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OBIIAA XAPAKTEPUCTUKA PABOTbBI

AKTYAJIBHOCTbB TEMBI

Cewmeitnas cpenuzemHomopckas smxopanka (CCJI) — camoe pacmpocTpaHEHHOE
MOHOT€HHOE ayTOBOCTAJIUTENIbHOE 3a00J€BaHUE C YETKO BBIPAKECHHOW STHHUUECKOMN
IPEIPACIIONOKEHHOCThIO, BCTPEYAEMOE CpEeIu TYpPOK, €BpeeB, apMsH, apaboB H
HapOJHOCTEH, CBA3aHHBIX ¢ OacceliHOM Cpeau3eMHOro MOps - MCHAHIIbI, UTAJbSHIIBI,
¢bpanity3sl, mopryraiblisl, xxutenn Ceseproit Adpuku (Vandecasteele SJ, et al., 2011).
OTO NpPUBOAMT K TOMY, UYTO CEMEWHas CPEAM3EMHOMOpCKas JIMXOpaJKa 4YacTo He
OPUHMMAETCS BO BHUMAHUE Yy MALNUEHTOB, HE OTHOCSIIMXCS K TapreTHbIM
HAIlUOHAJIBHOCTAM,  MOXET  OBbITh  NPUYMHOW  THIOAMArHOCTHKM  CEMEHUHOM
CPEIU3EMHOMOPCKON JTMXOPaAKU. BaxkHbIM (haKTOpOM BBICOKOM pacnpOCTPaHEHHOCTU
MyTali SBJISIOTCS MOHOHALIMOHAIbHBIE U OJIM3KOPOJICTBEHHBIE Opaku, YTO MPUBOIAUT K
HAKOIUICHHUIO OOJIBIIETO YMCIIa HOCHTEJIeH rOMO3MTOTHBIX BapuaHToB (Yazici A et al.,
2013). YuutbiBas pacpOCTPAaHEHHOCTh CEMEWHOW CPEeIU3eMHOMOPCKOM JIMXOPAJKH B
apyrux crtpaHax (B Typuuum nDpoxuBaeT OKOJIO S5 MIH KpPBIMCKUX Tarap) —
pPacupoCTPaHEHHOCTh HOCHUTENIEH MYTalUid CpPeau TYPELKOTO HACENEHUs COCTaBIISET
10% (Ozen S, et al., 2013). B Kpsimy npokuBaer cpeau 2,5 MiaH 4enoBek — 12,5%
KpBIMCKMX  TaTtap. B HameM  ucCIeIOBaHMM  NIPOBOAWIOCH  H3y4YEHUE
AMUIEMUOJIOTHYECKUX 0COOEHHOCTEN CeMENHON CpeIn3eMHOMOPCKOM JINXOPAAKU CPEaU
KPBIMCKO-TaTapCKOI'0 HACEJIEHUS, a Takke KIMHUYECKUX OCOOEHHOCTEH JIaHHOTrO
3a00€eBaHusl y JI€Te KPBIMCKO-TaTapckoil HarmoHanbHOCTU. [lomymsius KpbiMckux
tatap, B Kotopoil B 2016 T, ObUT JMArHOCTUPOBAH TMEPBBIA Cclydyail CeMEHHOM
CPEIM3EMHOMOPCKON JIMXOPAJKW, HE paccMaTpUBalach, KaKk TapreTHas, Uisl NOMCKa
mytanuii B rene MEFV. Jlo 2016 roma He ObUIO JaHHBIX O PACHPOCTPAHEHHOCTH
CEMEWHOW CPEeIN3EMHOMOPCKOM TUXOpaaku B Kpbimy.

HEJDb HCCJIIEJOBAHUA
OnTuMu3npoBaTh  JIMATHOCTUKY W JICYEHHWE  MMAMEHTOB C  CEMEHWHOM
CPEAN3EMHOMOPCKON  Juxopaako B  KpbeIMy, OCHOBBIBasiCb Ha  H3yYECHUH
pacnpoCTpaHEHHOCTH, T€HETUYECKUX BapUAHTOB, a TAKXKE KIMHUYECKUX OCOOEHHOCTEU
3a00JIeBaHUs B MOMYJISILIMMA KPBIMCKUX TaTap.

3AJJAYA UCCJIIEJOBAHUA

1. M3yunTh OCOOEHHOCTH KJIMHUYECKOW KapTHHBI CEMEWHON Cpean3eMHOMOPCKOMN
JIUXOPAJKH y IE€TEN KPBIMCKO-TaTAPCKOW HAIMOHAIBHOCTH.

2. OcCyllecTBUTh  CpPaBHUTEIbHBIA  aHAIW3  JUHAMHKA  TEUYECHHS  CEMEMHOMU
CPEAN3EMHOMOPCKOM JIMXOPAJKH, a TaKK€ OCOOCHHOCTH T'€HETUYECKUX BapHaHTOB Y
JE€TEeN KPBIMCKO-TaTapCKOT0 U TYPEIKOTO MPOUCXOKICHHUS.

3. HccnenoBate cnektp BapuantoB reHa MEFV 'y gereit  kpbIMcKo-TaTapckoid
HAIlMOHAJIBHOCTU C CEMEMHOW CPEIU3EMHOMOPCKOMN JTUXOPAIKOM.

4. Ouenutb AOPEKTUBHOCTb  TEpaNnMK y  MAlMEHTOB  KPBIMCKO-TaTapCKOM
HAIMOHAIBHOCTH C CEMEMHOU CPEAN3EMHOMOPCKOM JIMXOPAIKOH.

5. IlpoBectn auddepeHIUaNbHYI0 AMATHOCTUKY MEXAY JA€TbMU C  PEIKUMHU
ayTOBOCTIAJTUTENIbHBIMH 3a00JI€BaHUSIMHU U CEMEHHON CPEeTM3EMHOMOPCKOM JINXOPaJKOM.
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6. Omnpenenutrh pacrnpocTpaHeHHOCTh BapuantoB reHa MEFV cpean B3pocibix
3JIOPOBBIX JIIOJIEH KPBIMCKO-TaTapcKoW HanmoHanbHOCTH B PecmyOnmke Kpeim u Ha
OCHOBAaHMH JAHHBIX O MYTAallMM, MPOBECTH PACYET MPUMEPHOrO YHUCIA BO3MOXKHBIX
MMAlIUEHTOB C CEMEHWHOW CpPEIM3EMHOMOPCKOW JIMXOPAAKOW CpEIH JIMIL KPBIMCKO-
TaTapCKOM HALlMOHAJIBbHOCTHU.

7. PaspaboTaTh anropuTM JUArHOCTHKHU ayTOBOCHATUTENbHBIX 3a0oneBanuil B Kpeimy
Ha OCHOBAHMHU JIAHHBIX 00 3MUJEMHUOJIOTHN CEMEHHON CPEeIM3EMHOMOPCKOM JTUXOPa KU
U IpYIUX ayTOBOCHAJINTENbHBIX 3a00I€BaHUM.

HAYYHAS HOBU3HA UCCIIEAOBAHUA

BrnepBble n3yyeHa pacnpoCTpaHEHHOCTh CEMEUHON CPENU3EMHOMOPCKON JTMXOPaJAKU
cpeau JeTel KpbIMCKO-TaTapcKoil HalMoHaibHOCTH B PecnyOinke KpbiM, ee nctopuko-
sTHOrpaduyeckoe (popMupoBaHHe, KaK HOBOM JTHUYECKOW TpYyNIbl, SBISIIOLIEHCS
HocuTesneM myrtauuii B rene MEFV.

