M.A.Keacosa ', E.B. KonbacuHa? B.B.Mewepsikosa’, Pykurna [.A.", Tawrnbikoga A.l1."
TPIbOY BO «I'MMMY» MuHusgpasa Poccuun, r.HmxHmnm Hosropona, Poccus
2I'bY3 HO «HOOKB», r.HmxH1un HoBropon, Poccus

3Ha4YeHuUe MOJIeKYyIIsSIPHO-2eHemu4eCcKo20 uccsiedoeaHusi 8 duazHOCmMuUKe coMamomporiHoU Hedocmamo4YyHoCcmu
y pebeHKka paHHe20 so3pacma.

BBeageHue. [narHoctnka comaTtoTponHonm HepgoctatodyHoctn (CTI-pedouumt)
3aTpyadHeEHa y AeTen paHHEero Bo3pacrta M3-3a HEBO3MOXXHOCTU NpoBeaeHUst Npoodbl
C MHCYNIMHOM Yy AOeTen oo 5 net. Y naymeHToB C rmnonutyntapuaMom 3aaeprkka
POCTa CTAHOBUTCA 3aMETHOU YXXe Ha 2-M rogy Xu3Hu, a K 4 rogam X1U3HU OEeTU
npnbaBnaloT He bonee 2-3 cm B rog. Takum obpasom, B Bo3pacTte 5 neTt AaHHbIe
NnauneHTbl yXXe 0yayT UMETb BblpaXXeHHYI0 3adepXXKy pocta. PaHHee BbigBNeHMe
3aboneBaHna byaoeTt cnocobcTBOBaTb CBOEBPEMEHHOMY Ha4asny 3aMecTUTENbHOU
Tepanmm pekoMonHaHTHbIM ropMoHOM pocTa (pl P).

MATEPWUAIIbl W METO[ObI. Poantenu nauneHta M. obpatunucb K SHOOKPUHOSMOrY C
Xanobamn Ha HU3KMUU POCT, OTCTaBaHMe B pocTe 3ameTtunu c 2 net. PebeHok oT 2
bepemeHHOCTU, poabl B cpok, ¢ MT 3,1 kr, It 51 cMm. 'eHeanornyeckmm aHamHe3: y
cTapLien cecTtpbl B Bo3pacte 5 net noarsepxaeH CTI-geduunt (Ha ocHoBaHUN 2-X
CTl-ctumynaunoHHbiX npob). B HacTtosdwee Bpemsas Ha d@oHe nedeHusa plP
OTMeYyaeTcs nonoxumtenbHaa anHamuka (3a 8 net + 61 cm). B ceMbe HU3KOPOCNOCTb
No NIMHUMN MaTepU:. PocT MmaTtepu - 159 cm, 6abyuiku - 157 cm.

PE3YJIbTATBHI. Tlpn obcnenoBaHun B Bo3pacte 3,5 net. anvHa Ttena 82 cm (SDS pocta -4,0), macca tena 11 kr, AMT 16,4 (SDS UMT -0,6). Mo3roBou 4epen
npeobnagaet Hag nuueBbIM. [10 BHYTPEHHUM opraHam 6e3 natonornn. BeiNnonHeEHO nccnegoBaHue naHenu reHoB «l unonutymntapmnam» - B reHe GHRHR BbisiBneH paHee He
onucaHHbIn BapuaHT (chr7:30975859C>G, ¢.965C>(G), npuBogdawWMnN K aMUHOKUCNIOTHOU 3amMeHe pP.Ser322Cys B retepo3vroTHOM COCTOAHUU, a TaKXe MNpoTsSXeHHas
geneund, sknovarwwaa 1-4 3Kk30Hbl, B reTePO3UTOTHOM COCTOAHUN. [ OMO3UTOTHbIE U KOMMAYyHAO-retepo3nroTHble naTtoreHHble BapuaHTbl B reHe GHRHR onucaHbl npwu

M3o0nmMpoBaHHOM geduunTe ropmoHa pocta, Tun V.

B Bo3pacTte 3 net 11 mecsaueB nauneHT rocnutanuismposaH B GI'bY «HMULU OHpgokpuHonormn». BeigBrneHa BbipaXXeHHas 3agepXka pocta (SDS pocta -4,0), oTcTaBaHue
KOCTHOro Bo3pacTta OT XpoHonorunyeckoro Ha 1,15 r., HU3kuun yposeHb MPP-1 (21,96 Hr/mn). HegocTtaTouHOCTM APYrMxX TPOMHbLIX TOPMOHOB rMnodmnsa He Nosy4YeHo.

. KOHTAKTDI.
3AK/TIOYEHUE. [uarHocTtmpoBaH rmnonutyntapusm. nsonmpoBaHHbin CTI-gedouunt. NpoBegeHmne monekynsapHO-reHeTUYeCKoro
s KBacoBa Mapua AnekcaHapoBHa, OOLEHT
obcnegoBaHUAa U HanuynMe Ookas3aHHOWM MyTauuWn B reHe, accouMmpoBaHHOM C pa3BuTUEM usonupoBaHHoro CTI-gedpuuuta, B kacbeapbl hakynbTETCKOM 1
NAHHOM Crny4ae Mno3BONUII0 YCTaHOBUTL AMarHo3 6e3 npoBeaeHnss CTUMYIALUUMOHHBIX Npob y pebeHKka B BO3pacTe Tpex NneT w nonuKnuHuyeckon neguatpum ®re0y BO
Ha3Ha4nTb Tepanuio plP. Y geten oo 5 net ¢ oTAroweHHbIM CEMEUHBIM aHAMHE30M MO HU3KOPOCMNOCTU NOKa3aHo npoBegeHune «[MMMY» Munsgpasa Poccum, HmxHU

MeONKO-reHETUYECKOro nccrnegoBaHnsa anst cBOeBpeMEHHOU AgnarHocTtukn un nedenuna CTI-gedpunyumra.

HoBropon, Poccus
TenedoH: +7 (906)-353-95-55 E-mail:
maill.ru./77@mail.ru
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