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CKMM cekBeHMpoBaHueM no CoaHrepy. B maHHoMm
HUCCIEIOBAHUM MCIIOJIb30BaHbl 3K30MHOE CEKBE-
HUpoBaHUe [6] u pa3paboTaHHas HaMU TapreTHas
MmaHeJ b reHOB. B TapreTHyro maHelb BKJIIOUEHBI KO-
NUPYIOIINE YYACTKU W TIPUJIETAIOLIME CAUTHI CIUIa-
CMHTa TCHOB, aCCOIMMPOBAHHBIX C MOHOTCHHBIMU
¢opmamu caxapHoro nuabeta. [Tocnenyronuit 6ro-
VH(POPMALIMOHHBINA  aHANW3 TPEACTaBIsI  CcOOOM
ynanenue [T P-aynivkaToB, MOMCK OJHOHYKJIEO-
THUIHBIX BapuaHTOB ¢ Tomolmbio Genome Analysis
Toolkit v.3.3 1 ux aHHOTAIMIO C WCMOJb30BaHNEM
nporpaMmMbl ANNOVAR. Takxke ObUIM KCITOJB30-
BaHbl JaHHble 0a3 gnomAD, ClinVar u y4teHbl Ju-
TepaTypHbIE JaHHBIE.

Pesynbratel. Y 51 mpobanma usz 280 oOHapy-
JKE€HbI TaTOI€HHbIE U BEPOSITHO MaTOI€HHbIE paHee
OINMCaHHbIE M HOBbIC BapuMaHThl B reHaX, aCCOLIMU-
poBaHHBIX ¢ MODY-n1uaberoMm. 3aMeHbl BbISIBICHbI
B reHax GCK, HNFIA, HNF44A u ABCCS. Kpome
9TOr0 OOHApPYXXEHBI OMMCAHHBIC paHee peAKue Ba-
puaHThl B reHax WFSI (KomupyeT TpaHCMeMOpaH-
HBIII OeloK Bosib()paMUH) Yy OAHOTO MAllMeHTa U
TRMTI0A (xonupyet 6enok TPHK meruntpancde-
pa3bl 10 romoiora A, TIpUHAIEXAIIUNA K CeMei-
ctBy TPHK (ryanun-1-)-metunrpancdepas) Takxe
Yy OIHOTO TIallMeHTAa.

ITokazaHo, YTO MOJIEKYISIPHO-TE€HETUIECKOE TEC-
THPOBaHWE SIBJISIETCS OBICTPBIM M HAIEKHBIM CITOCO-
00OM OMarHOCTUKM MoHoreHHbIX (opm CJI, B oTiau-
yne ot CI1 n CH2. I'eHeTMYeckoe TeCTUpOBaHUE B
CeMbsIX MPOOAHIOB TMO3BOJIMJIO BBIIBUTbH HOCUTENIEH
MyTallMii CpeAu WX POACTBEHHUKOB C ILIEJbIO IIPO-
BelIeHUS MEPBUYHON MPOMUIAKTUKN Y OECCUMITTOM-
HBIX HOCHUTEJIEH MaTOTeHHBIX BapHaHTOB.

3akmouenne. [lpencrtaBieHHOE wucCClIeTOBaHUE
JNIEMOHCTPUPYET TEPCIEKTUBHOCTh MOJIEKYISIPHO-
TCHETUYECKOTO TECTUPOBAHMSI IIAIlMEHTOB C Ce-
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meitHpIMu opmamu CJI ¢ TTOMOIIBIO TEXHOJIOTUM
CEKBEHUPOBAHUS HOBOTO mMokojeHus. [lepconanu-
3UPOBAHHBII TIOAXON K JAMArHOCTUKE U JICYCHUIO
OCOOEHHO BaXKeH TIPU BBISIBICHUM HEKJIACCUYECKO-
ro teueHus CJI y JHII MOJOIOTO BO3pacTa.
DuHaHcupoBaHHe. BHICOKOTEXHOJIOTMYHOE CEK-
BEHUPOBAHME HOBOTO MOKOJICHUSI YaCTUIHO BBITIOJ-
HeHo mpu nomaepxke mpoekra FWNR-2022-0021.
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KiIMHMKO-aHAMHeCTHYECKHE W JIA00PATOPHO-MHCTPYMEHTAJIbHbIE ACTIEKTHI
NPOrHO3UPOBAHUS PA3BUTHS THPEOTOKCHYECKOH KapaMOMHONATHI
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Hens. [Ipoananu3mpoBaTh BAUSIHUE KIMHUKO-
aHaMHECTUYECKUX, J1abopaTOPHO-UHCTPYMEHTAIb-
HBIX T10Ka3aTesiell U UX COYETAHUI Ha PUCK PA3BU-
TSl TUpeoTokcnueckoit kapauomuonatuu (TTK).

