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Pe3tome. B craTbe npeACTaBICH KIMHUYECKUH ClTydail CHHIApOMa MHUKpPOIe(paTui-KanuIIpHbIX
Majb(hopmaIui y nmamreHTa IeTCKoro Bo3pacTa.

KiawueBble cjoBa: JeTH, pEIKUMH ciaydaid, CHHAPOM MHUKpouehaInu-KanmUIIPHBIX
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Resume. The article presents a clinical case of microcephaly-capillary malformation syndrome in
a pediatric patient.
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BBenenne. Cunapom Mukponedanuu-kanuusipaeix Manbdopmanuii (Microcephaly-
capillary malformation, OMIM: # 614261) mposiBiIeTCsI ¢ MEPBBIX MECALEB KH3HH TKEION
nporpeccupyonieit Mukponedanued, paHHUM Ae0I0TOM MHOXKECTBEHHBIX MOPOKOB Pa3BUTHS
MEJNKUX KamWwUIApOB, OSIUJICNCHEeH PE3UCTeHTHOM K Tepamuu, TIIyOOKHM HapylleHueM
MICUXOMOTOPHOT'O Pa3BUTHS, YTO MPUBOJIUT K TTTyOOKOM MHBAIUAU3AINH MTAIUEHTOB.

Henab. Ha mpumepe KIMHUYECKOTO CIIydasl PacIIMPUTh MPEICTaBICHUE O KIMHUYECKUX
NPOSIBJICHUSAX CUHIPOMa MUKpolehaTuu-KalWIIPHBIX MaIb(popManuii.

Kaunnueckoe Hadonenne. Pe6eHok oT nepBoii 6epeMeHHOCTH, TpOoTeKaBIel Ha (poHe
XPOHUYECKOIr0 MUeNIoHePpUTa, XPOHUUECKOTO TOH3UUINTA, C YIpo3aMH NpepbiBaHus B 25 u 28
Hezaenb. Poabl Ha 39-11 Henese ¢ OCI0KHEHUSIMU: TIPEKIECBPEMEHHOE U3ITUTHE OKOJIOIIIIOJHBIX BOJ,
nepBUYHas c1aboCTh POJIOBBIX CHII, aCPUKCUEN B pojax, oleHKol no mxkaie Anrap 6/MBJI. Tlpu
pPOXIeHNH y peOeHKa OTMEUEHBl BPOXKACHHAsI MUKpolLieains, JTUIEBble JUCMOPPHUH, IIPH ITOM
BUJIUMBIX KOXXHBIX M3MEHEHHH HEe BBIABICHO. [l0 MaHHBIM HeipocoHorpaduu yCTaHOBJIEHA
areHe3usi MO30JIMCTOro Tena. B HeoHaTtambHOM mepuojie y peOeHKa pa3BHIIMCh MUOKIOHUYECKUE
IPUCTYIIBI, a B BO3pacTe 3 MECSIEB NPUCOEINHNUINCH TeHEPATN30BaHHbIE TOHUKO-KJIOHUYECKHUE C
TEHJCHIMEW K CTaTyCHOMY TEUEHHUIO JUIMTEIbHOCTBIO /10 5 YacoB M PE3UCTEHTHOCTHIO K
IPOBOAMMOM  HPOTHUBOCYAOPOXKHOW  Tepanmuu  (mpemapaTbl  BaJbIPOEBOM  KHUCIOTHI,
JeBeTHpaleTam, JaMOTPHUDKUH, Toramakc). B Bo3pacte 10 MecsieB y peOeHKa MPOSBUINCH
NepBbIe MEJKHE KalWUIpHbIe Majdb(opMalluu KOKH, OTCYTCTBOBABIIINE paHee, B 00J1acTu TPyIH,
noambliiek u cnuHbel. K 3Tomy Bo3pacty y peGeHka copMupoBanoch IiyOOKoe HapylleHue
IICUXOMOTOPHOTO pa3BuTUs ¢ aAuddy3HON MbleyHo runoroHueil. B Hacrtosmiee Bpems y
peOeHKa TakKe COXPAHSAIOTCS 4YacTble €XKEJHEBHbIE TOHHUKO-KIOHMYECKHE U CEpHiiHbIe
MHUOKJIOHUYECKHE MPUCTYIIBI C HApyIIEHUWEM co3HaHMs. Ha ocHOBaHMM MMEIOLIEICS KapTHHbI
3a0oneBaHus  (HapylmIeHHE  IICUXOMOTOPDHOTO  pa3BUTHs,  MHUKpoledanus,  Halu4yue
(bapMaKOpe3UCTEHTHBIX MPUCTYIOB, MOSBICHUE HA KOXK€ KAaNWUIIPHBIX MajbpopMmanuii) ObL1
OPEINONI0KEeH CHHIPOM MHUKpolehaluu-KanWwUIIpHbIX ManbpopMauuii U peGeHOK Obul
HanpaBJIeH Ha MEAMKO-TEHETHMYECKOE KOHCYyJabTUpoBaHME. Ilo [aHHBIM KJIMHMYECKOTO
CEKBEHHPOBAHMSI SK30Ma YCTAHOBJIEH IaTOTEHHBIN BapUaHT HYKJIECOTHIHOU MOCIEA0BATEIbHOCTH
BO 2-M 3k30HE B reHe STAMBP c188A>G (p.Tyr63Cys) B rOMO3UTOTHOM COCTOSIHUH, BIIUSIOLTHNA
Ha aMUHOKHCIIOTHBIM OCTaTOK AoMeHa nuMepusaru USPS Genka.
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3akiouenune. OCOOCHHOCTBIO JAHHOTO CiIydasi SIBISIETCS MOIMMOP(U3M KIMHHUYECKUX

HpOSIBJICHHﬁ, npu KOTOpOM OAJWH U3 OCHOBOIIOJararomux CHMIITOMOB (KaHI/IJIJISIpHaSI
Masbopmaris) pa3BUiCsS HE Cpasy, a TOJIBKO crycTs 10 MecsieB mocie poxacHus pebeHka, 4To

3aTPpYAHUIIO CBOCBPEMEHHYIO IIOCTAHOBKY JUArHo3a.
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