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TPYOAHOCTU OUATHOCTUKU
HEMPO®UEPOMATO3A 1-ro TUMA Y PEBEHKA

Epukuna I.0.
HayuHbi pykoBogutens: U.B. MusHrop

PsasaHckuii rocyaapCTBEHHbIN MEOULMHCKUIA YHUBEPCUTET
um. akag. W.MN. Maenosa MuH3gpasa Poccuu, Ps3aHb

Knouesnie criosa: demu, Helipoghubpomamos, duaeHocmuka

Axmyanvrocmo. Heitipodubpomarossr (HD) — rpymnma rerepo-
TeHHBIX PacCTPOIICTB, XapaKTePU3YIOIIMXCSI Pa3BUTHEM OITyXOJIei IIeH-
TpanbHOi 1 nepudepudeckoil HepBHOH cucTeMbl. CyIIecTBYIOT TPH
tuna HO: H® 1-ro u 2-ro tunos u mpa#Homaro3. H® 1-ro tuma —
caMBlif pactipocTpan&HHEIH (96% Bcex cirydae). [latomorust BcTpe-
yaeTcs B MOMymsanun ¢ yactotoit 1 : 2500-3000.

Onucanue KINHAYECKOTO caydasi. Pe6&Hoxk ot 2-i GepemeH-
HOCTH, 1-X CpPOYHBIX, CAMOCTOSITEIBHEIX PoJjoB. Macca Tena mpH po-
sxaenun — 3100 1, inHa Tena — 51 ¢M, olleHKa 1Mo 1iKaie Anrap —
8/9 6amnos. [lepenecénnsie 3aboneBanus — OPBU, BerpsiHas ocma.
Anneproioruueckuii anamHes He oTAroméH. B Bozpacte 3 net poau-
TEITN BIIEPBbIE 3aMETIIIN Ha Tejle peOEHKa MUTMEHTHBIE IISITHA IIBETa
«xoe ¢ Monokom». B Bo3pacte 5 1eT ManbuuK OBIT IPOOTIEPHPOBAH
10 1MOBOY (MOPOMBI 3aTHIIIOYHOM 00acTh. B 7 jeT nosBuiMCh xKa-
700l Ha PUITYXJIOCTh B 00JIACTH OA00POIKA H IIeH, peOEHOK ObLT
OCMOTPEH JISTCKMM OHKOJIOTOM U I'eHeTHKOM. [Ipr 00beKTHBHOM OC-
MOTpe: B 00JIacTH NepeqHel MOBEPXHOCTH TeJa MSATHO I[BETa «KO-
(e ¢ MoTTOKOM» pazmepoM 15 X 8 cM, MHOKECTBEHHbIE TUTMEHTHBIE
MATHA Ha Koke koHeuHocTel. Ilpu Y3U MArkux TkaHei I1eu BbIsAB-
JIeHBI: B 00IACTH TPYIUHBI U BEpXHE3aJHEeH TTOBEPXHOCTH IIIEH TTOJ-
KO)KHbIe 00pa30BaHus ¢ HEOTHOPOAHOM CTPyKTypoit. [Ipu MPT msir-
KHX TKaHed men: MP-kapTuHa conmuaHoro o0pa3oBaHuUs MOIKOKHOM
JKUPOBOH KIETUaTKH KPAaHHOBEPTEOPANIbHOM 001aCTH M MITKUX TKa-
ueit meu. [Tocrapnen nuarno3: HO® 1-ro tuna (?). B aBrycre 2020 1.
MaJIBYUKy OBLIO TPOBEICHO MONEKYISIPHO-TEHETHUECKOE UCCIENO0-
BaHue: B rene NF'/ B sk30He 47 oOHapyKeHa Jejenusi OJHOTO Hy-
kieoruna c.7009delG B reTepO3UTOTHOM COCTOSIHUH, IPUBOISINAS

K CIIBUTY PaMKH CUHTHIBAHUS U (OPMUPOBAHHUIO MPEKIACBPEMEHHO-
ro crom-komoHa. [TocraBnen muarnos: H® 1-ro tuma, rucTomorude-
cKku BepuuIupoBaHHas MiekcupopMHas Helipodudpoma 3aTbLI0U-
HOU 00JIacTH CrpaBa.

B asrycte 2022 1. 6b1UT0 IPOBEEHO MCCIIEAOBaHNE OUOIOTHYC-
CKOTO Marepualia CeMbH: y peOEHKA U MaTepH BBISBICHA TCTEPO3HU-
rotHas aenenus B 47 sk3oue rea NF'1. PekomeH10BaHa IaTOT€HETH-
YecKast Teparusi IpernapaTroM Kocemnyro (CelyMeTHHNO), KOTOPBIN Hc-
HOJIB3YeTCsI JUIs JiedeHnst HelipodubpoM y manmentoB ¢ HO 1-ro tuma.

3axarouenue. JlaHHBII KITMHAYECKUHN CIydail IPOIEMOHCTPHPO-
Bast, uto H® 1-ro Tuma mmeeT BBICOKYIO CTEICHb BapHaOEIbHOCTH
KJIMHU4ecKol kapTuHbl. Tounslit quarno3 H® BaxkeH ains MHIUBHU-
JlyaJl3aluy KIMHUYECKOH rmomolu. Bpaun-neauarpsl UrparoT pe-
HIAIOIYIO POJIb B YIYYIICHHN TAATHOCTHKH JAHHOTO 3a00JICBaHHSI.



