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CUHAPOM MUKPOLENELNU 3Q29 Y PEBEHKA
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MpuvBOMKCKUI NccregoBaTeNbCKUN MEANLIMHCKUIA
yHuepcuteT Munsgpasa Poccumn, HukHuin Hosropoa, Poccus

KnroueBble cnoBa: demu; cuHOpom MuKpodeneyuu
3929; 8poxdéHHbIE MOPOKU pa3sumusi; paccmpolicmeo
aymucmuy4ecKoeo criekmpa

AxTyanbHOCTh. CUHIpOM MuKpoaenenuu 3q29 — 310 re-
HeTH4eckoe 3a00JeBaHNe C ayTOCOMHO-IOMUHAHTHBIM THIIOM Ha-
CIIeOBaHMs, 00yCIIOBICHHOE JeJeliell yJacTKa JUIMHHOTO TiIe-
4ya 3 XpoMOCOMBI, ¢ pacpocTpanéHHocThio 10 1 : 40 000. deno-
TUI XapaKTepU3yeTCs PacCTPOMCTBOM ayTUCTHUYECKOTO CIEKTpa
(PAC), cunnpomom nedunnTa BHUMAHUS, CHUXKEHHEM UHTEIUICK-
Ta, CTUTMaMU, BpOXIEHHBIMY IIOpokamu pa3zButus (BIIP).

Onucanne KIMHUYeckoro ciay4as. bonbnas K., 8 ner, ponu-
nack ot 2-it 6epemeHHOCTH Ha (hoHe MHOTOBOAMS. [Ipr Y3U GObi
BoisiBiieH BIIP — konbueBuanas nomkenynodnas xenesa. JleBod-
Ka poauiach Ha 31-# Hesene recTaliuu ¢ Maccoi Tefa Mpu poXKae-
HuK 1620 1, yinHOi Tena 42 cM, oleHKa 1o 1kane Anrap 7/7 6an-
10B. CocTosiHUE TIPH pOXKICHHHU TSDKENOE 3a CUET achUKCHUU U KITH-
HUKH BBICOKOWM KHIIEYHOH HENpoxoauMocTH. HeonaTanpHBIN
CKPUHUHT 0e3 oTKJIOHeHHH. [Ipu po’KaeHNH BBISABIIEHBI CTUTMBI
I35MOpHOTeHe3a: MUKpoLedanis, CHHIAKTUINS 2—3 TaibLeB,
MHKpPOTHATHS, MUKPO(DTAIbM, THIIEPTEIIOPH3M, MOHIOJIOUIHBIH
paspes mia3. [leBouka pa3BUBasIaCh C 3a1€PKKOM ICUXOMOTOPHO-
r0o pa3BUTHUSA: I'yauia ¢ 6 Mec, cuzena ¢ 1 roga, xonuna ¢ 2 Jier,
peub He opmupoBanack. B 8 ner obpaménnyto pedb He MOHU-
MaeT, akTUBHas peub orcyTcTByeT. C 4 et HeT nmpubaBKu Mac-
CBI TEJIa M POCTa, KOCTHBIN BO3pacT B 4 TOJ1a COOTBETCTBYET 2,5 T.
Ha nactostuit moment SDS pocta — ot —2 10 —4, Macchl Tena —
oT —1 710 —2, KOCTHBIH BO3pPacT COOTBETCTBYET 6 rogamM. Xpomo-
COMHBIIl MUKPOMAaTpUYHBIH aHAJIU3 B BO3PACTE S5 JIET BBISBUI MH-
KpOJEeJIeLHI0 JUIMHHOTO 1jieya 3-i XpoMOCcoMBI B JIoKyce 3q29.
YV GosbHOM ¢ 6 NeT HapacTarT yTOMIISEMOCTb, TaCTO3HOCTh JIU-
na. B Bo3pacre 7 et y 601bHOM YPOBEHb THPEOTPOITHOTO TOPMO-
Ha 1000 MkME/MJ1, THpOKCHHA 3 TIMOJIB/JI, aHTUTEIA K THPEOTIe-
poxcunaze 800 EJl/n. [Tpu Y3U mmuToBHIHON Kene3bl B 00enx
JIOJISIX aBaCKyJIsIpHbIE, THIIO3XOTeHHbBIE 00pa30BaHus 10 3 MITYK
pasmepamu 4 x 2,5 mM. [luarno3: CHHIPOM 33/1€p’KKU pOCTa, ay-
TOMMMYHHBIH THPEOUIUT, TpUOOPeTEHHBIN rumoTupeo3. Ha ¢pone
Tepanuu JEBOTHPOKCUHOM (37,5 MKI/CyT) HOPMaIH30BaJICS TOP-
MOHAJIBHBIHA CTATYC, IEBOYKA BHIPOCIIA HAa 7 CM 3a MOJT0/a, Hapoc-
JIa IBUraresibHasi aKTUBHOCTh. B 30Hy Jenenyu BKIIIOUYEHBI TeHBI,
npuBogsiiue k PAC (FAM43A) n 3anepkKke HepBHO-TICUXUYECKO-
ro pa3Butus (TNK?2), uto 00bSACHSET OTKIOHEHUS B HEBPOJIOTHU-
YECKOM CTaryce.

IIpakTnyeckasi 3Ha4YUMoOCTh. [IpencraBneH KIMHUYECKAN
cilydail MO3JHEeH AMarHOCTUKU PEAKOro CHHIpOMa MUKpPOAEIe-
uuu 3929 B coYeTaHUU C ayTOUMMYHHBIM THPEOUIUTOM U THIIO-
tupeo3oM. [lo3qHee BBISBIEHUE NMATOJIOTHU IIUTOBUIHON JKelle-
3Bl YXYIIIWIO NPOrHO3 3a00J1€BaHus U peaOWINTallMOHHBIN T10-
TEHIMAJI OOJIBHOIA.



