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CemeunHbIu cnyyau nsonupoBaHHoro geduuuta I'P, Bbi3aBaHHbIN MyTauueun B reHe GH1

BBEOEHUE: PooocnoBHasa cembu

PacnpocTpaHeHHOCTb u3onupoBaHHOro gedouuymta ropmoHa pocta (MOAIMP) sapbupyet ot 1:4000 go

1:10000, n3 kotopbix 5-30% aBnNATCA HacneacTBEHHbIMM BapuaHTamMu, Haunbonee 4dacto VAP
ABNAeTCA pe3ynbTatoM MyTauum B reHe ropmoHa pocta (GH1) unnn B reHe peuentope PUNU3UHT- 167 eM
ropMmoHa pocta (GHRHR). [laHHbIM reH nokannu3oBaH Ha Xpomocome 17g22-24 wn aKkcnpeccupyeTcqa B
COMaTOTPOMNHbIX KrNeTkax nepeaHen gonu runodpusa. 3aborneBaHne BCTpe4vyaeTcd C OAMHAKOBOW

yacToTon Yy npeacrasutenen oboero nona. Cneundpuyeckum npu3HakomM cemMenHon doopMmbil
HM3KOPOCIIOCTU ABNAETCA 3a4epKKa pocTa nocne 1 roaa XXM3HU 1 OTArOLWEHHbIN CEMEUHBLIM aHAMHES.

PE3YJIbTATDI. lNauneHtka A.M. BnepBble obcnenosaHa B I bBY «HMWL snpgokpuHonornmn» MuH3gpaBa
Poccuun B Bo3pacTe 5.9 net. O0beKTUBHO: BbipaXXeHHasa 3agepXKka pocta 1 Beca:. pocT - 87,8 cm, SDS pocrTa:
-4.82, macca Tena — 12,5 kr, SDS macchl Tena: - 3,9.

Y [OeBOYKU XapaKTepHbI PeHOTUN. OonblIoN BbiCTynawowWwun nob, ronybble cKrepbl, ANMWHHbIE PECHULbI,
3anaBLwaga nepeHocuua. YposeHb UOP-1: 9,8 Hr/mn (SDS UDP-1 0,99), makcumanbHbit Bbibpoc CTI Ha
npobe ¢ knoHnanHom - 0,198 Hr/mn. OdundpdpepeHumnpoBKa ckeneta cooTBeTcTBoBarna 2 rogam, no AJaHHbIM
MPT - runonna3sua runodgusa. [lmarHoctupoBaH nsonupoBaHHbi CTI-gedpnymt.

[lnarHo3 noaTBepXaeH pesynbTaTaMun MOJEKYNApPHO-reHETUYECKOro aHanu3a. BblsBlieHa retepo3nroTHas
MyTauusa B reHe GH1 ¢.291+3G>C (gaHHaa myTauma onnucaHa Kak natoreHHas).

[TauneHTke Oblna Ha3Ha4yeHa 3aMecTUTeNbHaa Tepanusg COMaTPONMHOM B POCTOCTUMYIUPYIOLLEN [03€
(0,033 wmr/kr/cyT). B nepBble Hegenu nNeYeHUA oOTMedanncb OTEKW, NPOBOAUIIOCHL KpPaTKOBPEMEHHOE
cHmxkeHne P. 3a 11 mecsiueB Ha doHe Tepanuum npubaBka pocTta cocTtaBuna +13.2 cm, SDS pocTa
yMeHbLInnack go -3,09 (aenbta SDS pocTta -1,73).

[Tpn npoBegeHUn MOMeKynApHoO-reHeTUYeCKoro aHanmsa y otua aeBo4vkm un y bpata 10 mecsiLeB BbiSBeHa
aHanorn4yHagqa retrepo3unrotHasa mytayma B reHe GH1 ¢.291+3G>C.

162 eM

CemMenHbIn aHaMHe3:
MaTtb — 31 rog, pocT - 158 cm,

OTtey — 63 roga, poct - 118 cm SDS pocrTa: - 8,53,
TENOCNOXEHUE nNponopLUnoHarbHoe, rno nosoay
HM3KOPOCOCTN He obcneaoBancs, rno
HaUMOHAaNbHOCTU - 3AUCCUNUCKUN apMAHUH.

B cembe npobaHga Tpoe cnbcos:

* Manbyuk 7 net - 121 cm (SDS pocra: - 0.16),
 Manbuuk 3 roga - 110 cm (SDS pocra: 2.24),

» Manweyuk 10 mec., pocTt - 59 cm (SDS: -5,8 cm).

3aKrro4yeHue:

[aHHbIN KMUHUYECKMN crydan AEMOHCTPUPYET UIONUPOBAHHYIDO CEMEUHYIO HWU3KOPOCIOCTb, OOYCOBMEHHYIO
myTaumen B reHe GH1. Mnagwemy bpaTty nnaHupyeTtcs HasHavyeHue 3aMecTUTENbHOW Tepanum coMaTpPOrnMHOM
(6e3 npoBedeHNA CTUMYNUPYOLLEN AnarHOCTUYECKOU nNpobbl), y4nTbiBas Hann4me BblSsBNEHHON MyTauUWUW B reHe

GH1 c.291+3G>C.
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