Marepuan u metoabl. B umcciemoBaHue BKITIO-
yeHbl 113 xeHmmH 25—60 JeT ¢ AuarHo3om «bo-
ne3nb I'peitca» (BI) (54,0 % (n = 61) co cpenHei
cTerneHblo Tsekectu, 46,0 % (n = 52) — ¢ TsKesoi

CTEIIEHbIO), TOCTYIUBILIKE Ha OIEpaTUBHOE Jieue-
HUE B OTAEJIEHUE OSHIOKPUHHOM xupypruu. dmn-
TeJIbHOCTh TeueHus1 BT co cpemHeil cTeneHbIO TH-
peotokcuko3a (TT) B momomom Bo3zpacte — 18,5
(14,0; 20,0) mecseB (Mmemmana (Q1; Q3)), B cpen-
HeM Bo3pacte — 19,0 (15,0; 21,0) (p = 0,51), ¢ Ta-
xkenoit creneHbio TT — coorBeTcTBeHHO 25,0 (18,0;
30,0) m 25,0 (20,0; 31,0) mecsueB (p = 0,51). Ha
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MOMEHT IIOCTYIUICHMSI B XUPYPrMUECKOE OTACJICHME
y BceX OOJIbHBIX ObLI JOCTUTHYT CYOKJIMHUYECKUI
TT. TlpogomKuTenbHOCTh TepuoAa OT Hauajua je-
KOMIICHCAIlUM M OO IIPOBEIEHUS OIlepaTUBHOIO
neuenus TT cocraBuna 2—3 wMecsua. Kpurtepun
BKJIIOYEHUSI: YCTAHOBJCHHbIM COIJIACHO KPUTEPUSIM
Poccuiickoit acconmanuu sHI0KpuHONOTOB (PAD)
ot 2014 r. nuarno3 BI' ¢ MaHubeCTHBIM U OCIOX-
HEHHBIM TUPEOTOKCHUKO30M; XEHCKUI TOJI; BO3pacT
25—60 jeT; ypoBeHb aHTUTE] K PELENTOpYy TUpe-
otportHoro ropmoHa (AT x pTTI) >1,0 ME/m;
00beM mmMTOBUMAHOM kenesbl (LLI2K) mo maHHBIM
Y31 > 18,0 cm’; peummmBupyoomiee TeyeHue TT
(1Ba u Oojiee peuuauBa Ha (pOHE CTaHAAPTHOM
TUPEOCTaTUUECKON Tepanuu Tupo3onomMm). Kpure-
PUM MCKJIIOYEHMS: MYKCKOI I10JI; BO3PACT MOJIOXKE
25 ner n crapure 60 ner; mebor BI'; ypoBeHb cBO-
o6onmHoro tTupokcuHa (cB.T4) mensbiie 22,0 IMOJIb/1
B mniepuona jaekommneHcauuu TT; ypoBeHb AT K
pTTI < 1,0 ME/n; oovem LXK mo pesymbTaTam
Busyanuzanuu metogom Y3U < 18,0 cm® u oOHa-
pyXeHue y3710Bbix oOpaszoBaHuit B LII2K; Hammuue
CepIeYHO-COCYJUCTON  TMaTOJIOTMU,  THUAarHOCTH-
poBaHHoit 10 aebiworta BI' (MBC, BpoxaeHHbIE U
MPUOOPETEHHbBIE MTOPOKU CEPALIA, HAPYLUEHUS DUT-
Ma M IIPOBOAMMOCTH, XpPOHMYECKasl cepiaeuHass He-
nocratouHocTh (XCH)); mpoBeneHue XMMUYECKOM
OKpPACKM BOJIOC B IIOCJICIHME JBa Mecslia; KypeHue;
QJIKOTOJIM3M; HAJIMYME TSKEJIOM COIyTCTBYIOLLIEHU Ma-
TOJIOTMU: OHKOJIOTMYECKHUe, UH(GEKINOHHBIE, TICUXU-
yecKkre 3a00JieBaHUS, XPOHUUYECKAsT OOCTPYKTHBHAS
00JIe3Hb JIETKMX, OOJIE3HU COENMHUTEIbLHOW TKAaHMU,
TovevyHasi M TenaTOLEJUTIONSIpHAs HEIO0CTaTOUHOCTb.
[TokazaHust K OTMEepaTUBHOMY JIEYCHUIO: PELIMIUBU-
pyioiiee teuenne TT — 100 % ciaydaeB, GOJBLIONI
pa3mep 306a — 100 %, TsoKesble CepaeuHO-COCYIM-
CTbIe OCJIOKHEHMSI y TIAllMEHTOB C TskeabiM TT —
100 % cnydaeB. KOHTpOJIbHYIO TPYIIITy COCTaBUJIU