BnepBele  onucaHbl  OCOOEHHOCTH  KJIMHUYECKOTO  TEYEHUS  CEMEWHOM
CPEAU3EMHOMOPCKON JIMXOPAAKU CPEAM ITaMEHTOB JETCKOTO BO3pacTa KpPBIMCKO-
TaTapCcKOM HAIMOHAJBHOCTH, pPacHpOCTpaHEHHOCTh BapuaHToB reHa MEFV u
O0COOEHHOCTH Te€paIuu B JAHHOW 3THUYECKOW TpymIIe.

BrnepBbie npoBeeHa CpaBHUTENbHASI XapaKTEPUCTUKA KIMHUYECKUX MPOSBIECHUN U
reHeTUYecKux BapuaHToB reHa MEFV wMexny neTtbMu KpbIMCKO-TaTapckoro u
TYPELKOI0 IPOUCXOXKICHUA C CEMEUHOU CPEAU3EMHOMOPCKOMN JIMXOPAAKOH, C Y4ETOM
KJIMHUYECKUX U T€HETUYECKUX OCOOCHHOCTEH TEUEHUs! CEMEMHON Cpeau3eMHOMOPCKOi
JUXOpaJKU B  JAHHOM  OTHUYECKOM  rpymme, o00OCHOBaHa  HEOOXOAMMOCTh
CBOEBPEMEHHOTO Ha3HauYeHUs 0a3uCHOU Tepamnuu 10 HazHaueHus tepanuu [ UBII.

Brnepsrie mpeacTaBieHbl JaHHBIE O PaCIpPOCTPAHEHHOCTH BapuaHToB reHa MEFV
Cpely 3J0POBBIX JIMI[ KPBIMCKO-TaTapCKOM HAIMOHAJIBHOCTH, U HAa OCHOBAHHMHU 3TUX
JAHHBIX MMPOU3BENICH MPEABAPUTENbHBIA PACUET YKCIIa BO3MOXKHBIX CIYy4aeB CEMEHHOM
CPEAN3EMHOMOPCKON JMXOPAAKU CPEAM JIML KPBIMCKO-TAaTapCKOW HAIMOHAJIBHOCTH,
npokuBarox Ha KpeiMckoM mosyocTpose.

BnepBbie pa3paboTaH aiaroputM MO JAUArHOCTUKE U Jud@epeHnnanTbHOoN
JUArHOCTUKE MEepUOANYEcKuX Jmxopagok B PecnyOmuke KpbiM, permoHajibHble
O0COOCHHOCTH PacpOCTPAHEHHOCTH ayTOBOCHAJIUTENIbHBIX 3a001eBanuil B Kpbimy.

TEOPETHUYECKAS U TIPAKTHNYECKAS 3BHAYUMOCTDb PABOTbI

Ilokazana BbICOKasgs 4YacTOTa BCTPEYAEMOCTH CEMEWMHOW CPEAU3EMHOMOPCKOU
JINXOPAJKH CPEIU NAIMEHTOB KPHIMCKO-TATAPCKOTO MPOUCXOXKICHHUS.

VYcranoBineHo, yto B rpynne uccienyembix 10,2% 340pOBBIX JIHI[ KPBIMCKO-
TaTapCKOW HAIMOHAIBHOCTU SBJIAIOTCS HOCUTEISIMU BBICOKOIIATOTEHHBIX BAPHAHTOB
rena MEFV.

BrIsiBII€HO, 4TOo KJIFOYEBBIMU 0COOCHHOCTSIMH TCUCHUS CEMECHHOU
CPEIM3EMHOMOPCKON JIMXOPAJAKA Yy JIMI KPBIMCKO-TATapCKOW HAIMOHAIBLHOCTH
SBJISIIOTCS: JIMXOPaJKa, apTpUT, apTpaliruu, 00Jiee BEICOKUM YPOBEHb PE3UCTEHTHOCTH K
KOJXUIIMHY W 0oJiee BBICOKAs MOTPEOHOCTh B T'€HHO-WHYKEHEPHOM OHOJIOTHYECKOM
TEparumu.

[TokazaHo, 4Yto y OOJIBIIMHCTBA TAIMEHTOB CEMEiHas Cpeau3eMHOMOpCKas
TUXOpaJKa TUarHOCTUPOBAIACH C 3aIEPKKON 00JIee MATH JIET, 9TO OOBICHSICTCS HU3KOU
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MH(GOPMUPOBAHHOCTBIO Bpauel pa3HbBIX CHEIHAIBHOCTEH O CHUMIOTOMAax JaHHOTO
3a00J€BaHUs U PACIIPOCTPAHEHHOCTH CEMEMHOM Cpein3eMHOMOPCKOM JINXOPAIKU CPEIH
JUI KPBIMCKO-TaTapcKoil HanMOHANIbHOCTH. HeobxomauMo BKIIIOYATh CEMEWHYIO
CPEIU3EeMHOMOPCKYIO JTUXOPAIKy B Kpyr nuddepeHIranibHoil AMArHOCTUKH y BCEX
MAUMEHTOB  KPBIMCKO-TATapCKOM  HAIIMOHAIILHOCTH, HMMEIOIIMX  JKajJoObl  Ha
MIEPUOINYECKYIO TUXOPAIKY.

JUIsL ONTUMHU3aLMA  MOJIEKYJIIPHO-TEHETUYECKOM JIMarHOCTHKM Yy MAalMeHTOB C
NEPUOANYECKUMHU  JIMXOpaJKaMu HeoOxoauM Iud@epeHIupoBaHHbI  CKPUHUHT,
OCHOBAHHBII HAa 3HAaHUM O PACHPOCTPAHCHHOCTH IMATOTEHHBIX BapUaHTOB TI'EHOB,
OTBETCTBEHHBIX 3a ayTOBOCHAIMUTEIbHBIC 3a00J€BaHMsI B KOHKPETHBIX ATHUYECKUX
rpynmnax.

Y CTaHOBJIEHO, YTO BCE IMALUEHTHI ¢ MEPUOJUYECCKUMHU JIMXOPAJAKaMU HYXIAlOTCs B
PEBMATOJIOTUYECKOM 00CIIETOBAHUY.

OCHOBHBIE IMTOJIOXKEHU S, BBIHOCUMBIE HA 3AIIIATY
1. KpsiMckue TaTapbl SIBIASIOTCS OTACIBHOM HTHUYECKOW TpyHIou, AJisi KOTOPOU
XapaKTEPHO HAJIMYUE CEMEUHON CPEIU3EMHOMOPCKOMN JIMXOPaJKH, HE ONMCAHHON paHee
B nuteparype. HocurenbcTBo narorenHsix BapuantoB rena MEFV Beisienieno y 10,2%
3JI0POBBIX B3POCIIBIX KPBIMCKHX TaTap.
2. Y KpbIMCKO-TaTapCKOM ATHUYECKON IpyMHIbl UMEIOTCS KIMHUYECKHE OCOOCHHOCTH
TEYEHUSI CEMEMHOM CpPEeIU3EMHOMOPCKON JIMXOPAaAKH, HE OIMCaHHbIE pAaHEEe B
JUTEPATYPE CPEIU APYTUX ITHUUECKUX TPYIII.
3. Pacrnipenenenue BapuanTtoB rena MEFV cpenu manueHTOB KPBIMCKO-TATapCKOTO
MIPOUCXOXKICHUSI OTIMYAETCS OT APYTMX STHUYECKUX TPYMI, PAaHEE OMUCAHHBIX B
JUTEPATYPE.

