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Karouessle cioBa: cunjapom Kapaenuu ne Jlanre, KiimHM4YeCKOe MUTaHUE.

BBenenmne. Cunapom Kopuenuu ne Jlanre — peakoe reHernyeckoe 3aboneBanue (1:10000—
1:30000 poxxmeHHid, MaTBYUKH: TeBOYKH = 1:1). BONBIIMHCTBO ciTydaeB SBISIOTCS CIIOPAAHYECKIMHU.
Yame, yemM B MOMYISIINH, IMEIOTCS Pa3IMYHbIE TIOPOKH BHYTPEHHUX OPTaHOB, 0COOEHHO MOYeK (T10-
JUKUCTO3 TIOYEK, THAPOHE (P03, TOAKOBOOOpA3HAs TI0YKa), YPO- U HEPPOIUTHA3; KEITYJOYHO-KHUIIIEY-
HOTO TpaKTa (YIBOCHHE WM HETIOIHBII MOBOPOT KUIICYHHKA, TTHJIOPOCTEHO3, TuadparMalibHbIe TPhI-
KU, Tpaxeon3odarealbHble (PUCTYIBI, CTEHO3 MHUIIEBOJA, ITOJBIIKHAS ClIeNasi KHIIKa, o0mias OpbI-
JKeika TOHKOW M TOJICTOM KHIIIOK); THITOTIIa31sl Hapy>KHBIX MOJIOBBIX OPTaHOB (Yallle Y MaJIbYUKOB),
KpUNITOPXU3M (OHO- WIJIM JIBYCTOPOHHHWI), IBypoTasi Marka, maxoBsle Tpeiku; y 30-50% mnarnuen-
TOB — TMOPOKH cep/a (KJIanaHHbIi CTEHO3 JIETOYHOH apTepuu U aopThl, cenTaibHble aedexrtsr) [1].

Hens ucciienoBaHus. NPEICTaBUTh ONMCaHHE KIMHMYECKOTo ciydas cuHjpoma KapHenuu ne
Jlanre.

MarepuaJjbl 1 MeTObI. BeJeHNe TanuenTa ¢ cuaapomom Kapuenuu ne Jlanre, aHanm3 Memnu-
LIMHCKOM TOKyMEHTAaI1H.

Pesynbrarbl. HejjoHOIICHHBIN MaB4KK OT 21 OEpEeMEHHOCTH, TPOTEKaBIlel Ha ()OHE OCTPOii pe-
CIHUPATOPHON MH(EKIUH, YIpo3bl MPEPhIBaHNSA, 2X POJOB B Cpoke recraunu 34-35 Henenb myTem
OTIepaIliy KeCcapeBo CeYeHUE, OCIOKHUBIIIXCS a0CONFOTHO KOPOTKOH ImynoBrHOMH. OTieHKa TI0 TITKaIe
Amrap 8/8 6ammoB. Macca nipu poxknennn 17101, mmmHa 43CM, OKpYXHOCTH TOJIOBBI 30cM, Tpyau
29cM. DeHoTUNMYECKHU: BPOXKAEHHAS KOHTPAKTypa 5 majiblia JIEBOM KHUCTH, BPOXKAEHHAST aHOMAJHS
pa3BUTHUSI HOI'TEBOH (aslaHTH 5 manblia JeBOH KUCTH, KOPOTKas y3[euKa si3bIKa, BHICOKOE He0O, ma-
nuuioMa TBEpIOTO HEOA cripaBa, JIGBOCTOPOHHUN KPUIITOPXHU3M, TOJIOBYATAS TUIIOCTAIHS, TUIIOTO-
HUSA, TYCTHIEe, 9Y€TKO OYepUYCHHBIE CPOCIINECs OPOBH, THTIEPTPUXO03 CIIMHBI M TIOSCHULIBI, HU3KHIA POCT
BOJIOC Ha JIOY M Iiee, HU3KO PacIONIOKEHHBIE YIIHbIC PAKOBHHBI, IIMAHO3 HOCOTYOHOH 0o0nacTu, cia-
ObIli BBICOKHMIA TOJIOC. PeOeHOK mepeHec BHYTPpUYTPOOHYIO MH(DEKIUI HEYTOUHEHHYIO (BPOXKIEHHAS
MTHEBMOHUS, TUNIEPONINPYOMHEMHUS, HH(PEKIN MOYEBBIBOAAIIMNX myTel). [lonywaer neuenue mo mo-
BO/y OpOHXONErOYHON NWCIIa3uu, HoBas opma, CpelHer TshHKeCcTH. BhisBieHa mepudepuueckas
TUCTpo(HsT CeTYaTKH 17a3, PYHKIMOHUPYIOIIEee OBaTbHOE OKHO. [IpyM MennKo-reHETHIeCKOM KOH-
CYIBTHPOBAHHUM MOATBepKAeH cuuapom Kapuenuu ne Jlanre.

