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«OCEHHUME ®UNATOBCKUE YTEHNA — BAXKHBIE BOMPOCHI AETCKOIO 3APABOOXPAHEHNA»

OCOBEHHOCTU KITMHUYECKUX XOpaJI0YHBIM CHHIPOMOM H Tofo3penneM Ha FOMA mist cBoe-
1 NNABOPATOPHbBIX MPOABIEHUN BpPEMEHHOM BepH(UKAIUK AMAarHO3a U MHUIMALUU MATOTCHETH-
NEPUOOUYECKOIO CUHOPOMA, YeCKOIi Teparum.

ACCOLUMNNPOBAHHOIO C BAPUAHTAMU TEHA
PELIENTOPA ®AKTOPA HEKPO3A OINMYXOnu

LWuHraposa M.LU.", AnekceeBa E.N.2

"MepBbit MOCKOBCKUA rocyAapCTBEHHbIN MEANLMHCKAIA
yHuepcuteT nmenn N.M. CeveHosa MuHsgpasa Poccumn
(CeueHoBckui yHuBepcuteT), Mocksa, Poccus;
2HaumoHanbHbIi MeanLIMHCKMIA ccrenoBaTenbCKUM LeHTP
3gopoBbs getert Munsgpasa Poccun, Mocksa, Poccus

Knroveenle cnoea: nepuoduyeckulli CUHOPOM,
accoyuuposaHHbIl ¢ Mymauyuel 2eHa peyernmopa hakmopa
HEeKpo3a oryxosu; aymoeocnanumersibHble 3a60onesaHuss;
demu

Axmyansnocms. llepruonuyueckuii CHHIPOM, aCCOIUMPOBAH-
HBIH ¢ BapHaHTaMHM I'eHa peuenrtopa Gpakropa HEKpo3a OMyXOJH
(Tumor Necrosis Factor receptor — Associated periodic Syndrome
(TRAPS) — penkoe BpoxaAEHHOE MOHOT€HHOE ayTOBOCIIAIUTEIb-
Hoe 3a00JIeBaHUE C AyTOCOMHO-JAOMUHAHTHBIM TUIIOM HAacleno-
BaHMs1, BEI3BaHHOE BapuaHTaMu B reHe TNFRSF1A. OCHOBHBIMU
TpyaHOCTsIMH 1ipH auarHoctuke TRAPS sBisieTcst cxoncTBo ero
KIIMHUYECKHUX MPOSIBICHHUH C IPYTUMHU PEBMaTHUECKIMU 3a00J1e-
BaHUAMH. I]ens: BBIIBUTE OCOOCHHOCTH KIMHUYECKHX U J1abopa-
TopHBIX nposiBinenuit TRAPS.

Mamepuansvt u memoowvi. B peTpoCneKTUBHBIN aHaJIN3 BKITIO-
YeHBI JaHHbIC 66 manueHToB (U3 Hux 42 (63,6%) 1eBOYKH) C FOBE-
HWIBHBIM uauonaruueckuM aprputoM (FOMA) u cunapomamu
MePUOANYECKOM Tuxopanku: B 1-to rpynmy Bouutu 33 (50%) ma-
yeHTa ¢ BapuanTamu rea TNFRSF1A, Bo 2-10 — 33 (50%) ma-
uueHra 6e3 BapuanToB reHa TNFRSF1A4. Mennana Bo3pacra Jie-
6rota cocraBuia 4,73 (1,96; 7,37) rona.

Pesynomamel. Bcem nanyenTaM nNpoBeIEH MOJIEKYIIPHO-Te-
HeTHdeckuil aHanus, y 33 (50%) oOHapyxeHbl BAPUAHTHL FEHA
TNFRSF1A4: BeposiTHBIE TTaTOT€HHBIE BapuaHTH y 4/33 (12%) —
¢.337 339del, c.792del, c.374G>A, c.184T>A; natoreHHbIit Bapu-
AHT B COYETAHUHU C HU3KOIICHETPAHTHBIM BAPUAHTOM HEONPeAenEH-
Ho# 3HaunMoctu (VUS) y 1/33 (3%) — ¢.242G>T u ¢.362G>4;
VUS y 3/33 (3%) — ¢.596T>C, c.472+65>T, c.194-14G>A. Y
27/33 (82%) BBIABICH HU3KONICHETPAHTHEINA BapHuaHT ¢.362G>A.
VY ocTanpHBIX MaHEHTOB AUArHOCTUPOBaH cucTeMHBIH IOWA.
OCHOBHBIMH CHMITOMaMH B Je0I0Te 3a00JIeBaHMsI OBUTH JIHXO-
pangka —y 65/66 (98,5%), ceie —y 55/66 (83,3%), apTpur — y
43/66 (65,1%). Y narueHToB 1-i rpynns! HaOMIOAAIUCh CHMIITO-
MBI, KOTOPBIX HE OBLJIO Y MAIIMEHTOB 2-i rPYMIIbL: ePHOJYECKas
nuxopanka (48,5%), 6omu B xuBote (33,3%), mopaskeHUe KUIIEU-
Huka (27,2%): nuapes ¢ npumecsamu (6,1%), nuapest 6e3 npumeceit
(12,1%), pBota (6,1%); nopaxenue a3 (24,2%), 6011b B rpyaHON
kaetke (12,1%), HelipoceHcopHas TyroyxocTs (9,1%), nepuop-
OuranpHblii 0TEK (9,1%), OTCTaBaHKUE B ICUXOPEYEBOM Pa3BUTHH
(6,1%), acentuueckuit MeHuHTUT (3%) U runpouedanus (3%).
[ManuenTs! 1-i u 2-i Tpynn uMenu ooIue KIIMHUIECKUE TIPH3HA-
KU U OTIIHYAIOIIIECs APYT OT APYyTa: y MAlUeHTOB 1-i IpyImbl JIu-
XOpajiKa poAoJKaIach 6+7 JHEH, ChIlb OblIa KPYITHOIISTHUCTOH,
MEJIKOIISITHUCTOM U BE3UKYIISIPHOH, a CYCTaBHOM CHHAPOM BCTpe-
Yajicsi IOCTOBEpHO yaile, yeM Bo 2-i rpynmne (78,8 u 51,5% co-
oTBeTcTBEeHHO; p = 0,03).

3aknrouenue. AHaNU3 NTaHHBIX TTALIMEHTOB C BapUAHTaMU I'e-
Ha TNFRSF 1A nokasan 60IbI10¢ pa3sHOOOpa3re CUMITOMOB, YTO
MO3BOJISIET CIETIaTh BEIBOJ O HEOOXOIMMOCTH MPOBEIEHHUS MOJIe-
KyJISIPHO-TEHETHYECKOTO 00CIEeN0BaHUS BCEM MAalMeHTaM C JIH-