AITIPOBAIIUA U BHEAPEHUE PE3YJIbTATOB

PesynbTaThl aucceprauroHHON paboThl nonoxeHbl Ha |l MexpernonanbHoi
MYJIbTUIMCIMIUIMHAPDHON HAay4YHO-TIpakTHUecko koHdpepeHmu: «Menuuuna XXI
BeKa», I. Pocros-Ha-/{ony, 2019 r.; Hayuyno-npaktrueckoit peBmarosoruu r. Mocksa,
2019 r.; Il paGoyem coBelIaHUH aJIEPrOJOTOB-UMMYHOJIOTOB C MEXKIyHAPOIHBIM
yuactueMm «llepBuuHbIE UMMYHOAE(PUIUTH U ayTOBOCHAIUTENbHBIE 3a00JE€BAHUS, T.
MockBa, 2020 r1.; Konrpecce: «MynbTUAUCIUIUIMHAPHBIE TIPOOIEMBI JETCKON
peBmaronoruu: kiny0 enuHombiuieHHukoBy. GI'BY HUU PeBmatonmornun um. B.A.
HaconoBoii, r. MockBa, 2019; MexmucuummnaapHoit mxkone OI'BHY HUU
Pesmatomorun um. B.A. HaconoBoii, r. Mocksa, 2019 1; FMF-kny6e 2020 «bone3np
Crwia y B3pOCIBIX UM CEMEiHas CpelIU3E€MHOMOPCKAs JUXOpajKa: SPKUE MPUMEPHI
MOJIMTEHHBIX W MOHOTEHHBIX ayTOBOCHATUTENBHBIX CHUHAPOMOBY», T. Cumdeponors,
2020 r., Bcepoccuiickom oHnaWH-KoHrpecce: «J/lnu PeBmaromormm B CaHKT-
[TerepOyprey, r. Cankt-IletepOypr, 2019 r.; Konrpecce: «/[nu PeBmatonoruu B CaHKT-
[TerepOyprey», r. Cankr-IlerepOypr, 2020 r.; V HayuHo-mipakTHuecKol KOH(MEpPEHIINH:
«JIau Hayku KOV, r. Cumdbeponoins, 2020 r.; III Becepoccuiickom Konrpecce nerckux
PEBMATOJIOTOB C MEXAYHapoAHbIM yyactueM, TI. MockBa, 2021 r.; "IlepBuuHble
UMMYHOJe(DUITUTHI ¥ eTe U B3pocibiX - B (okyce nHPpeknuu", r. Mocksa, 2021 r.,
€XKEeroJHOM eBpomneickoM KoHrpecce peBmarosioroB B (European league against
rheumatism  (EULAR)  e-Congress, 03.06.2020, ®pankdypr, ['epmanus),


https://www.elibrary.ru/item.asp?id=41354587
https://www.elibrary.ru/item.asp?id=41354587
https://www.elibrary.ru/item.asp?id=41354587
https://www.elibrary.ru/item.asp?id=41354587
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NeANaTpUYecKOM  €BpOIEHCKOM  peBMarosiorndeckom  koHrpecce  (Pediatric
Rheumatology European Society (PRES) e-Congress, 24-25.09.2020, Ilpara, Yexus), Ha
€XKErOJHOM eBpoIlieiickoM KoHrpecce pemaronoroB B (European league against
rheumatism (EULAR) e-Congress, 03.06.2020 .

JIMYHBIN BKJIAJI ABTOPA B IIOJIYYEHUU PE3YJILTATOB

ABTOpOM BHITIOJIHEHO oOcienoBanue jereii Ha ©Oaze I'bY3 PK «PJAKby» .
Cumdbepornons, u3ydeHbl MaTepualbl U3 MCTOpUM OOJE3HHM, TPEIOCTABICHHBIC
TYpPEIKMMHU KOJUIETaMH, a Tak)Ke IpoBeAeH cOOp MaTepHalioB Il MOJICKYJISPHO-
T€HETUYECKOT0 MCCIICIOBAHUS 3JI0POBBIX B3POCIBIX TOOPOBOJIBIIEB KPHIMCKO-TATapCKOM
HAIlMOHAJILHOCTU. ABTOPOM IIpPOBECH HMH(OPMAIIMOHHO-TIATEHTHBIN TOWCK W aHaJu3
JUTEPaTyphl, pe3yJbTaThl KOTOPOTO IMpeACTaBlIeHbl B pasjaeie «O030p MUTepaTyphl» U
CBUJICTEIILCTBYIOT 00 OTCYTCTBUM aHAJOTUYHBIX HAy4YHBIX pabOT, 00OCHOBaHBI TeMa U
aKTyaJIbHOCTbh, CPOPMYJIUPOBAHBI LI U 3a/1a4M UCCIIE0OBaHUs, ONIPEACIICH €T0 JU3aiiH.
ABTOPOM CaMOCTOSITEIBHO IPOBEJECHA CTAaTUCTUYECKas O0OpabOTKa MOJyYEHHBIX
pe3yabTAaTOB, UX TEOPETHUYECKUM aHaIN3, CHOPMYJIUPOBAHBI BHIBOJBI U MPAKTUUECKUE
pekomenaanuu. lloaroToBneHsl K Te4aTH CTaThu, HamucaHa #  odopmieHa
JUCCEepTALMOHHAs padoTa.

HNYBJINKAINU
[To Teme aucceprammu omyo6iukoBaHo 12 paGotT, B Tom uwucie 6 myOaukauii B
KypHajax, pekomeHnoBaHHbIX BAK, u3 HuUX — 5 B SCOpPUS u 7 paboT B cOOpHHMKAX
MaTepHalOoB HAYYHO-TIPAKTUUECKHX KOH(EpPEeHIM, 3 U3 KOTOPBHIX B MEXIyHAPOIHBIX
KypHajax.

CTPYKTYPA U OFBEM JIUCCEPTAIIUN
OCHOBHOM TEKCT AMCCEPTAIlMU U3JI0KEH Ha 147 cTpaHUIlaX KOMIBIOTEpPHOro Habopa
U COCTOMT M3 CJEAYIOIIMX TJiaB: BBEACHHs, 0030pa JUTEpATypbl, MaTEpPUAIOB U
METOJIOB, JIBYX TJIaB PE3YyJbTAaTOB COOCTBEHHBIX HCCIEIOBAHUM, 3aKIIOUYEHUS, CIUCKA
nutepatypbl. Pabota wimoctpupoBaHa 16 Ttabmuuamu u 52 pucyHkamu. CHUCOK
IuTepaTypbl BKItodaeT 176 WCTOYHMKOB, W3 HHUX 36 oTeuecTBEHHBIX U 140
WHOCTPAHHBIX MyOJUKaIUH.

SAKJIIOYEHUE O9TUYECKOI'O KOMUTETA

OTuueckas JKcrepTusza Oblna mpoBeAeHa KoMuTteToM mo 3tuke KOV um. B.U.
Bepnanckoro (nmpotokoi Ne7 ot 06.05.2020 1) Ha nmpeaAMET COOTBETCTBUS MOJOKEHUSIM
XenbCUHKCKOM JIeKJIapaliiy o mpaBax mnainuenTa. MccnenoBanue 3ako4anoch B paboTe
C UCTOpHUSAMHU OOJIE3HH W pe3yjbTaTaMH JYYEBBIX METOJOB HCCleoBaHus. Bce naHHbie
ObUIM TIPEACTaBJICHBl B AHOHUMHU3UPOBAHHOM BujJe. B kaxmol ucropuu O0J€3HU
HMMEJIOCh TOJAMUCAaHHOE 3aKOHHBIMHM MPEACTABUTEIISIMU WHGOPMUPOBAHHOE COTJIacue,
MTO3BOJISIIOIIEE UCTIONB30BaTh JIAaHHBIC UCTOPUHU OOJIC3HU B HAYYHBIX UCCIICIOBAHUSX TIPU
YCJIOBUM COXPAHEHUH aHOHUMHOCTH.
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COJEPXKXAHUE PABOTBI

MATEPUAJIBI U METObI

3a mepuoa ¢ 2018 mo 2021 rr. 6o obcnemoano 25 mereit ¢ CCJII u 6 gereit ¢
PEAKMMH ayTOBOCIIATUTEIbHBIME 3a00JeBaHUsIMHA Ha Oa3e PecmyOmukaHCKO#M meTCKou
KkiuHu4eckor 6ompHHIBI T. CuMdepomnons, 40 neteit ¢ CCJI N'ocniutansa yHuBepcuTeTa
Hacetepe (Ankapa, Typuwus), 128 310pOBBIX B3POCIBIX JOOPOBOJIBIEB KPBIMCKO-
TaTapCKON HAIMOHAILHOCTH.