37 xeHwuH 0e3 matonoruu 12K u cepaedyHo-co-
CYIMCTBIX 3a0osieBaHMii B Bo3pacte 25—60 Jer.
NzyuyeHue J1ab0paTOPHO-UHCTPYMEHTAIBHBIX
rokKasarejieil y BCeX MalMEeHTOB IPOBOAMIIOCH KakK
npu aekomneHcauuu BI' (1Mo maHHBIM BBIKOIIUPO-
BOK M3 aMOYJIaTOPHBIX KapT), TaK U B MOMEHT IIO-
CTYIUICHUSI Ha OIlepaTuBHOe JieyeHue. OLieHUBaIu
cenylollire IToKa3aTeau: B KPOBU — COAEpKaHME
TTT, cB.T4, AT x pTTI metromom MDA, B BoO-
JIOCaX — YPOBEHb CeJieHa, LMHKA, MEAU METOIO0M
CIIeKTPAJIbHOTO aHajin3a. Bcem maimeHTaMm TpoBe-
neno Y3U 1K na anmapare DC-3 (Mindray, Ku-
taif), DKI' wa ammaparte Cardiovit AT-1 (Schiller,
MIBeituapust), BXO-KI' na anmapate Vivid 7
Dimention (GE, CIIA). 3a pedepeHCcHBbI auamna-
30H npuHumanu coaepxanue TTT 0,4—4,0 mEn/n,
cB. T4 9—22 mmomnn/n, AT x pTTI < 1,0 ME/n,
urHka 180—230 Mkr/r, menu 11—17 MKr/T, celieHa
0,2—1,8 mxkr/r, oobem 2K mo Y3U 9—18 cm’.
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Pesyabratel U MX oOcyxkneHwe. B mepuon ne-
komrieHcauuu TT y Bcex mMalMeHTOB, OCOOEH-
HO Tipu ocioxHeHHoM TT, HaOmogaacs BbICO-
kuii ypoBeHb c¢B.T4: y wmomomeix — 40,0 (32,0;
46,0) nMmonb/n, y Ml cpeaHero Bo3pacta — 37,0
(32,0; 44,0) mmoms/n (p = 0,02); mpu MaHMDeECT-
Hom TT on cocraBun 36,5 (32,0; 42,0) u 31,0
(29,0; 32,0) mmomws/m (p = 0,01) COOTBETCTBEHHO,
Oymyun Huxke, yem mpu Tskenrom TT (p = 0,01,
p = 0,01). YBenuuenue coaepxanusi cB. T4 mpu
nekomnieHcamu bIT conpoBoXnanoch CHUXKEHHEM
ypoBHs TTI B OoJjiblieil CTereHU Yy JIUL MOJIOJOTO
Bo3pacta 1npu ociaoxHeHHoMm TT — 0,0014 (0,0007;
0,003) MEn/n, B cpemHeM Bo3pacTe IoKa3aTellb
coctasun 0,003 (0,001; 0,005) mEn/n (p = 0,01).
IIpu manudectHom TT konueHtpaumsi TTT paB-
Hstack cootBercTBeHHO 0,005 (0,003;0,01) u 0,01
(0,009; 0,02) mEn/n (p = 0,01, p = 0,01). Co-
nepxanue AT x pTTI ObLIO MOBBIIIEHO Yy BCeEX
MalMeHTOB, OCOOEHHO MOJOAOr0 Bo3pacTa. Tak,
npu ManudectHom TT ono paBnHsutocs 13,0 (11,0;
16,0) ME/n y mononsix 1 11,0 (7,0; 13,0) ME/n
y nun cpemHero Bo3pacta (p = 0,01). IIpu ociox-
HeHHoM TT mnokasarejib COCTaBMJI COOTBETCTBEH-
Ho 23,0 (18,0; 26,5) wu 16,0 (12,0; 22,00 ME/n
(p = 0,01, p = 0,01). ¥V Bcex mammentoB ¢ bI,
0COOEHHO MOJIOAOTO BO3pacTa, HaOII0NaIoCh yBe-
muuyeHue oovemMa UK. B gekommnencammu BI' mpu
maHudectHoM TT OH cocTaBWJI B MOJIOAOM BO3-
pacte 30,0 (24,0; 37,0) cM?, B cpemHeM Bo3pacTe —
27,5 (22,5; 30,0) cM® (p = 0,01), mpu OCIIOKHEH-
HoM TT — cootBerctBeHHO 35,0 (29,5; 41,0) m 27,0
(22,0; 37,0) c™M® (p = 0,01, p = 0,01).

