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: I'HL PO ®I'BY «HauuoHanbHbI MEeOAULMHCKUIA nccrneaoBaTeNbCKUn LLEHTP SHAOKpUHonorun» MmnHmnctepcrtaea 3gpaBooxpaHeHnsa Poccuimnckon degepauium,
KoHdepeHUUA No opdaHHbIM U AETCKUM =«*- . .| r. Mocksa

et e 2CIDeﬂ,epaJ'n:Hoe rocyﬂ,apCTBeHHoe 6+0L|,>|<eTHoe Hay‘-IHOe yt-lpe>|<p,eH|/|e «Mepguko-reHeTU4eCcKMnM Hay4HbIN LEeHTP MMeHn akagemuka H.I'l. boykoBay, r. MockBa

3HOOKPWHHBLIM 3aboneBaHKUAM el T TR S TIAR . ALY
JHAOKpMHHAsS opdaHeTHKa: . CNYYAU NO3OHEN AUATHOCTUKU CUHOPOMA NMPALEPA-BUNIA
AOCTUXEHNA U NEPCNEKTUBDLI 3 ST

BBEOEHWUE. Cunapom lNpapepa-Bunnu (ClMNB) — 3Tto caMbin yacto BCTpeqaeMbm BapuUaHT CUHAPOMArIbHOro OXXnpeHusa. flaHHoe MyfIbTUCUCTEMHOE reHeTu4YecKoe 3aboneBaHne Bbi3BaHO OTCYTCTBUEM
JKCnpeccuu reHoB B yHacrieA0OBaHHOM MO OTLOBCKOU NHUM xpomocome 159q11.2-q13. CINB nmeeT WWnMpokuun cnekTp peHOTUNnYeCcKnX nposiByieHNU, TakUxX Kak akpoMmkpusa, cTtpadusm, gonuxouedanus,
y3KOe BUCOYHOEe pacCcTosiHue, MUHAaneBugHble rnasa, onylweHHble yribl pTa, ’rMnonurMeHTaumnsa Koxxm. TeyeHue 3adoneBaHuUsA reteporeHHo, BblIPaXXeHHOCTb KITMHUYeCKUX NPOSABIIEHUN MEHSAeTCH C

Bo3pacToM. CpeaHMin BO3pacT yCTaHOBMEHUA AnarHosa npwxo.qMTc;l Ha 3-U rog XXuU3Hu.
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KNMUHUYECKUU CNMYYAMWN. NaumenTka I. B 17 netr BrepBble chne.qOBaHa B FHLI, PCD oIy «HMUL GHAOKpMHonorMM» C
Xanobamu Ha N30bLITOYHYIO MacCy Tena nporpeccupyrowero xapakrepa (3a nocneaHuum rog + 25 kr), 3agepxKy ncmxo - pe4yeBoro

pa3BUTUA, MCUXO3IMOLMOHANbHYIO NAaOUNBHOCTL, OTCYTCTBME MEHCTpPYaLUuMn.
A3 aHamHe3a: npu poxaeHnu macca tena 2800 r, anuHa tena 51 cm. [pu poxaeHnn otMmeyvyanacb Mbille4yHasaA rMNOTOHUA, N 1037 205.8

BANIOCTb COCaHUA, NepuHaTanbHasa aHUuedganonaTtua B Buae runeptTeH3anmoHHo - rmgpouedanbHoro cmHgpoma. PaHHee pa3BuTtue
C BbIpaXXeHHOU 3a4epPKKOU ncuxo - MotopHoro passutusa, COBI. U30bITOYHaa macca Tena ¢ paHHUX fieT XXU3HU ObICTPO
nporpeccupyroLwlero xapakrepa Ha cooHe nonudgarmm, nposABNAKOLLENCA arpeccmen nNnpum oTkase B npeaocTaBrieHNU eabil.
O6beKkTUBHO: pocT 148.1 cm, SDS pocta -2.32, macca tena 127.0 kr, SDS UMT 4.71, akaHTO3 KOXHbIX CKNaaokK, CTPUMN Ha Tene,
NOOKOXHO-XXMPOBas Knet4yaTtka B Buae «daprtyka», MblllevyHasa runoToHus, gonmxouedanusa, onyLlieHHble Yrosikm pTa, TOHKas
BEepPXHAA rydba, akpoMukpusa, runonna3smsa 3yoHOM aMmanun, HU3KONocCaXxeHHble Yy, roTu4yeckoe Heb6O, NposABrIeHUNA

