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Kpome Toro, y AeBOUKI OBIAU BEISBACHBI 9KCTPAPECHAAD-
HBIE IIPH3HAKA B BUAEC AOOABOUHOM (haraHIH OOABIIIOTO
IIAABITA IIPABOM PYKH M AePEKTa CTPOEHHMSA IIEPEAHETO
AUCTKA PaAyKKH. [1pn IOAHO9K30MHOM CEKBEHHUPOBA-
HHUH y peOeHKa ObIA BEIIBAGH paHEe HE OIMCAHHbIN Ba-
puant B rere SALLT (chr16:51175421G>A) ¢.712C>T
(p.GIn238Ter) B rerepO3UrOTHOM COCTOAHHM, ACCOIINH-
posanmsi ¢ TBC, KOTOPBIIT OBIA BAAMAHPOBAH CCKBCHI-
posarem 110 CaHrepy, a TakiKe ObIA HACHTH(MUIINTPOBAH
y Matepn AesoukH (31 roA), B cOUeTaHNN C KAMHUYE-
ckrmu npossaeHnavu TBC B Buae ABycroponmeii ru-
IIOITAA3UU IIOYEK CO CHIKEHHEM (DHABTPAIINOHHOI
dyuxpm (pCKO=40,3 ma/mun/1,73 M2 — XBIT C30).

3akaroueHue. AaHHbBIN KAUHHYCCKUN CAVIAl Ae-
MOHCTpHUPYET peAkuit berorurmaecknii Bapuant ThC,
HPOABASIOIIUNACH AHIIbD OAHUM OCHOBHBIM H ABYMS
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AOIIOAHHTCABHBIMU KPHTEPHAMU, HEOOXOAUMBIMU
AASl KAMHHUYECKOI AMATHOCTUKH 3200AeBaHud. Aomu-
HUPYIOIIEH [IATOAOTHEH IIPH 3TOM BBICTYIIACT BPOK-
ACHHAs AHOMAAHA PA3BUTHA IIOYCK C PAHHUM CHIKe-
nuem pCK®. OcobeHHOCTBIO PEHAABHOTO ITOPAKEHIA
y HAIIICH IAIIMEHTKA ABUAOCH Pa3BUTHE IIPOKCUMAAD-
HOH TyOYAAPHONW AMC(HDYHKIIMH B BUAE TAIOKO3YPUHU
U HU3KOMOACKYASIPHON IIPOTCHHYPHH. Y IUTHIBAS Te-
TEPOreHHOCTh KAMHIYECKHX rposBAeHnil TBC, rounasn
AHATHOCTHKA 3200ACBAHMUA OBIAA BO3MOKHA TOABKO IIPH
IIPOBEACHHIHI MOACKYASPHO-TCHETHYECKOTO AHAAU3A, 9TO
OBIAO BaKHO HE TOABKO AAfl OTIPEACACHISA IIPOTHO32 3a-
GOAEBAHHA Y ITAIINEHTA, HO U AAA CO3AAHHSA BO3MOK-
HOCTH T€HETHYECKOTO KOHCYABTHPOBAHUSA, YIUTHIBAA
4yTOCOMHO-AOMUHAHTHBIA XapaKkTep HACACAOBAHIA
3200ACBAHUAL.
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Beeaenme. Tpombormueckas MUKPOAHTHOIATAS —
CHHAPOM, XapaKTEPHU3YIOIIUICA TPUAAOH CHMIITOMOB:
MHKPOAHTHOIIATHYECKAS ITeMOANTHYECKAS AHEMHA,
TPOMOOIINTOIIEHNA TOTPEOACHHUA U HIIEMHIECKOE
IOPaKEHIE OPraHOB, IPEACTABACHHOE YaIle BCEro
octpeM mospexaenneM nodek (OIIIT). B ocmose
pasButus TMA ACKHT TTOBPEKACHHE SHAOTEAHA Pas3-
AMYHBIMU MEXaHH3MAMH C IIOCACAYIOIITHM TPOMOOOO-
PA30BAHHEM B COCYAAX MHKPOI[HPKYASTOPHOTO PYCAQ.
TpaAUIIHOHHO BHACAAIOT HepBuyaHble hopmer TMA
(aI'VC, STEC-I'VC, TTII) u Bropuvnbie BApUAHTHI,
ACCOIMUPOBAHHBIC C OIYXOAfMU, ACKAPCTBAMH, ayTO-
MMMYHBIMA 3300AEBAHHAMHI U Ap., IIPUYEM B CTPYK-
type TMA 11peo0AaAaroT HIMEHHO BTOPUYHBIE (POPMBL
Cayuan passurus TMA mpu BoCImaAnTeABHBIX 3a00A€-
pannAx kumednnka (B3K) kpaiine peaxn, x HacTosd-
IIIEMY BPEMA OITMCAHO AHIIb TPOE ITAIINEHTOB C TAKHM
COYETAHUEM, AAHHBIE ITPEACTABACHBI B TabAnIe. [Ipn-
BOAHM COOCTBEHHOE HAOAFOACHHE PA3BHTHA AOKAABHO
noueunoir TMA y marmenTa ¢ A3BEHHBIM KOAHTOM
(IK).