B MOMEHT TIOCTYIUIEHUS B KJIMHHWKY Ha OIle-
paTUBHOE JICUEHHME BCEe OOC/IeIOBaHHbBIC MAlIMEHTKHU
HaXOAWIUCh B COCTOSIHUM cyOKauHudeckoro TT,
JIOCTUTHYTOTO Ha (DOHE CTaHAAPTHON TUpPEeOoCTaTU4e-
CKOI Tepaluu THamasoyioM. Tak, y KeHIIUH ¢ Ma-
HudectieiM TT B MoJ010M BO3pacTe coaepxKaHue
TTT pasusutoch 0,06 (0,03; 0,10) MEn/n, B cpenHem
Bozpacte — 0,08 (0,05; 0,15) mEn/n (p = 0,04), npu
ocinoxHeHHoM TT — coorBerctBeHHo 0,05 (0,03;
0,14) 1 0,08 (0,05; 0,1) mEn/n (p = 0,04, p = 0,03),
ypoBeHb ¢B.T4 — coorBerctBenno 19,0 (16,0; 21,0)
u 19,0 (16,0; 20,0) nmoman/a1 (p > 0,05), 18,0 (16,5;
19,0) u 19,0 (17,5; 20,0) nmoman/a (p > 0,05). Ypo-
BeHb AT k pTTI Ha doHe THpeocTaTUUeCKOil Tepa-
MMMUA OCTaBaJICS TTOBBIIIEHHBIM, OCOOCHHO B TPYIIIE
¢ TskeabiM TT y aun Mojogoro Bospacta — 22,0
(17,0; 25,0) ME/a (p = 0,01).