Habmnronancs nmenuarpom, HeBposiorom. Haxoamscs Ha TPyAHOM BCKapMIIMBAHUHU, HEIPOIOJIKH-
TeJapHOE BpeMs moxydan cmech [lpe-. K Bo3pacry 18 mecsieB, koria miaHOBO IMOCTYIHII B HEBPOJIO-
THYECKOe OT/IeNIeHne, peOeHOK MOyvas BCe TPYMIBI MPOIYKTOB 1O Bo3pacTy. [lumeBoii amieprun u
HEIMepeHOCUMOCTH He ObuT0. Marh Oblia KpaiiHe 00ecroKoeHa MaJbIMH Maccoil U POCTOM Teja pe-
OeHKa (10 CpaBHEHHIO CO CBEPCTHHKAMM), TOITOMY BBEJIa B €r0 MUTAHNWE N30KATOPHUECKYIO MOTYd-
neMeHTHYI0 cmech (300 MIT exXeTHEBHO) M OTMETHIIa IpUOaBKy Macchl Tena (3a 1 Mecsl 10 HacTos-
el ToCUTaIN3alnn).

[Ipu mocTymenun Macca tena 8,1 xr, mmuHa Tena 77 ¢M, OKpYKHOCTB TOJIOBBI 44 ¢M, OKPY>KHOCTH
rpyau 45 cm. [t Bcex manueHToB ¢ cuHapomoM Kapuenuu ne JlaHre xapakTepHO HU3KOE (u3nye-
CKO€ pa3BHTHE, pa3paboTaHbl crienuanbHble mKansl (https://www.cdlsusa.org/resources/) — OKpyx-
HOCTb rojioBbl 50-95 nmepuetuib, Macca Tefa Bhllle 95 nepreHTuiIs, AJIMHa Tella Bbiile 95 nepieHTu-
I, T.€. (PM3UYECKOe Pa3BUTHE BHICOKOE TAPMOHHYHOE (711 CHHIpPOMA).
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[Ipn rocrmuranmm3anuu B OMOXHMHUYECKOM aHaJW3e KPOBHW: OOIMMi Oelok 66 T/, MOYEBHHA
10,09 MMonb/1, kpeatnHuH 36,5 MKMOIB/J1, anbOymuH 40 r/1, ¢pepputun 51,2 Hr/mia, TpancheppuH
3,8 r/m.

Takum 00pazom, peOCHOK He HY>KAAJICs B IOTAllMU KIMHUYECKOTo MUTaHus. PekomennoBaHo nu-
taHue u3 pacdera 102 kxan/kr/cytku u 1,2 r/kr/cytkn 6enka, 100—150 mu/kxr/cyTku xuakoctu. [lo-
cJie OTMEHBI CMecH M 00ecredeHus] JOIKHBIM KOJIMYECTBOM JKUAKOCTH — dYepe3 3 JHS MOYEBHHA
7,83 MMOJIB/1, KpeaTHHUH 24,2 MKMOJIB/JI.

3akaouenne. [laHHbI clydail TOAUEPKUBAET aKTyalbHOCTh MAapTHEPCKOM MOAETH B3aUMOACH-
CTBUS Bpava W 3aKOHHBIX NPEACTABUTENICH MAIMEeHTA IS YIYUYIICHHS] KOMIUIACHTHOCTH, OOJIBIIETO
BOBJIeUeHUs poauTeneid. HyTputuBHas nmonaaepixka, Kak 1 MeJUKaMEHTO3HOE JIeYeHHNEe, HAa3HAYaeTCs
IO MOKa3aHUsIM. « MHOT0» — 3TO HE CHHOHUM «XOPOILIOY», & MUTAHHE MOXKET HE TOJIBKO IIOMOTaTh, HO
U yCYryOJsiTh KIIMHUYECKYIO0 KapTUHY 3a00ieBaHus. JIeTH ¢ HaciaeCTBEHHBIMH CHHAPOMAaMH, KOTO-
pbie GPEHOTUMMYECKH XapaKTEPU3YIOTCS HU3KUM (QU3NUECKUM Pa3BUTHEM, TPEOYIOT HHANBH LY aIbHO-
r'o TOAX0Ja MPU 00eCTIeueHNH HYTPUTHUBHON MOIIEPIKKH, €€ CIeAYeT KOPPEKTUPOBATh COBMECTHO C
BpPadOM-THETOIOTOM.
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