Omnucanne. Myxuuna 44-x ACT C AAUTCABHBIM
anamue3oM JK mmoaydaa pamee rAIOKOKOPTHKOCTEPO-
nAbl (I'KC) u mpernapatsl rpyIims! 5-aMIHOCAAUIIIAOBOM

KHUCAOTHI (CyAbPACaAA3HH, MECAAASHH) IIPU OOOCTPEHUH
6oaesnn. [TaToAornro movek B aHaMHe3e OTPHUIIACT, OA-
Haxo sCr o1 2022 1. 108 mxmoas/ A (pCKD 72 mMa/Mum).
B mae 2023 r. — ogepeaHoii kypc MecaraszuHa. Crycra
2 MecsIa TOSBHANCH TOAOBHBIE DOAH, TOIIIHOTA, PBOTA,
CHIKEHME anmeTuTa. Briepssie 3aduxkcupopano mo-
soierne AA Ao 220/120 mm pr.cT., 31IH30A HOTEPH
cO3HAHUA, B CBA3M € 4eM rocuurasnsuposan 8 'Kb
nm. A.K. Epavnmannesa. [1pu obcaeposannn sCr
512 mxmoan/ A, Hb 104 r/ A, MUHIMAABHOE HOBBIIIICHIE
yposust AAT (297,4 ME/A), TpombonroneHun Her.
B cesisu ¢ mesicroit mprrannoi OIIT sermoanera zedpo-
OuorCHs, BBEIABACHBI IIPU3HAKI OCTPOH (B 3-X KAYOOUKAX
SPUTPOLIUTAPHEIC CAAAKH H CTA3BI KPOBHU, AOKAABHBIH
TPOMOO3 KAIIMAASIPHBIX IIETEAD, B APTEPHOAAX PACIIIIPE-
HHE CYyOHAOTEANAABHOTO IIPOCTPAHCTBA, HHTPAAFOMH-
HAABHBII TPOMOO3 IIPUHOCHIIIEH aPTEPUOABL, MYKOHA-
HOe HaOYXaHHE HHTUMBI apTepuii) 1 xporngeckoir TMA
(bHuOpPO3 MHTUMEI ApPTEPHIA, APTEPUOAOCKAEPO3) B CO-
YETAHNUU C THIIEPTPOMHUEH MBIIIIEIHOIO CAOA ApTEPUIL
U HHTEPCTHNHAABHEIM (prOpo3om (40-50% maomaam
ITAPEHXHMBEL). YUUTHBAA HAAMYHE IPU3HAKOB OCTPOM
TMA 110 AarHEBIM HePOOHOIICHH, HECMOTPSA HA OTCYT-
CTBHE €€ TEMATOAOTHYECKIX HAPYIIIEHHH, ITPOBOAUAHCH
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Ta6bnuuya
OnwucaHue cnyyaes pa3sutua TMA y naumnenToB ¢ AK
Onvtenb- ~
WccnepoBaHua Bospacr, HocTb AK, Jleuenne HAK MATA Tpom6o onry Bbuoncna TleHeTuKa Nevenne Ucxop,
ner ner uymtoneHna 30T JKY
1.Webb TN, TKC, ] B BocctaHoBneHne
CLUA 2015 I 4 6-MepKanTonypuH + i + + byHKUMN
2.Viada Bris JF,
Vicnanus 2019 15 2 A3A, MC3,TKC,A M + + +/+ + CFH, MCP + Xbn cs54
A3A, nHdnnKcmab,
3.@zbay LA, 26 3 AIM, TKC, 4 + +/+ + DGKE " BoccTaHoBneHve
NaHnAa 2019 byHKUMUN
Befonn3ymab
4, ﬂ,aHHbJM 24 17 [KC, cynbdacanasvH, ) +/- + ) ) XEM C4
cnyyan MC3