0 MUH 4 .29 43,91

120 MuH 8,49 247.9

Pucl. OI'TT ¢ 75 r rnroko3sbl

aepmatTunnomaHuu. NonoBoe pasButue TaHHep 2 (B 2, P 1), Me abs. 0 MUH 0216 0.66
OunarHoctupoBaHo mopougHoe oxupexHue (SDS UMT +4,71), ocnoxXHeHHOe HapyLueHneM ToriepaHTHOCTU K rintkKo3se (Puc 1.), — — —
MHCYINUMUHOpPE3nCTeHTHOCTLIO (Puc 1.), XnpoBbIM renato3oM. BbisBneHa 3agepkkKa pocta (SDS pocTta -2.32), HU3KUU YPOBEHb | |

UDP-1 (65.1 Hr/mn), KOCTHbIN Bo3pacT cooTBeTcTBYeT 15,5 roga (no atnacy TW-20). o peaynbTaTtam npo6bbl ¢ aHanorom NHPI 240 MUH 0.216 0.66

nosly4yeHbl AaHHbIe 32 TMNOroHaaoTPONHbLIN rmnoroHaausm (Puc 2.). Takxe y AeBOYKU ANarHOCTUPOBaHbI KOFTHUTUBHbIN
AedpuLnNT, CUHOPOM MbILLEYHOU FNMNOTOHUM, XKene3zoaednunmTHaAA aHEeMUSA FIerkOu CTeneHm.
[lpoBepgeHO MONeKynapHo-reHeTUYeCKoe uccrieaoBaHue - BbiSIBJNIeHO HapyLweHue MmeTUunmpoBsaHusa (runepmMmeTunmpoBaHue)

SNRPN, xapaktepHoe ansa cuHgpoma lpaaepa-Bunnu (Puc 3.).

Puc 2. Mpoba c aHanorom NPI (bycepennu 300
MKI MHTPaHa3a/1bHO)

C natoreHeTU4YeCKOU UenNnbo peKkomeHaoBaHa Tepanua npenapatom MetdopmuHa rmgapoxnopuga 1500 mr/cyTt, Ha poHe 4 H DR L
pauMoHanu3auum nMTaHusa u perynsapHon ousnyeckou Harpy3ku. Y4uTbiBas Hanmyve nepBnMyHoOM aMmeHopeun pekomeHaoBaHa ApyLIEHNE METMINPOBAHNUA X
3aMecTUTesNbHAA FOPMOHANLHAs Tepanys npenapaTom Actpapuona Banepart no 0,5 mr/cyT. . (runepmetunnposanmne) SNRPN ) Y.
i ; ;
@m” ‘“ T Puc 3. OnpegeneHne aHoManbHOro MeTUANPOBAHUA ."“1 ] f
KPUTUYECKNX panoHOB Xpomocombl 15g11.2 G

| SAKITIOMEHUE. HecmoTps Ha Hann4uune y naumMeHTKN NaTOrHOMOHUYHbLIX NpuU3HakoB cuHapoma NMpapepa-Bunnu, anarHos
'] ObIN1 YCTAHOBJIEH TOJIbKO B Bo3pacTte 17 neTt. 3HauyuTenbHaA BblpaXXeHHOCTb (PEeHOTUNMNYECKOro U KIIMHU4YeCcKoro
4 nonumopdusma, a Takke HegocTaTo4yHasd ocBeAOMIIeHHOCTb Bpavyen 0 AaHHOM 3aboneBaHUM YacTo NPUBOAAT K NO3AHEW

| AMarHOCTUKe, YTO He No3BOoNsieT BOBpPeMS MHMLUUPOBATb HeOOXoaMMYHO Tepanuio, opraHM3oBaTb
NnepcoHanu3npoBaHHbIN NOAX0A B KOPPEKLMM NUTAHUA N KOTHUTUBHbIX HapyLweHnn. PaHHAA AMarHOCTUKa No3BonseT

/| SHAYNTEJIbHO CHU3UTb PUCKU UHBaIIMaAnN3aumm naumeHTa n yanyydllnTb ero Ka4eCcteBo XM3HW.
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ATaBuHa-EpmakoBa EBreHusa [laBnoBHa,
KINTMHUYEeCKUN opaANHATOP MHCTUTYTA OETCKOU
aHpokpuHonorum N'HU P® ®oI'bY «HMUL
JHaokpuHonorun» Muusgpaa Poccuu, MockBa,
Poccus.

E-mail: Atavinaermakovae@gmail.com
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