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Monosoe pa3sutue gerteii C rOHOCOMHbIM MO3anULU3MOM

®rboy BO Capamosckuli TMY um. B.WN. Pazymosckozo MuH30pasa Poccuu, kagpedpa nponedesmuKku demcKux 6ose3Heli, demcKoli SHOOKPUHO102uUU U
duabemonoauu

HayuHell pykosodumens: 0oy, Palizopoockas H. 0.

BeepeHue. HapyweHue dopmuposaHusa nona (HPM) — 3To BPOXKAEHHbIE reTEPOreHHble COCTOAHWUA, 06YC/I0BNEHHbBIE XPOMOCOMHbIMMU,
roHagHbIMK, GeHOTUNMYECKUMMN AedeKTaMu PasBUTMA NOAOBOIN cuctembl. Hanbonee 4acTo NpUUMHOW ABAAIOTCA Pas/INYHbIE BapUaHTbI
MO3auLM3Ma NO NOIOBbIM XPOMOCOMaM.

Llenb nccneposaHuA: NpoaHanM3nMpoBaTh NON0BOE Pa3BUTUE AeTel C FOHOCOMHbIM MO3aULM3MOM B Nepuoa NosI0BOro Co3peBaHua.

Martepuan n merogpbl. [lpoBeaeHa oueHKa NOJ0OBOro pa3BUTMA y 5 manbumMKoB 1 2 ageBoyek B Bo3pacte 13+0,7 neT ¢ mo3anumsmom no
nonoBbiMm xpomocomam. Kapuotun 45X/46,XY 6bin y 4 peteil; CAOXHbIe BapuaHTbl FOHOCOMHOrO mMo3sauuusma — 3. [AuarHos HOM
rnoctasneH B Bo3pacte oT 3 mec A0 12 fneT, cMeHa MOMa C MYMKCKOrO Ha KeHCKui bbina nposegeHa 1 pebeHky. Mepuoa HabnoaeHua
coctasun 1,5+0,5 net. O6cnepoBaHue BKAtOYano cbop aHaMHesa, OCMOTP, OLEHKY $M3MYecKoro u nonosoro passutuda, Y3U roHag u
BHYTPEHHUX FreHUTaNnn, ropMOHaNbHbIM ypoBeHb JIT, ®Cl, TecTocTepoHa, 3CTpaAmMoaa, OHKOMAPKePOB repMUHATUBHbIX ONYyXONEeN.

Pe3synbTatbl. [0 gaHHbIM aHaMHe3a ABOMCTBEHHOE CTPOEHWE HapPYMKHbIX MOJIOBbIX OFPAHOB MPWU POXKAEHWW umenn 6 n3 7 peteit.
Mnactmka HapyXHbIX TEHWTaNMN B COOTBETCTBMMC BbIGPAHHbIM MOAOM npoBefeHa AetAam Bo3pacte 3,1x1 roga. Mpu nepBuyHOM
obcnepoBaHUM  AUCTeHeTUYHble ToHaAbl 6binn obHapy:keHbl y 5, npoBefeHa FOHAAIKTOMMWA; OBOTECTUKYNAPHble roHaapl — y 1
pebeHKa,NpoBeAeHa cenapauua roHag C COXPaHEHMEM OBApWa/sbHOrO KOMMOHEHTA; TECTUKY/bl B MAaxOoBOM KaHane umen 1 naumenrt,
nposefeHa opxuonekcusa. MaTka U maTOuHble TPyObl PasNNMUYHON CTeneHu 3penocTu 6bliv 0BHApy:KeHbl U yaaneHbl Yy 4 MaibyMKOB,
coxpaHeHbl y 2 pesouek. MNpu obcnesoBaHuy B Bo3pacTe 12-14 neT 3ajepkKa poCTa yCTaHOB/AeHa y 5 aeTtel co CTUrMamu
AncambpuroreHesa. BpoxaeHHble aHOManuW Pa3BUTUA CepaEeYHO-COCYANCTON CUCTEMBI UMenn NATb AeTel. CamocToATeNIbHaA UHMLMALMA
nybeptaTta 3apuKcmpoBaHa y 6 naumeHToB B Bo3pacTe 12+0,5, ogHa AeBOYKa HAXOAWNAChb HA 3aMeCTUTE/IbHON FOPMOHa/IbHON Tepanuu.
OTtmeyeHo nosbiweHne yposHa PCI B Bo3spacte 11,310,4 net y 6 naumeHTtos. NoBbiweHue yposHA JII oTmevaetca ¢ 13+0,5 net. Y
NauMeHTKM C OBOTECTUC MPU POMKAEHWW FOPMOHajbHble NOKas3aTenn B Hopme. o pesynbTaTam yAbTPa3BYKOBOrO WMCCAef0BaHUA U
onpeaeneHna OHKOMapKepOoB B CbIBOPOTKE KPOBU, FTePMUHATUBHbIE OMYXO0/IM HE ANArHOCTUPOBAHbI.

BbiBoabl.llonoBoe pasBuTMEe y Bcex ManbumkoB c¢ M xapakTepusoBanocb: TMNOTPOOMEN roHah B COYETAHUMM C HapylleHuem
TECTUKYNAPHOTO KPOBOTOKA M MUKPOAUTUA3OM, MUKponeHueir. MosbiweHne OCI onpesensanocb ¢ nepuoa vHuUMaumm nybepraTa, 4To
CBUIETENbCTBYET O HECOCTOATENbHOCTU GYHKLMK KneTok CepTonu.
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