Hu3zaiin uccnegoanusi: 31 peOEHOK C MmepuoANYEecKUMU Juxopaakamu B Kpeimy (13
Hux: 21 manueHT ¢ CCJI KphIMCKO-TAaTapCKON HAIMOHAIBHOCTH, 4 MalMeHTa JIPyTHUX
ATHUYECKUX Tpynm, 6 JeTed ¢ peAKMMU ayTOBOCHAIUTEIbHBIMHU 3a0osieBaHusIMU), 40
nerert typenkoi HarmoHaiabHOCTH ¢ CCJI, 128 B3poCHbIX 370pOBBIX J0OPOBOJIBIICB
KPBIMCKO-TaTapCKOM HAIIMOHAJIBHOCTH.

BceMm marnueHTamM Ha MOMEHT TOCIUTANIM3AIMN ObLITM UCKIIOUYEHBI T€HEPATM30BaHHbIC
uHpekuun  (OakTepualbHbIE, BUPYCHbIEC, TJIMCTHBIE  MHBa3UHM, TYOEpKyJe3),
remMo0J1acTO3bl, CHCTEMHEIE 3a00I€BaHUS COCTUMHUTEILHON TKaHU.

YV BCeX MalueHTOB OLICHUBAJIUCH:

- XapakKTepUCTUKH Je0roTa (Ha MOMEHT YCTAaHOBJIEHHUS JMarHo3a), a TaKKe
AQHAJIOTUYHBIC XaPAKTEPUCTUKU B MOMEHT MOCJIEAHETO BU3UTA B KIMHHUKY (OKOHUAHHE
MCCJICIOBAHMS ): KIIMHUYECKUE - TUXOPAJKa, apTPUT, apTpaJIruu, 00U B )KUBOTE, OOJU B
TPYAHOM KJETKE, POXKEMOJOOHBIE BBICHIIAHUS; MPOJOKUTEIBHOCTh MPUCTYIIA
TUXOpaaKu U OoJiel B JKUBOTE; JIAOOPATOPHbIE MPHU3HAKH - KOJIMYECTBO JICHKOIIUTOB,
TPOMOOIIMTOB, YPOBEHBb T€MOTJI00MHA, ceposorudeckas akTuBHOCTh: COD, CPB.

- Tepamusi: KOJXWUIMH - 1033, MEPEHOCUMOCTh, Hajdu4ue MOOOYHBIX dDPEKTOB U
Tepanusi TeHHO-UHKEHEPHBIMHU OMOJIOTMYECKUMU TIperapaTaMu.

- MOJICKYJISIPHO-TEHETHYECKOE OOCIEOBAaHUE «TOpsSYuX To4ek» 10-ro ’K30HaA reHa
MEFV (mpu HeoOxoauMocTH 2-T0 3K30HA) TPOBOIUIIOCH BCEM MAIlUEHTaM.

[Ipu dopmupoBaHuud TpyINIl HCCIACAOBAHUNA, B TPyNNy C MNEPUOJIAYESCKUMU
aUXopaakaMd  ObUTM  BKJIIOYEHBl JIETU C  PEAKUMH  ayTOBOCHAIUTEIHHBIMU
3a0oneBanusiMu 1 Aetu ¢ CCJI apyrux sTHHYeCKUX Trpynn. B panbHeiinieM, coriiacHO
KPUTEPUSIM UCKIIOUEHUSI JETU C PEIKUMHU ayTOBOCHAIUTEIbHBIMU 3a0o0JeBaHusIMU (6
YeJIOBeK) ObUIM BKIIOUYEHBI B Kpyr Aud@depeHuuanbHO JMArHOCTHUKUA, WM  ObLIO
MPOBEICHO MOJIEKYJIsIpHO-TeHeTHYeckoe wuccienoBanne NGS-manens u TpoBeneHA
mubdepeHnvanbias ~ IAArHOCTHKA  MEPUOJUYECKHX  JUXOPAJAOK C  PEAKUMU
ayTOBOCIIAJTUTEIIbHBIMU 3200JICBAHUSMH.

METO/JbI CTATUCTHYECKOH OBPABOTKH JAHHBIX

AHanu3 TOJyYeHHBIX JAHHBIX BBIMOJHEH C MPUMEHEHHEM IMaKeTOB CTATUCTUYECKUX
nporpamm Statistica v.10.0 (StatSoft Inc., CIIIA) u MedCalc (MedCalc Software,
benbrus). Onucanue KoJIUYeCTBEHHBIX TTOKa3aTesei BBHIMOJHEHO ¢ YKa3aHUEM MeIHaHbl
(25-11; 75-i1 mpouentwnn). CpaBHEHHE KOJMUYECTBEHHBIX ITOKa3aTeae B JBYX
HE3aBUCUMBIX Tpylmax TMPOBOAWIM C TIOMOIIbI0 KpuTepuss MaHHa—YWTHH,
KaueCTBEHHbIX TOKazareseid ¢ mnomoulplo kputepus Ilupcona (y2) wim TOYHOTrO
kputepus Ouiiepa B ciyyae, €Ciii 0KHJlaeMas 4acToTa B OJJHOM U3 sSUeeK TaOIHIIbl 2%X2
Oblma <5. Jlyig cpaBHEHMSI KOJIMYECTBEHHBIX MEPEMEHHBIX JABYX 3aBUCUMBIX (J10-TIOCIIE)
TPYII HCTOIB30BAIM TeCT BHWIIKOKCOHA, JJIS KaTeTOPUABHBIX MEPEMEHHBIX — TECT
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Mak-Hemapa. CratucTuyeckd 3HaUMMBbIMHU CUMTAIM pa3yinuus win cBsa3u mnpu p <0,05.
VYuuTheiBas Majlo€ KOJMYECTBO MAUMEHTOB C JPYTMMH ayTOBOCHAJIUTEIbHBIMU
3a00JIeBaHUSM, CTATUCTUYECKUI aHATIU3 C YIaCTHEM JAHHBIX TPYII HE MPOBOIUICS.

PE3YJBTATBI UCCJIEJOBAHUS U UX OBCYXKJIEHUE

[Ipn nunamuyeckom HaOmoaenuun y manueHtoB ¢ CCJI Ha ¢doHe mnpoBOAMMOIA
MOHOTEpaIuu KOJIXUIUHOM (N=14), KOMOMHUPOBAHHON TEepalUU KOJIXUIUHOM C T€HHO-
nmwkeHepHoi tepanueit (I'MBII) (n=7) noaydeHa oTyeTivBas MOJIOKUTEIIbHAS KIIMHUKO-
nabopaTopHas JAWHAMUKAa B BHUAEC YMEHBIICHUS YacTOThI, MPOJOHKUTEIBHOCTH U
BBIPAKEHHOCTHU TIPUCTYIIOB, YMEHBIIICHHSI TAPAMETPOB JIA0OPATOPHON aKTUBHOCTH.