MpumeyaHus: TKC - rmiokokopTukocTeponabl, A3A — AzatnonpuH, MC3 - mecanasuH, ALl - apanumyma6, IKY - akynusymab

TpaHCY3UH CBEKE3AMOPOKEHHOH ITAA3MbI, HA3HAYCHBI
arrukoaryAsaTHada Teparna HMI, 3-x kommonenTHas
AHTHITIICPTEH3UBHAA Teparud. B pesyabrare AcdeHus
orvedeHo cHmkerne sCr A0 267 MKMOADB/ A, HOpMAAH-
sars A, Beirmoanennoe B AAABHEHTIIEM TEHETHYCCKOE
FICCACAOBAHME CHCTEMBI KOMITAEMEHTA HE BBISBHAO ITa-
TOTEHHBIX MyTaImii. B macrosmiee Bpema A/ crabuapHO
HOPMaABHOE, (DYHKIIHS IIOYEK OCTACTCA CHIDKEHHON

(pCK® 20 ma/mMuH).
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O6cyxaenne. [Ipiarna rokaabHO mouednoin TMA
y marmenTa ¢ SIK me acaa. HeAbss mckarounts passu-
A Bropraroro al 'V, acconnmpoBaHHOTO € TAKEAON
apTepHAABHON THIIEPTOHUEH, AYTONMMYHHBIM 3200A€-
BAHHEM UAM ACKAPCTBEHHBIM IIPEIIAPATOM (MECAAAZTH),
a TAK/Ke COUETAHMEM IIepeancAeHHEIX (hakTopos. [Tpea-
CTABAEHHOE HADAFOACHHE HAAFOCTPUPYET CAOKHOCTH
AMATHOCTHKH B CAy4ae HertoAHOH TMA, ricroaormde-
CKaf KAPTHUHA KOTOPOM OKa32AaCh CAYIAHON HAXOAKOM
IIpy OUOIICHH ITOYKIL

OcobeHHOCTH TPOMBOLUTAPHO-COCYAMUCTOrO reMoCTa3d
Y XEHLUMH C XPOHUYECKOM BONE3HBIO MOYEK NMPU OCTIOXHEHHOM
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AxryaapHOCTB. Hanmdane xpoHudeckoii 60Ae3HH
ITOYCK YBEAHYNBACT PUCK PASBUTHA IIAALICHTA-ACCOLIU-
HMPOBAHHBIX OCAOKHEHHI IIPH OEPEMEHHOCTH, OAHAKO
MEXAHN3M AAHHOTO ITPOIECCA MAAO U3YUEH.

Leap. OueHurs cocrofHue TPOMOOLUTAPHO-CO-
CYAHCTOTO remocrasa y depemennsx ¢ XbII 1-3 cr.
U IAQIIEHTA-ACCOIUUPOBAHHBIME OCAOKHEHUAMHI —
npeaxaamicuet (I10) u dperomaarenTaproit HeaoCTa-

tTounoctpro (BITH).
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Marepuaa u MeToABI. B HabAroAaTEABHOE HICCAC-
Aosanne BrAroueHsl 150 sxenmun (Bospact 2914 aer)
¢ XBbIT 8 III TpumecTpe OepemMeHHOCTH (OCHOBHAA
rpyma): XBIT1 cr. — 58, XbI12 cr. — 45 u XBIT 3 c1. —
47 senrun. I'pymnmy cpaBaenns cocraBuan 20 3A0po-
BBIX OEPEMEHHBIX TAKOTO 7K€ BO3PACTa U CpOKa Oepe-
mennoctn. KomiaekcHoe KAMHHKO-AabOpaTopHOE
0DCAEAOBAHME BKAIOYAAO AHAAM3 KAMHUYECKON CHM-
IITOMATUKA U HCCACAOBAHHE TPOMOOIINTAPHO-COCYAH-





