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IIEHBIO ITOYEYHON HEAOCTATOYHOCTH. PerpeccuonHbIi
anaans Kokca BBIABHA ITOBBIIIIEHHYIO aABOYMUHYPHIO
u yposau CPD Kak IPeAUKTOPH YXYALICHHUS IIPOTHO3a
y marmentos ¢ XbIT (HR=1,6 u 2,3 coorsercrerHo,
p<0,05). Amaans Kamaana-Mefiepa 1moka3aA CHuKe-
HUE BBDKHBAEMOCTH Oe3 mporpeccuposanus XbII1
y MAIUEHTOB C IOBBIICHHBIMU OHOMapKEPaMH BOCITA-
AcHud. [ToAyaeHHBIC AAHHBIC CBHACTCABCTBYIOT O TOM,
a0, x0T TCO2 siBAseTcA HE30ITaCHBIM METOAOM AMA-
THOCTUKH KPUTHYECKON MIEMHN HUKHHX KOHEYHO-
CcTell B OOIIeM, ero HCIIOAB30BAHHE ¥ manuenTos ¢ XbI1
MOZKET COIIPOBOKAATBCA YBEAHUEHUEM AABOYMUHYPUI
U ITOBBIIIICHUEM BOCIIAAUTEABHEIX OHOMAPKEPOB. DTH
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HM3MEHEHUSA MOI'YT YKA3BIBATD HA IIOTCHIINAABHOE YXYA-
IIEHNE TOYEIHON (PYHKIINU HAHM HAPACTAHNE BOCITAAH-
TEABHOTO OTBETA, YTO TPEOYET AAABHEHIIICIO U3YICHIUS
U BO3MOKHOM KOPPEKINH KAMHIYIECKHIX IIPOTOKOAOB.

3axaroueHne. AMarHOCTHKA KPUTUYECKON HIIIe-
MHUM HIDKHIX KOHEYHOCTEHR ¢ ucrioAbzoBanuem TCO2
y marueHToB ¢ XbIT Moxer BAuATS Ha ITOYEUHBIE ITa-
PAMETPBL U YPOBHE OHOMAPKepOB BocIascHusd. Baxuo
AAABHEHIIICEe H3yICHNE ITHX M3MECHEHUI AAA OITHMH-
3aIIUH ITIOAXOAOB K AMATHOCTHKE M ACYEHUIO KPHTHYE-
CKOM HIIIEMUU B 9TOH IPYIIIE ITAIIMEHTOB, 4 TAKKE AAL
IIPEAOTBPAIIEHHA IIOTEHITHAABHOTO YXYAIICHUSA TOYCY-
HOW (PYHKITHIL
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Bseaenne. Crnaponm Tayrac—bpoxca (TBC) (OMIM
#107480) — peAkoe ayTOCOMHO-AOMUHAHTHOE 3200A€-
BaHIeE, ACCOLUIPOBAHHOE C MyTartuamu B rene SALLT.
TbC xapaxrepusyercss BapuabEABHBIM COYCTAHHECM
BPOKACHHBIX ITOPOKOB Pa3BUTHA, OCHOBHBIMHU U3 KO-
TOPBIX ABAAFOTCH AHOMAAHH aHOPEKTAABHON ODAACTH,
GOABIIIOTO MAABIIA KHCTU I HAPYKHOTO yXa. Y U THIBAA
KATO4EBYIO poAp SALLLT B nedporenese B kadecTse
(pakTOpa TPAHCKPUIIIINH, AHOMAAUH PA3BHTHA IOYECK
1 MOYEBBIBOAAIINX IIyTEH TAKKE MOIYT BCTPEUATHCA
y maruenToB ¢ ThC i OTHOCATCSA K AOITOAHHTCABHEIM
KPHTEPHAM AAHHOTO CHHAPOMA HAPSIAY C TYTOYXOCTBIO,
BPOKACHHBIMH ITOPOKAMI PA3BUTHA CTOII, TAA3 U CEp-
AEYIHO-COCYAHCTON crcTeMel. Paspurue TyOyAApHOI
AUCHYHKINH ABASCTCA KPAHE PEAKHIM IIPOABACHHEM
TBC 1 mozkeT OBITH CBA3AHO C HAPYIIIEHUEM SKCIIPECCHI
rena SAILLT He TOABKO B KACTKAX-IIPEAIICCTBCHHIKAX,
HO 1 B KAeTKaX AN epeHITIPOBAHHEIX KAHAABIIEB He-
dpomos.

Marepurasbl 1 METOABL. ACMOHCTPALIHA KAHHIYE-
CKOTO HaOAFOAEHUS 32 ACBOYKON C IATOAOTHEH ITOYEK
upu TBC mpu orcyrerBun XapakTepHOH TPUAABL IIPO-
ABACHHI.

PesyapTarer. Aesouka 2 Aet 9 MecAIeB OT IePBOIt
HOPMAABHO IIPOTEKABIICH OEPEMEHHOCTH, OT IIEPBBIX
CPOUHBIX (DH3HOAOTHYECKHX POAOB C HOPMAABHBIMH
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MaCCO-POCTOBBIMH ITOKA3ATEAAMH IIPU POKACHHHI
(macca/annma, 50-75%o), LIOCTYIIHAA B HEDpOAOrHUE-
ckoe otAeAerue MuctuTyra Beapruinesa B cBA3u ¢ ABY-
CTOPOHHEIH THITOIAA3UEH ITOYEK U IIEPCUCTHPYIOIIUMI
M3MEHEHIAMHI B AHAAN3AX MOYH B BHAC AIOKO3YPHU,
nporennypun. I1pn obcaesoBanuu usmaeckoe pas-
BUTHE CpeAHee, rapMoHm4aHOe (poct 93 cm — 50-75%q;
macca teaa 13,2 kr — 25-50%o), paxurugeckux Aedop-
MAITHH HIDKHIX KOHEYHOCTEH HE OTMEYAaAOCh, ITOKA3a-
teAn AA Ipu pasoOBBIX H3MEPEHHAX OBIAH B IIPEACAAX
HOPMAaABHBIX 3HadeHHUI (75%0 OTHOCHTEABHO ITOAA,
BO3pacta U pocTa pedenxa). MoueBoil cuHAPOM OBIA
npeacrasaet nporeunypueit (1,0 r/a; 0,2 v/cyr), anb-
Ooymunypueit (>300 Mr/r kpeaTHHHHA IIPU HOPME
<30 mr/r), MOBBIIIEHHON SKCKpenueil B-2 MuKpo-
raobyanna (417 mxr/cyr npu Hopme Ao 100 mxr/cyr)
1 HEIOCTOAHHOMN TAIOKO3ypuei (A0 2,8 MMOAB/A)
IIpH HOPMAABHOM YPOBHE I'AIOKO3HI B KpoBH. [loka-
3aTeAn KAnHmdeckoro anaansa kposu u KOC Opan
B IIPEACAAX HOPMAABHBIX 3HAYCHHM, JIACKTPOAUTHBIX
HAPYINEHUH He HaOAIOAAAOCh. BBIAO OTMEUeHO cHIke-
uue dbuapTpannonHon dyukinu modek Ao XbIT C3a
(pCKD=52 ma/mun/1,73 m2). ITpun V3U nouex Bbi-
ABAEHO YMEHBINEHNE OTHOCHTEABHOIO 0ObeMa 00enx
rouek (<3%o), IOBBIIIEHUE 9XOICHHOCTH HIAPEHXUMEL,
9TO OBIAO PACIIEHEHO KAK ABYCTOPOHHAS IMIIOIAA3HA.
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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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