KnvHuueckue xapakTepuCTHKU. Y BCEX MAlMEHTOB ObUIM: Juxopaaka — 21-ro
(100,0%) mnaumenta, aptput w/umm aptpaaruu — 21-ro (100,0%) mnamuenta c
npeo0IaaHueM MOHO- WM OJIMroapTpuTa. AOJOMHUHAIBHBIA CUHIAPOM BBIABIECH Yy 16-
™ (76,2%) mnamuentoB, Oonu B rpyaHod kietke y 3-x (14,3%) mnarueHToB,
POXKeToTI00HBIC BBICHITAHUS y 6-TH (28,6%) manuenTos (puc. 1).

| TYpPeuKkHe NaureHTel | KPBIMCKO-TaTapCKKUE NaumeHTbl
% * * ok * %
100 100 100
100 - 90,0
90 < o T6.1 80 80,9 80,9
80 _ £ X0 ’
70 -
60 -
50 ] oo
40 30,0 285 25,2
30 - 20 19,0 in 22,5
20 - 4,7 4,7
10 - 0 0
0 T T T T T T T T T T T 1
> [ 2 (2 e 2 & A < &
S &S & R R
R ,\b@ S R &L & sz,‘z‘ QQ‘C\ K & & S
‘\\b ‘2\0 .-‘\‘OQ, er Q-O ‘OQJ?‘ ,);a 0‘2‘ 0‘\ Q N Q;o\("
Q\\?‘ (00 a,o §_\ o 0\6
& <® &
O S
® R\
\ﬁe’
R

[IpuMeyanust — TOCTOBEPHOCTD PA3IMUNN MEXY KIMHHYECKUMU MPOSIBICHUSAMH Y KPBIMCKO-TATAPCKUX

u Typenkux nanuentos ¢ CCJL: * p<0,05, ** p<0,01, ***p<0,001

Pucynok 1 - Knnanyeckne XxapakTEpUCTUKN KPHIMCKO-TAaTAPCKUX U TYPELUKUX NAlMEHTOB
C CEMEMHOU CPEeIN3EMHOMOPCKOMN JIMXOPAIKOH.

OTMEUEHO CHIXKEHUE JJIMUTENHbHOCTH U MHTEHCUBHOCTHU MPUCTYIA JUXOPAJIKU y 6-TH
(28,6%) marmeHToB, a y 6-tu (28,6%) MalMeHTOB UMENIO MECTO MOJHOE KYNMHPOBAHUE
npuctyna. Takxke y 6-tu (28,6%) naiueHToB 0TMEUYanoCh yMEHbIIEHUE IITUTEIbHOCTU U
MHTEHCUBHOCTH, a TAKXKE KOJMYECTBA MOPAKEHHBIX CYCTaBOB (MOHOApPTPUT), a y 15-Tn
(71,4%) nauMeHTOB TMOJIHOE KYNHPOBAHUE CYCTaBHOrO cuHapoMa. (OTMedeHo
Ky[MpoBaHuE a0JOMHUHAIBHOTO CcUHApoMa y 14-tu mamueHToB (66,7%), monHoe
KyldpoBaHue Ooyieli B TPyIHOM KJIETKE M POXKEMOAOOHBIX BBICHIIAHUNA Yy BCEX
nanueHToB (14,3% u 28,6% COOTBETCTBEHHO) MAIMEHTOB NpPH TOCJIEAHEM BuU3uTe. B
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KIIMHUKE 3200JIeBaHUs Y KPHIMCKO-TAaTAPCKUX, B CPABHEHUH C TYPELIKUMHU MAI[UEHTAMHU C
CClJI, 6onee yacTo JOMUHUPYET JTUXOpaaKa U apTpuT, apTpairuu y 100,0% nanueHToB.

[IpoaoMmKUTENPHOCTh TMPUCTYIA JIMXOPATKA Y TYPEIKUX TMAlMeHTOB B Je0r0Te
3a00eBaHUs COCTaBIsIIA B cpeaHeM 48 yacoB (MakcuManbHO — 144 gaca, MUHUMAIBHO
36 gacoB), 6oJeil B )uBOTE B AeOr0Te 3a00eBanus B cpenHeM — 48 yacoB. B nuHamuke
IpU TOCJIETHEM BH3UTE OTMEYAJIOCh YMEHbBIIEHWE MHTEHCHBHOCTH TMPHUCTYIA, OJHAKO
COXpaHsIaCh JJIMTEIBHOCTh IMPHUCTYNa JIMXOpaakd ©Oe3 W3MEHEHHH, CHIDKEHHE
JUTUTEIBHOCTH MPHCTYMA 00JIei B )KUBOTE 110 24 4acoB (puc. 2).

Yac

100

[TpuMedaHusi — JOCTOBEPHOCTh PAa3IUYMi MPOJAOIDKUTETLHOCTH MPUCTYNA JUXOPAIAKU HPU MEPBOM U
MOCJIEIHEM BU3UTaX y KPBIMCKO-TaTapCKUX U TypelKUX manueHTos: * p>0,05, ** p<0,01

Pucynok 2 - /IluHamMuka npoAoJKATEIbHOCTH MPUCTYIIA TUXOPAJIKH Y KPBIMCKO-
TaTapCKUX U TYPELKHUX MALUEHTOB C CEMEUHON CPEAN3EMHOMOPCKOM JTUXOPAAKOU IIPH
IIEPBOM U IOCJICTHEM BU3HUTAX.

VY kpeimcko-Tatapckux nanueHtoB ¢ CCJI B nebroTte 3a00ieBaHUs ITUTEILHOCTD
MPUCTYINa JIMXOPAJKH COCTaBisuia B cpeaHeM 94 wyaca (MuHuManbHO — 84 wyaca,
MakCUMaJIbHO — 144 4aca), JJIMTENbHOCTh MpPUCTyMa OoJield B xkuBOTE B cpeaHeM 30
4acoB, a MpPH TMOCIAETHEM BH3UTE€ - OTMEYAJIOCh KYNMUPOBAaHWE HWHTEHCHUBHOCTH U
JUTUTEILHOCTH TIPUCTYyNa Juxopaaku (MakcumainbHo — 0,33 yaca) u Oojel B XKMBOTE
(MakcumaibHO 2 vaca) (puc. 3).

NHTEHCUBHOCTD U JTUTEIBHOCTD MPUCTYTA JINXOPATKA U O0JICH B )KHBOTE SIBIISICTCS
OJIHUM W3 TIPOTHOCTHYECKHUX MPU3HAKOB (HOPMHUPOBAHUS aAMIJIOM03a, & TAKKE OIICHKU
(b (PEKTUBHOCTH Tepanmuu KOJXUIIMHOM. TakkKe Yy KpPBIMCKO-TaTapCKHUX IMAlMEHTOB C
CCJI oTmedanioch KynmupOBaHUE TIPUCTYIa 00JIeil B )KUBOTE (MAKCUMAJILHO 2 Yaca) mpu
MOCJIEAHEM BHU3UTE B CPAaBHEHUU C TMEPBbIM BU3ZUTOM. Y TYpPEUKUX MAlMEHTOB
OTMEYAJIOCh YMEHBIIICHUE MPOJOJLKUTEIIBHOCTH MPUCTYNa B JBa pas3a, HO MIPUCTYM
OoJiell B KUBOTE MOJHOCTHIO HE KYMUPOBAJICS MPH IMOCIETHEM BHU3UTE B CPaBHEHHE C
MIEPBbIM.
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Mac

1-1 BM3MT NoOCASaHUI BU3WUT

B EpbIMCEMeTaETaps B TYPKH

[IpumMeuyanusi — JOCTOBEPHOCTh PA3IMUMNA MPOJOKUTEIIBHOCTH TPHUCTyNa OoJied B JKUBOTE IMPHU
MIEPBOM U TIOCJICTHEM BU3UTAX Y KPHIMCKO-TaTapCKUX M TYPEIKUX HarueHToB: * p>0,05; ** p<0,01

Pucynok 3 - JlunaMuka npoJoKUTENIbHOCTH IPUCTYIA O0JIed B )KUBOTE MPU IEPBOM U
IIOCJIEAHEM BU3UTAX Y KPBIMCKO-TAaTAPCKUX U TYPELIKUX MAlMEHTOB C CEMENHON
CPEIM3EMHOMOPCKOM JINXOPAIKOU.

