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V BCEPOCCUNCKM MEOVNATPUYECKMIA ®OPYM CTYAEHTOB U MONOALIX YYEHLIX «BUPTYO3 MEANATPUN»

®EHOTUNMNYECKUE NPOABIEHUA
MUCCEHC-MYTALIMN TEHA CD46

KyTty3oBa B.U.
HayuHbi pykoBoguTtens: goueHT H.C. XXypaneBa

Oroy BO «Ypanbckuii rocyaapCTBEHHbIV MEANLIMHCKAIA
yHuBepcuteT» MuHsgpasa Poccum, ExkatepuHbypr, Poccus

Knouesnie criosa: knuHu4eckul criyqal;
Oemu; mpombomuyeckasi MUKpOaHauonamus;
eunosammaznobynuHemusi; Mymauusi eeHa CD46

AxmyanbHocmb, ATUTIHYHBINA TEMOJIUTUKO-YPEMUYECKUNA CHH-
npom (al'YC) — penkoe cucTeMHOE KOMIUIEMEHT-3aBUCUMOE 3a-
OoneBaHMe TeHETHIECKOM IPHUPOIBI U3 TPYIIITBI TPOMOOTHIECKUX
mukpoanruonaruii (TMA). Yactora cocrapmnsier 2—7 ciry4aeB Ha
1 mutH, 10 60% 3a007€BIIMX — AETH. DKCTPApEHATIbHBIC IPOSIB-
neHus 3a0oneBanus Becrpeyarores B 20% cirydaes.

Onucanue knunuyeckoeo cryyas. Ianuentka B., 8 net, mocty-
nmia 20.12.2023 B HEOTIIOKHOM IOPSAKE C MPOsBICHUAMU TMA.
PeO&HOK ¢ OTATOIEHHBIM T€HEATOTHYECKHM aHaMHE30M, OT 2-i
OepeMeHHOCTH, TIPOTEKaBIIel Ha QOHE OTATOMEHHOTO aKyIIep-
CKO-THMHEKOJIOTHUECKOTO aHaMHe3a; poAbl 1-e, omepaTuBHbIE, HA
38-ii Henene. C paHHETO BO3pacTa IEBOYKA YacTo MEPEHOCHIIA K-
HIEYHbIE, pECIUPATOPHbIEe WH(EKINH, OTCTaBala B (PU3NIECKOM
pa3BuTuH. PeructpupoBanuce cToikue ypoBHH TUIIOATBOYMUHE-
MUH, THIIOIPOTENHEMHH, TUITIOTaMMarIo0y IMHEMIH, TPpeOyIoIie
3aMEeCTUTEIbHON Tepanuy BHYTPHBEHHBIM BBEICHHEM HMMYHOTJIO-
OynuHa. B 2021-2023 rr. peGEHOK HEOAHOKPATHO 0OCIIEIOBAH B
racTpOIHTEPOIOTHYECcKOM oTaeneHnr OOIacTHON IETCKOM KIMHHU-
YEeCKO} OOJBHHUIIBL: JAHHBIX 3a MIPOTEUHTEPSIONUE POpMBI FHTE-
pomaruii, HepBUYHbIH IMMYyHOAS(HIUT He ToaydeHo. [IpoBeneHo
MIOJTHOE CEKBEHUPOBAaHKE YK30Ma: BBIsIBIeHa MyTalus reaa CD46
(MCP). PazBututo cumnroMmokomiuiekca TMA npeniiectBoBaia
JMXOpagKa HEYCTAaHOBJICHHOW ATHOJOTHH. 3apeTUCTPUPOBAHEI
IPHU3HAKU MUKpoaHruonarudyeckoro remonusa (Hb 100 r/im, muso-
Tl 2,3%, nakrataeruaporenasst 3573 EJI/m), pomOonuToneHus
(12 teIc/MKIT), rTHDIEpa3oTeMus (ModeBrHA 18,33 MMob/11, KpeaTu-
HUH 233 MKMOJIB/JI, paCCYMTaHHAsE CKOPOCTh KIIyOOUYKOBO#H (HITb-
tparuu 10,6 mu/mun/1,73 m?), morpebnenne C3 (67,53 mr/mn),
nporeunypus (3,365 r/n), makporemarypusi. [TapanienbHo BbIsSB-
JIeHBI TUnepxonecTepruHemMust (6,32 MMOIIB/IT), HapyIIEeHHs OeJTKO-
Boro oOmeHa (o6uwmii 6enok 36 1/71, ansOymun 21,5 r/11), moBbIIe-
HHE aJlaHuH-/acapTaraMuHoTpanchepassl (98/427 EJl/n), deppu-
tuHa (5560 ur/mi). [To maHHBIM YIBTPA3BYKOBOTO HUCCIICIOBAHUS
1 dy3HbIe N3MEHEHHNS TApEHXUMBI [T0YeK, CHIDKEHHE CKOPOCT-
HBIX IT0Ka3aTesIel KPOBOTOKA B 00EMX MOYCYHBIX apTepusix. Aud-
(epeHnnaNbHas AUAarHOCTHKA OCYIIECTBIISNIACH C TPOMOOTHYE-
CKOM TPOMOOLIUTOIIEHNUYECKON My pPIlypoii, ayTOUMMYHHOHI TeMo-
JUTHYECKOW aHeMHeHl, anTuresnbHol Gopmoii al 'Y C, BUpyCcHBIMU
1 OaKTepuaNbHBIMU HHPEKIUAMH, CHCTEMHBIMU (OpMaMH aTo-
JIOTHH, TeMo0OacTo3aMu. B 3aMecTUTeNnbHOI MoueyHO! Teparnuu
pe6énok He Hyxnancs. Vckinrouenue unbix popm TMA, BeIsiBIIC-
HME TOMO3UTOTHOHM MyTauuu rea CD46, osry4eHne moJ0XKUTENb-
HOU TMHAMUKHU Ha ()OHE MPOBEICHNS] aHTUKOMILJIEMEHTAPHOM Te-
panuu noareepauiio tedenue al ' YC.

3aknaouenue. IlpeacraBieHHOe KIMHHYECKOE HaOMIONEHIE
JIEMOHCTpPUPYET TpyAHOCTH B auarnoctuke al YC u HeoOxomu-
MOCTb MYJBTHANCIUIUIMHAPHOTO TTOAX0/a IPH 00CIeA0BaHUN U
JICYCHUH TAKHUX MAIEHTOB.