Y vl KOHTPOJBHOM TIPYIIIBI BCE ITOKa3aTe-
Ju Obn B HopMme: coaepxaHue TTI B momomom
M CpelHeM Bo3pacTe — COoOTBeTcTBeHHO 2,5 (1,5;
4,0) nu 2,52,5; 4,00 mEn/n, cB. T4 — 11,5 (11,0;
14,0) u 9,0 (9,0; 12,0) nmons/n, AT x pTTI — 0,0
(0,0; 0,0) ME/n, oobem LXK — 10,0 (8,0; 17,5)
u 14,0 (10,0; 18,0) cm® (p < 0,05). B mepuon ne-
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KoMITeHcalmu Tspkeoro TT Bce MmalMeHTHl MMe-
i XCH: XCH 1 ¢yukumnonanbHoro kiacca (PK)
(knaccudukammss NYHA, 1964 r.) 3aperucrpupo-
BaHa y 17,3 % (n = 9) oGcinenoBanubix, XCH II
OK —y 75,0 % (n=39), XCH Il ®K —y 7,7 %
(n=4) (p,_, = 0,02, p_, = 0,59, p,_;, = 0,03). Ipo-
BOAMMAs THpEOCTaTUYecKasl Teparusi TUPO30JIOM,
KapIUOTpOTeKTUBHAsT ~ Tepanusi  [-0jioKatopamu,
narnouropamu  AII®D, OGrokaTopaMu KaJbIIMEBBIX
KaHaJIoB y OOJIbHBIX C TsoKeJabiM TT crocobcTBOBa-
JIM HE TOJIbKO HACTYIUIEeHUIO CyOKaMHuueckoro TT,
Ho n cHmxeHuo PK XCH. Tak, XCH I ®K 3a-
peructpupoBaHa y 13,5 % (n = 7) uyenosek, XCH
II ®K —y 55,8 % (n = 29) (p = 0,01), XCH III
n IV ®K He BoIsgBIIeHa. B miepron aekoMIeHcaun
mskeaoro TT y 59,6 % (n = 31) mauMeHTOB pe-
rucTpupoBaiach ¢pubpwuisausa npeacepauii (PIT):
y 19,2 % (n = 10) — nepcuctupyioweii, y 40,4 %
(n = 21) — mapokcusMmanbHoit ¢opmbl (p = 0,01).
Ha done neyeHuss THUpeOCTaTUKAMM IAPOKCHU3-
MajbHasi M mnepcuctupyomas ¢opMmbl DOI1 Obun
KyIIMPOBaHbBI Y BCEX IMTAIlCHTOB.

Y Bcex OombHBIX BI' 3apeructpupoBaHbl Hapy-
LIeHUs MUKpoajeMeHTHoro (M®) cocraBa BoJIOC,
BCTpEUaBIIMeCsT 0ojiee YacTo TPU TSDKEJIOW CTerie-
Hu. Tak, medunut umHka umenu 82,7 % (n = 43),
cejgeHa — 76,9 % (n = 40), mequ — 76,9 % (n = 40)
nauueHToB ¢ TsokedbiM TT m XCH. Y 310poBbIX
JIOOPOBOJIBIIEB ACUIIUT IIMHKA BCTPEYAiCS peke —
B 27,0 % cayyaes (n = 10; p = 0,01), pedpuumr
cenena — B 15,5 % (n = 6; p = 0,01), pedpuumr
meau — B 10,8 % (n = 4; p = 0,01). Ilpu cpeaneii
crenieHu Tsekect BIT HapyimeHnue MO peructpupo-
BaJIOCh PexXe, YeM IMPU TSKEJOM cTerneHu: AeUuLmuT
ceieHa — y 42,6 % (n = 26); p = 0,02), nedounur
uMHKa — y 52,5 % (n = 32; p = 0,01), omHako
YpOBEHb MEAU y BCeX OOJIbHBIX ObLI IMOBBILIEH II0
CPaBHEHUIO C TPYMNIION KOHTPOJS U C TsxkeabiM TT
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(p = 0,01). Cpenu 60bHBIX ¢ PI1 gedunur cene-
Ha 3apeructpupoBaH y 70,9 % (n = 22), nedounur
mHKa — y 77,4 % (n = 24), nedunmr mMeau — y
67,7 % (n = 21) MalUMEeHTOB.