OnenuBas 7abopaTopHble TOKa3aTeNM MpPU TEPBOM M IMOCIEAHEM BU3HTAX,
OTMEYAJIOCh CHIKEHUE KOJIMYECTBA JIEHKOIMTOB M TPOMOOLMTOB B OOILEM aHAIM3E
KpPOBHU JJO HOPMAJIbHBIX LIU(P, HOpMAIHU3ALUs YPOBHS Fr€éMOIJIOOMHA CBIBOPOTKH KPOBH, a
TaKK€ KyINUPOBAHME AHEMHUU Yy KPBIMCKO-TAaTApPCKUX B CPaBHEHUU C TYPELKUMH
narentamu ¢ CCJI mpu nmocnenneM Busutax (puc. 4).

Netikoyurel x 10°/n - Tpom6oumTsl x 10%/n
20

20

v v 1-i Buaut nocAeaHnit BU3INUT
1-it ensut nocnegHu BU3UT A

M KpbIMCKHE TaTapbl BTy W KpbIMCKUE TaTapbI Wrypku

FemornobuH, r/n

*k

121

1-# BU3UT nocnegHuii BU3nT

B KpbiMCKME TaTapbl B TYpKK

[Ipumeuanusi — JAOCTOBEPHOCTh pa3IMuUil J1TAOOPAaTOPHON AKTHUBHOCTU MPU TEPBOM M MOCIEAHEM
BU3UTAX y KPBIMCKO-TaTaApCKUX B CpaBHEHUM ¢ Typeukumu nanuentamu ¢ CCJI: * p<0,05; **p<0,01

Pucynox 4 - J/lunaMuka reMaToJIOTH4eCKUX MoKa3aTeneil (KOJIMYecTBO JIEUKOLIUTOB,
TpOMOOIIMTOB, YPOBEHb T'€MOIIOOMHA) MPY MEPBOM U MOCIEAHEM BU3UTAX Y KPHIMCKO-
TaTAPCKUX U TYPEIKUX MAIMEHTOB C CEMEIHOM CpeM3EeMHOMOPCKOM TMXOPaIKO
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OtMmeyanochk KynMpoOBaHHUE ceposioruueckoil aktuBHocTH (ypoBeHb CO3, CPb) y
kpbiMcko-TaTapckux nanueHToB ¢ CCJI. Camwxenne CPb u Hapactanme COD
oTMeYasIoch y Typerkux manueHToB ¢ CCJI nmpu mepBoM | IMOCIIeIHEM BU3UTaX (pHC. 5).

¥ €O, mmfa CPB, mr/n
51 ** 60 :

43
50 A 50

60 -

40 - 40 1
30 30 7
20 20 +

10 10 7

KpbIMCKWe TaTapbl TYPKM KPbIMCKMWE TaTapbl TYPKH
W 1-i1 Br3nT B nocnegHUA BU3UT W 1-ii Bu3uT W N0 eAHNITBU3NT

[Tpumedanusi — IOCTOBEPHOCTh pa3nuymii J1aboparopHoi akTuBHOCTH (ypoBenb CODJ, CPB) mpu
IIEPBOM U IIOCIIETHEM BU3UTAX y KPBIMCKO-TaTapCKUX U Typeukux nanueHTos ¢ CCJL:

*p<0,05, **p<0,01
Pucynok 5 - lunamuka ceposioruaeckoit aktTuBHOCcTH (ypoBenb CO3, CPb) npu
MIEPBOM U MOCIETHEM BU3UTAX Y KPBIMCKO-TATAPCKUX U TYPELKUX MAIUEHTOB C
CEMENHOU CPEIN3EMHOMOPCKOMN JTMXOPAIKON

[TatiuenTsl, KOTOpbIM HeoOxoanuMo Obu10 HazHadeHue [ MBIT u3-3a HenepeHocuMocTu
W/WIM PE3UCTEHTHOCTU K KOJXULMHY UMenu Oosee Bbicokue ypoBHU CPb u 6obiryro
MIPOJOJDKUTEIBHOCTh TPUCTYNOB, HECMOTpsA Ha mnpoBoaumyro Ttepanuto ['MBIL, mo
CPAaBHEHUIO C MAlMEHTAMHU, Y KOTOPBIX 3a00JI€BaHNE KOHTPOIMPOBAIOCH MOHOTEpANuen
KOJIXULIMHOM.

Jle6roT Hauana 3a0oneBanust y typeukux marueHtoB ¢ CCJI cocrasmsin 1 ropg -
MUHHUMAJIbHBIN, 7 JIET - MaKCUMaJIbHbIN. B cpeaHem, oT MoMeHTa Havasia 3a00JeBaHus
N0 MOMEHTa IOCTAaHOBKM JAHMAarHo3a npoxoauT - 1,8 ner. Y KpbIMCKO-TaTapCKHUX
NAIMEeHTOB OT MOMEHTa Hauajia 3a00JieBaHHs 0 MOMEHTa MOCTaHOBKHM JauarHosa: 1,2
roga — MUHHUMAaJbHBIA, 17 J€T - MakCUMalIbHBIN, B cpenHem 4,6 net. JlocToBepHBIX
pa3iauuuii B MUHUMAaJIbHOM Bo3pacTe jAelroTa 3a0oieBaHMs y TYpPELKUX M KPBIMCKO-
tatapckux mnanueHtoB ¢ CCJI He oTMeyanoch, OJHAKO MAaKCUMAaJbHOE BpeMs,
COOTBETCTBEHHO M CpPEJHEE 3HAYEHUE MEXKIYy MHHUMAJIbHbIM M MaKCHUMAJIBHBIM, J10
ycraHoBienus quardo3a CCJI y KpbIMCKO-TaTapCKuX MAaIMeHTOB B 2 pa3a OoJblie, 4eM
y TYPEUKHX MAalMEHTOB. Y KPBIMCKO-TATAPCKHX, KaK U y Typeukux nauueHtoB ¢ CCJI,
BpeMs YCTAHOBJIEHUS JHAarHo3a oOT JAe0rTa MepBbIX KIMHUYECKUX MPOSBICHUN
cocTtaBisuio 1,8 u 4,6 1€T COOTBETCTBEHHO, YTO CPABHUMO C JIMTEPATYPHBIMU TAHHBIMMU:
B pa3HbIX CTpaHax oT 2,5 10 5,5 net (puc. 6).

Cpenn 21-ro manmeHTa KpPbIMCKO-TAaTapCKOM HAIIMOHAJIBHOCTH OTMEYajoCh, 4TO 7
JeTeil ABISAIOTCS POACTBEHHUKAMU (M3 OJHOW CEMbH), TBOE APYTUX JETeH (CecTphl) U3
JIpYrol CeMbH, YTO TOBOPUT O CEMEHMHOM XapakTepe 3a0o0JieBaHHS M, OTpaKkaeTcs
4aCTOTOM I'€TEPO3UTOTHBIX BAPUAHTOB MyTalluii, UMEIOIIUX KIMHUYECKUE MPOSBICHUS.
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"t 143
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5 7 8,2
= -
3
= 4.7
=] . ®
3 -
3 P
§ 2,1
c
o - »
a ," - o
= o~ e
o z 5
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MUHUMANBHBIN MAKCHMMATBHBII CpeaHui
N TypeyKne NaumeHTb M KPBIMCKO-TATAPCKME NALMEHTBI

[Ipumedanue — AOCTOBEPHOCTh PA3IMYUNA MEXIY BpeMeHeM (KOJIMYECTBO JIeT) OT MOMEHTa Hauaia
3a00JIeBaHUsl 10 MOMEHTA IOCTAaHOBKHM JMAarHO3a Yy TYPEUKHX MU KPBIMCKO-TaTapCKUX IMAIMEHTOB C

CCIJI: *p>0,05; **p<0,01
Pucynox 6 - Bpemst (komdecTBo JIeT) OT Hayasia 3a00J1€BaHus O MOMEHTA ITOCTaHOBKHU
JIMarHo3a y TypelKUX U KPhIMCKO-TaTapCKUX MAllUEHTOB C CEMEHHOM
CPEAN3EMHOMOPCKON JTNXOPATKOM

YuuThIBasi T€HETHYECKOE POJCTBO KPBIMCKO-TATAPCKOIO C TYPELKHM HACEIECHUEM,
HaMu ObLIa IPOBE/IEHA CPABHUTENbHAS XapaKTEpUCTHKA reHeTndeckux BapuantoB CCJI
MEXTy KPBIMCKO-TaTapCKUMU M TYPEIIKUMH MarueHTamu (puc. 7, 8).

