI-gedununT UCKNOYEH.
3 aHaMHe3a: Mmanb4ynk oT 3 HoOpMaribHO NpoTeKkaBLLen bepeMeHHOCTU, 3 CPOYHbIX poaoB. Macca Tena npu poxgeHun 2910 r
(SDS: -1,57), gnnHa Tena 48cm (SDS: -1,47). HacneacTBEHHOCTb OTArowleHa no HWU3KOPOCMNOCTU. POCT oTua — 146c¢m,
MUHUMAanNbHbIN POCT MYXXYMUH MO OTLLOBCKOU NUHUKN 146¢Mm, XKeHwmH — 138cm. B Bo3pacte 10 net B HMNLO BnepBble Obina
obcrnegoBaHa cTapllasa cectpa npodbaHaga. B ropmoHanbHOM npodounie HopMmanbHbiM ypoBeHb NPP-1 — 163,5 Hr/Mn, KOCTHbIN
Bo3pacT (KB) cootrBeTcTBOBan xpoHonorndeckomy, MPT ronoBHoro mo3sra — 6e3 natonormn. Ha ocHoBaHUM 3a0€epXXKKU pPoCTa
(SDS pocrTta: -2.52), HU3knx makcmmanbHbiX 3HadeHun CTI B xoge cTUMynAumMoHHbIX npob (9,4 Hr/mn Ha npobe ¢ KnodenuHom,
2,1 Hr/MNT — C MHCYNMHOM) ObINT AMarHOCTUpPOBaH M30NMPOBaHHLIN NapunanbHbi CTI-geduunt. 3aMecTUTENBHYIO Tepanuto
ropmoHom pocta (['P) nonyyana B TedeHUn 5 net ¢ He3HauyuTenbHbIM POCTOBbLIM adpdekTtomMm (A SDS pocta: 0.12; A pocrTa:
26,3 CM), KOHe4YHbIN pocT coctasun 147,4 cm npu cpegHepoautenbckomMm 151,5cm. OcTanbHble 4YreHbl ceMbW MNauUMeEHTa
300pPOBbI, pOCT MaTepun 168 cm, ctapuiero bpat — 175 cm.

[TauneHT perynapHo Habnganca no MecTy XUTeNbCTBA, OAQHAKO, YYUTbIBAd COXpaHAKLWIMECHA HU3KME TeMMbl pocTa, Obin
noBTopHo rocnutanusmposaH B HMNLUO B 10 net 5 mecsues. [1pyn obbekTnuBHOM ocMoTpe pocT 126 cm, SDS pocTta: -2,06,
ckopocTb pocta. 4,61 cm/rog, TaHHep 1. YpoBeHb VNOPP-1 HopmanbHbIM — 271.8 Hr/Mn, coxpaHsanocb oTctaBaHue KB ot
XpoHonormnyeckoro Ha 1 rog 3 mMec. B cBs3n ¢ ceMenHoOW HWU3KOPOCMOCTbIO, Habnogarwencd, Kak MUHUMYM, B YeTbIPEX
NOKOseHnsxX, NnpobaHay un ero oTuy ObINO NPOBEAEHO NOMHOE cekBeHUpoBaHMe 3k3oma: y obomnx B reHe ACAN B 10 3Kk30He Obin
OoOHapy)XeH paHee He onucaHHbI B nuTepaTtype BapuaHT (€.1828C>T) B retepo3nrotTHOM COCTOSAHWUWU, NPUBOASLLUUN K
doopmMnpoBaHUIO CTOM-KOAOHA W npexaeBpemMeHHou TepMmuHauum TpaHcnauum (p.GIn610Ter). llpuHMmaa BO BHUMaHWE
pe3ynbTaTbl Ie4eEHNA COMaTPONMHOM CECTPbI NMpobaHaa, a Takke ydnTbiBagd 6naronpusaTHbIN POCTOBOU NpPorHo3 (163-164 cm
no TW), coOoTBETCTBYIOLIMNNA MEHETUYECKN MNPOrHO3UPYyEMOMY, Xopolune gonybeprtaTHbie TeEMMbl POCTa, OT 3aMECTUTESIbHOW
Tepanuun [ P BbIrno pelleHo Bo3aepKaTbCA U OCTaBUTb NMNayMeHTa Ha AUHaAMMUYECKOM HabntogeHUN.

SAKIMTIOMEHUE. ArrpekaH npencrtaBnsetr cobou KpYMHbIM MPOTEOrnunkaH, cynb@aTupoBaHHLIN XOHOPOUTUHOM, KOTOPbIV
UrpaeT peLlaroLlyo pornb B opMUpoBaHuUn xpsawieson nnactuHkm pocta. Mytaumm B reHe ACAN npuBoaAT K BOSHUKHOBEHUIO
PA3NUYHLIX POPM HU3KOPOCNOCTU, TAXKECTbL COCTOAHUA HANPAMYIO 3aBUCUT OT CTENEHN BOBTIEYEHHOCTU 30HbLI pOCTA.

PaHee Obinn onncaHbl eAuHUYHbIE Cllydan POCTOCTUMYnNupyoLwen tepanun ['P nauneHToB C reTepo3nroTHON MyTaumneN B reHe
ACAN, oaoHako ee pesynbTaTbl HEOOHO3HAYHbI, OOCTOBEPHbLIX cBedeHUN 00 3dPPEKTUBHOCTU N YHUBEPCASIbHOCTU TaKOro
nevYyeHna y gaHHbIX NaLUeHTOB B HACTOsLLLEEe BPEMSA HET.
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Puc 1. PogocnoBHasa cemMmbu

KOHTAKTDI.

bpuyeBa 3nna bansetoBHa, KNMMHUYECKUN OpANHATOP
MHCTUTYTa geTckon aHaokpuHonorumn oI bY « HMULL
IHOokpuHonorun» MuHsgpasa Poccun, MockBa,
Poccus.

E-mall: e.brideva@yandex.ru



