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ANATHOCTUKN CUHOPOMA KPY3OHA
C YEPHbIM AKAHTO30M
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Poccuricknin HaumoHanbHbIN ccreaoBaTenbCKUi
MeauLUHCKUA yHuBepcuTeT nmenn H.W. MNMuporosa
MwuH3zgpasa Poccun, Mockea, Poccus

Knrouesbie criosa: knuHu4eckuli criydal, demu, NopoKu
passumusi, QuazHoCcmMuKa

Axmyanvrocms. Cunapom Kpysona (CK) ¢ uépHbiM akaHTO-
30M (UA) — CHHIPOMAITBHBIN HACJIENCTBEHHBIA KPaHHOCHHOCTO3,
CONPOBOXKIAIOIINICS Ie(OpMAITSIMI MO3TOBOTO U JIMLIEBOTO Ye-
pema U XapakTepu3yIomuiics JONOMHUTENbHEIM HAIMUYHEM KOX-
HBIX aHoManuii: YA, aHOMalIbHOW JAepMaTOTTU(GHUKON MabICB.
Hacnenyercs nanubiii Bapuant CK no ayTocOMHO-TOMHUHAHTHO-
My THITy, BBI3BIBA€TCSI MyTallUel B TeHE perenTopa (axkropa po-
cta pubpobnacroB FGFR3.

Onucanue knunuyeckoeo cayuas. JleBouka Y. OT MaTepH ¢ He-
OTATOLIEHHBIM COMAaTHYECKHM aHaMHe30M. Ha cpoke recrammun
27 Hex ObUT TUArHOCTHUPOBAaH KPAaHHMOCHMHOCTO3. PeOEHOK oT 1-x
CBOEBPEMEHHBIX CaMOIIPOU3BOILHBIX POA0B Ha 40-i1 Henene recra-
uu. IIpu poxxaenun Macca tena 3250 1, anuna tena 51 cM, OKpyx-
HOCTB TOJIOBBI 35 CM, OKPY>KHOCTB TpyIH 32 cM, OI[EHKA T10 IIIKaje
Anrap 7/8 6amnos. [Ipu poxaeHHN TPUCYTCTBOBAIH HapacTaro-
IIMe MPU3HAKU ABIXaTeNbHBIX paccTporcTB. [Ipu HelipocoHorpa-
¢un (HCT') Ob110 BBISBICHO HATMYHE CHHOCTO32 JIaMOIOBHTHBIX
U KOPOHAPHBIX LIBOB (akpouedanus). B Bozpacte 3 cyT xu3HU ¢
MIpeIBAPUTEIBHBIM IUATHO30M «cHHIpoM Kpy3oHa» GonbHas ObI-
JIa TOCITUTATU3UPOBaHa B OTACICHUE PeaHUMALIMH 1 NHTCHCHBHOM
Teparuy HOBOPOXKAEHHBIX. [IpH MOCTYIIICHUH TPHCYTCTBOBAIIH
MIPU3HAKH CHHIPOMA YTHETEHUs, HapyIIeHHs] MBIIIEYHOTO TOHY-
ca, BpOX/IEHHBIE TIOPOKU PA3BUTHUS: aKpoliedaus, SK30PTaabM,
TUTICPTEJIOPU3M, I'HIIOIIa3us Cpe}lHCﬁ JacTu JiMia, aHoMaJlbHas
nepmarornuduka. [To nanueiM HCT oTMevanach Aunaranus rne-
PEIHUX POTOB OOKOBBIX XKEITYIOYKOB TOJOBHOTO MO3ra. BombHOi
OBLTH TIPOBEICHBI IBYCTOPOHHSS JIMHEHHAS KPAHUOTOMHS U Te-
MEHHO-3aThIIOYHAas KpaHHOocHHOCTO39KToMusL. [1o manueiv HCT
HIOCJIE OTIEPAaTUBHOTO JEUEHHSI OTMEYATIOCh YMEHBILICHUE ANJIaTa-
LIMH TIEPETHUX POTOB OOKOBBIX XKEJYJOYKOB Mo3ra. CHHIpOMAIb-
HBIN XapakTep KpaHHOCHHOCTO03a MOJATBEPANIO MOJICKYISPHO-Te-
HETHYECKOe HccienoBanue: B 9-M sk30He reHa FGFR3 Gbuia 00-
HapyKeHa natoreHHas MyTtanus, xapakrepaas st CK ¢ UA. Ipu
BEIITUCKE OOJBHON OTMEYANHCh YIyYlIeHHEe MBIIIETHOTO TOHYCa,
HapacTaHue OOIIeH ABUraTebHOW M AYMOIMOHAILHONW aKTHBHO-
ctu. PexomenioBaHoO HabMOIeHNE NIEIUATpa, HEBPOJIOTa, OTOPU-
HOJIAPHHTOJIOTA, YEJIIOCTHO-JTUIIEBOTO XUPYypra, HeHpoxupypra.

3axniouenue. Heknaccuaeckoe TeueHne 3a00JICBaHUS, -
JFOCTPUPYEMOE TAaHHBIM KIMHUIECKIM ITPUMEPOM: aKpouehaus
(BMecTo yacTo BcTpevaromieiics Opaxuiiedanun), orcyrcTere YA
HPUBOIUT K BOSHUKHOBEHHIO TPYAHOCTEH B TOCTAHOBKE IUATHO-
3a. OKOHYATEeNNbHAs IMAarHOCTHKA BO3MOXKHA TOJIBKO MPH BBISBIIC-
HUH COOTBETCTBYIOLIMX MYyTaIWi, T.K. aHOMAJIbHAsI I€PMATOTITH-
(HKa MOXKET CTaTh €IMHCTBEHHBIM MPOSBICHUEM H3MEHEHHUS KOXK-
HbIX TokpoBoB pu CK ¢ YA.