% 71,4

60 -
50 30
40
30 4
20
10 -
o +
roOMO3 MroThl, N (%) KOMAAYHA-TETE PO3MFOTHI, N reTepo3uroTsl, n (%)
(%)
HTypKH M KpbliMCKUe TaTapbl

[Ipumeuanue — 1OCTOBEPHOCTh pazInyMii TaTOreHHBIX BapuaHToB reHa MEFV y kpriMcko-TaTapckux
y Typenkux namuentos:* p<0,05; ** p<0,01
Pucynok 7 - Pactipenenenue natoreHHsix BapuaHToB B reHe MEFV y kpeiMcko-
TaTapCKUX U TYPEIKUX NAIUEHTOB C CEMEUHON CPEeAN3EMHOMOPCKON JTUXOPAIKOM

VY nanumenToB ¢ CCJI KppIMCKO-TaTapCKON HAIIMOHATLHOCTHA BCTPEYAJICS MATOTCHHBIH
BapuanT rena MEFV: B rerepo3urotusix Bapuantax —y 15-tu (71,4%) nanueHTos, a B
TOMO3UTOTHBIX M KOMIAYHA-T€TEPO3UTOTHBIX BapHaHTaXx HOCHUTENBCTBA — Yy 3-X
nauueHToB (14,3%). B cpaBHEHHMH € JUTEPATYpHBIMH JI@HHBIMU T'€TEPO3UTOTHBIE



13

HOCHUTEJIA NaTOT€HHOI0 BapyuaHTa, MIMEIOUINE KIIMHUYECKHE IPU3HAKH BCTPEYAIUCH y 6-
i nanueHToB (15,0%). Haubonee yacto BcTpedaeMoil MyTanueil y KpbIMCKO-TaTapCKUX
nauueHToB ¢ CCJI sABIsICA BBICOKONIEHETPAHTHBIA MATOreHHbIA BapuaHT 10-ro 3K30HA
M694V y 19-tu (90,47%) manueHTOB, YTO COOTBETCTBYET JMTEPATYpPHBIM TaHHBIM
(pucynok 8). B oTianuue oT KphIMCKO-TaTapCKUX MAIlMEHTOB, Y KOTOPBIX Mpeoliaiaiu
reTepO3UrOTHBIE IMATOreHHble BapuaHTel B reHe MEFV, y Ttypenkux mnanueHtoB
OTMEUAJIOCh MNpeolsialaHie TOMO3UTOTHBIX M KOMIAYH[-T€T€pPO3UTOTHBIX BapHAHTOB
(puc. 7).

Pacnipenenenne mnatoreHHbIXx BapuaHToB cpeau mnamueHtoB ¢ CCJI Typenkoro
IPOUCXOXKICHHUS: TOMO3UTOTHBIE - Y 18-TH (45,0%,) mariueHToB reTepo3uroTHeie —y 12-
™ (30,0%) mamueHToB, KOoMmayHJ-rerepo3urotueie — y 10-tu (25,0%) mnamueHToB
(pucynok 7). VI3 Hux maroreHHbie BapuaHThl B 10-M 3k30He reHa MEFV: M694V — y
27-mu (68,5%) mammentoB, V726A — y 5-tu (13,0%) mammentoB, M6801 —y 6-tn
(14,0%) mammentoB, R761H — 3,0% (1 mamueHT); B CpaBHEHWHU C JIMTEPATYPHBIMH
ganaeiMu: M694V — 51,0%, V726A — 2,9%, M6801 — 9,5% (Ozgocmen S, 2011, Ozturk
MA, 2011) (pucynok 8). beuto mokazaHo mnpeoOnaganue myrauuu B rene MEFV
Bapuanta M694V kak cpenu Typerkux, Tak U Cper KPpIMCKO-TaTapCKUX MallMEeHTOB.

9 90,4

40
30
) 14 13,2 13
20
4,7 4,7 -
a ) . Llew
M6V MG80I V726A p.Argd08GIn  R761H
B KpbIMCKNe TaTapbl B TYPKH

[Tpumeuanue — JOCTOBEPHOCTh PA3IUUMil MATOTEHHBIX BapuaHToB reHa MEFV y kpeiMcko-TaTtapckux
y TypelKux manueHTon: *p>0,05; *** p<0,001
PucyHnok 8 - Pacnpenenenne natoreHHbIx BapuantoB B reHe MEFV y kpbiMcko-
TaTaAPCKUX U TYPELKHUX MMAMEHTOB C CEMEMHOU CPEAN3EMHOMOPCKOMN JTUXOPATKON

Bce manmentsl ¢ CCJI KpbIMCKO-TaTapCKOM M TypEIKOM HAIMOHAIBLHOCTEN MOJIyqalH
tepanuto kKomxunuHoM 100,0%, wu3-3a HedhHEKTUBHOCTH W/UIW HETIEPEHOCUMOCTH
Tepanuu KOJXUIMHOM Obuta mnpucoenunena tepanuss [UBIT (33,3% wu 27,5%
cooTBeTCTBeHHO). CpemHss 103a KOJXHUIMHA y KPBIMCKO-TaTapCKUX IMAIMEHTOB
coctasisuia 0,035 mr/kr wium 1.5 mr/cyt. ¥V 7-mu (33,3%) namuento ¢ CCJI KpbIMCKO-
TaTapCKON HAIIMOHAJIBLHOCTH OblIa oTMeueHa Hed((HEKTUBHOCTh, U3 HUX — Y 2-X (9,5%)
MMAIMEHTOB HENEPEHOCHMOCTh TEPAlMM KOJXUIMHOM. 7 JE€TEd C CEMEUHOM
CPEIU3EMHOMOPCKON JIUXOPAAKON KPBIMCKO-TAaTapCKOM HAIIMOHATIBHOCTH TOJIydallu
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teparuto ['UBIT: 3-e (42,9%) nereit - kanakuaymad, 2-¢ (28,6%) - tommmmsymao, 1
(14,3%) pebenok - sranepuent, 1 (14,3%) pebeHok — amamumymab. CpemHsis 1032
konxuiuHa y Typenkux nanuentoB ¢ CCJI cocramsina 0,033 mr/kr, unm 1 mr/cyt. V 10-
™ (25,0%) nereir otMedanach HeI(PPEKTUBHOCTD TEpAMUK KOJIXUIIMHOM, U Y 1 pebeHka
(2,5%) HenmepeHOCUMOCTh KOJXUIMHA (JIUCIENTUYECKUE PACCTPOMCTBA). 9 nereit
nonydanu tepanuto [MBIl: xamakuaymad — 7 (77,7%), amakmnpa — 1 (11,1%),
roruanzymado - 1 (11,1%) (puc. 9).