C TIOMOIIBIO JIOTMCTUYECKOM perpeccum u
ROC-ananu3a cocraBieHa AMarHOCTUYECKask MO-
JIelb U Tabnuua (pakTopoB puUCKA TUPEOTOKCUYE-
CKOIf KapAauoMMomNaTMM B OajuiaX, Y4YMTbIBarOLIAst
conepxxanue TTT, cB. T4, AT x pTTI B ne6iote BI,
oobeM MK, nnurenbHOCTh TeyeHus TT, komauue-
CTBO PEUMAMBOB, JIMTEJBHOCTb TMEpUoAa OTCYT-
CTBMSI JICUCHUSI TUPEOCTaTMKaMU, OOECIIeUeHHOCTh
CEJICHOM, ILIMHKOM, Menbio. Tabmuily 1eaecoodpas-
HO WCIIONIb30BaTh y Bcex OonbHBIX BIT B nebiorte
ISl OTIpeleNieHusT cTerleHn pucka pasButus TT u
MePCOHU(MUIIMPOBAHHOIO TTOAX0Ia K ee MpogIIak-
TAKE. YUWTHIBas 3HAUYMTEIbHBIC HapylieHuss MO
CcOoCTaBa BOJIOC TIPU CPeOHEN W TSIKENIOW CTerneH!
BI', 60JbHBIM C BBICOKMM M CPEIHUM PUCKOM pas-
Butuss TT B cxemy JieueHUsI ¢ TMPpOoGUIAKTUUECKOM
LeJIbI0  11eJIeco00pa3Ho BKIIIOYATh, IMOMMMO THUpE-
OCTAaTWYCCKOM W KapAWOIIPOTEKTUBHON Tepartiu,
npernapaThl cejieHa, [IMHKA, MEIU.

BoiBobI.

1. ¥V Bcex O0abHBIX TsDXesaoi creneHblo BIT ¢
XCH B BoJiocax BcTpevaics aepuuut MD: uuH-
kKa — y 82,7 % (n = 43), cenena — y 76,9 %
(n = 40), menu — y 76,9 % (n = 40) mauueHTOB.

2. Bcem 6oabHbIM BI' 1enecoobpasHo omnpene-
JeHne MO mnpu NOCTaHOBKE NMArHo3a M B JWHa-
MUKe 3a00JIeBaHUS.

3. Pa3zpabortanHass Momenb IO3BOJISIET B AcOIOTE
BI' ouenuth puck pasputus XCH u muddeperim-
pOBaHHO TIOHOUTH K ee Tpodumaktuke. [Ipm cpem-
HeM M BbIcOKOM pucke pa3sutuss XCH B nebGrote
3a0osieBaHUsI B cxemy JieueHus bIT momumo Tupe-
OCTAaTUYCCKOM, KapAMOIIPOTCKTUBHON Teparuu Cclie-
IyeT BKJTIOYATH TIpernapaThl IIWHKA, MEOM, CeJicHa.
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¢ TsokecTbio Teyenus COVID-19
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Onpenenenue (GakTopoB, aCCOLUMUPOBAHHBIX C
TsKecThlo 3abojieBaHust npu COVID-19, moxer
IIOMOYb B paHHE#l cTpaTu(UKaALMKU MalMeHTOB, Bbl-
Oope ONTHMAJIbHOM TaKTUKU JIeYCHUS, YIYYIIeHUU

pE3yIbTATOB JIEUCHUsI MALMEHTOB U CHIDKEHUM Ha-
IPY3KM Ha CUCTEMY 3ApaBoOXpaHeHMs. B mocienHee
BpeMsI TMOSIBUIIMCH JaHHBbIE O BO3MOXKHOI Hacies-
CTBEHHOM MpeapacnooXeHHOCTH K OIpeaeICeHHO-
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