* k%

% 11,7

20 m Typkn

07 . mEpbliicKkne

60 4 TaTapol
42,8

50 1
¥

40 17 28,5

30 > * * ok ok
11,1 ‘

20 + 11,1

107 L
KaHakMHyMab Toumamsymab apanmmymab  3TaHepuent aHaKNHpa

IIpuMeyanuss — [OOCTOBEPHOCTb pasiauuMii Mexay mnomydaemoil tepanuend I['MbBII manuentamu

KpPBIMCKO-TaTapcKoM U Typenkoi HarmoHanbHocTelt ¢ CCJIL: * p <0,05; *** p<0,001
Pucynok 9 - CpaBHHTENbHAS XapaKTEPUCTHKA TEHHO-UHKEHEPHOUN OMOJIOTHYECKOM
TEpaNuu y KPbIMCKO-TaTAPCKUX U TYPELKUX MMALUEHTOB C CEMEUHOU
CPEAN3EMHOMOPCKOM JTUXOPATKOM

bonpmee konuuectBo mamueHToB (42,8% wu  77,7% COOTBETCTBEHHO) W3
nonyvyarommx Ttepanuio [MBIT ¢ CCJI, kak KpBIMCKO-TaTapcKoW, TaK W TYpPEUKOH
HallMOHAJIBHOCTEW TOJIy4aJld COBMECTHO C KOJXMUIIMHOM KaHAKMHymMad, MeEHbIIee
KOJINYECTBO MainueHToB Tepanuto qpyrumu ['UBIT (puc. 9).

VY KpBIMCKO-TaTapCKUX TAIMCHTOB OTMEUYCH OONBINHWNA TPOICHT TMAIMEHTOB C
HEMEePEHOCUMOCThIO/HEA (D (PEKTUBHOCTRIO Tepanuu KoinxuuHoM (33,3%) B cpaBHEHUU C
auteparypHbiMu AaHHbIMHA (15,0-20,0%) — manueHTs! APYTrUX TApreTHBIX TPYII, OJTHAKO
HE MMeJIa JOCTOBEPHOM pa3HUIIbI B CPABHEHUU C TypelKUMH nanuentamu (27,5%). Ilo
JUTEPATYPHBIM JAaHHBIM, HEI(DPEKTUBHOCTH/HETIEPEHOCUMOCTh TEPANTUU KOJIXUIITUHOM —
OIMH W3 TIPEAUKTOPOB (opMuUpOBaHUS aMuiou03a. TaKke HeOJIAronpusITHBIM
MPOTHOCTHUYECKUM TpPU3HAKOM (opmupoBanusi ammiongoza y OompHbIX ¢ CCJI
SIBJISTFOTCSI: COXPAHSIOIINECS TMPUCTYIBI JIMXOPAJIKH U OOJM B JKMBOTE, a TaKXKE IpHU
MOJIHOM KJIMHUYECKOM OTBETE COXPAHSIOIIASACA CEPOJIOrnuecKasi akTUBHOCTb.

YuuteiBas, 4To y OOJBIIMHCTBA MAIMEHTOB BpeMs OT Je0roTa 3a00jeBaHUs 10
MOCTAHOBKM JMAarHo3a COCTaBWJIO Y KPBIMCKO-TaTapckux mnaiueHtoB 4,6 jner, a y
NalUMEHTOB ¢ HEI(PPEKTUBHOCTHIO/HEMEPEHOCUMOCTHIO KOJXULIMHA 8,5 JEeT, MOXHO
IPEANnoiI0KUTh, YTO OJHUM M3 (DAKTOPOB, BIMUSIOIIMX Ha OJIATONPHUATHBIA NMPOTHO3 U
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3¢ (PEKTUBHOCTh TEpamuu KOJXHUIIMHOM, SBIseTCS Oojiee paHHEE YCTaHOBJICHHE
AMarHo3a.

Ornenka 3(h()EKTUBHOCTH Tepanmuy MPOBOAMIACH TIO BHU3yaIbHO-aHAJOTOBOM IITKAJIe
(BAII) 60omn, FMF50, mxkane Pras et al., B meGrore 3aboseBanmsi (OT MOMEHTa
YCTaHOBJICHHS TMAarHO3a) U MpH MOCJIeIHEM BU3UTaX (OKOHUYAHUU HcchenoBanus). [Ipu
ouenke mkansl BAI (601u manuenTa) y kpeiMcko-Tatapckux nanueHton ¢ CCJI, Obu1o
BBISIBJICHO CHIDKEHHE MHTEHCHUBHOCTH 00jM Oojiee yeM B 4 pasa (puc. 10). IIpu orenke
s¢pdextuBHocTH Tepanuu CCJI mo mkane FMF50 (puc. 11) — 6onee 80 % manueHTOB
gocturmu  kak wmuHUMYM 50% otBera Ha Tepammio. OreHHBasS pe3yJIbTaThl
3¢(HEeKTUBHOCTH Tepanmuu IO IIKaJle OICHKH TSDKECTH TEUSHHUS CEMEHHOMN
Cpeau3eMHOMOPCKOM uxopaaku mo Pras et al., BeisiBIeHO, 9TOo 6onee 75,0% KpBIMCKO-
taTapckux nanueHToB ¢ CCJI 1oCTUIIIN KIMHUKO-JIa00paTopHOi peMuccuu (puc. 12).

120

100

o

80

o

60

=

w

40

)

20

U l
o 0

Mennana
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VASi VASfin i ‘::Ii:‘fxlj:nc o : 2594.75%
htemmmscah*m]memtmals:alefﬁn 3L \\fii\fﬂﬁl
Pucynok 10 - JIuHaMuKa OIIEHKH IIKAJIbI Pucynok 11 - Jlunamuka oTBera 1o
BAIII (60711 O OIICHKE MaIUeHTA) mkane FMF50

Pucynok 12 - OueHka TSKeCTH TEeUCHHS
CEMENHOU CPEIN3EMHOMOPCKOM JIMXOPAIKU
no mkaje Pras et al.

s ouenku 3 dextuBHOCTH Tepanuu y nanueHToB ¢ CCJI ucnonap3oBalics HHIEKC
['aznuHu. Y nmanmMeHToB KPbIMCKO-TATapCKON HAlMOHAIBHOCTH, OTMEYAIOCh CHUXKEHUE
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uHAekca ["a3nmmHan Ooliee, yeM B 2 pasa, B OTIMYHE OT TYPEIKUX MAIMEHTOB, Y KOTOPBIX
OoTMe4aJIoch HapacTanue uHaekca [azmmam (puc. 13). Mediana wHgekca ['asnuHu y
KPBIMCKO-TaTapCKUX TAIMEHTOB COCTaBWiIa — §; MakcuMmanbHoe 3HaueHue — 10,1;
MUHUMaJIbHOE 3HaYeHue — 6,6. Menunana nHiekca ['a3IMHN y TYpPEeIKUX MMAIIMEHTOB C
CCIJI cocraBimana — 12,8; MakcumaibHOe 3HaueHue — 14,3; MUHHMMaIbHOE 3HAYCHHE —
9,4 (puc. 14).

22 24
AuHamuka uuaekca fasnuum y naumentoe ¢ CCJ1 KpbIMCKO-TaTapcKoro

20 NPOUCXOXKACHNA

22

18 20

p=0,0001

8 10
6
L : [E]

Wnaexc Maznunm 8 gebote
Wraexc Masanuxu npu nocnegxem suaute

Pucynok 13 - Jlunamuka unjaexkca ['aznuan y PucyHok 14 - [lunamuka nnaekca ["aznuau

KPBIMCKO-TAaTAPCKUX MAllUEHTOB C CEMEWMHOM Y TYPEUKHUX MAlUEHTOB C CEMEHHOU

CPEAN3EMHOMOPCKON JINXOPATKON TIPU CPEIN3EMHOMOPCKOM  JTUXOPAAKOW  TpHU
MIEPBOM U TMOCIECIHEM BU3UTAX MIEPBOM U TMOCJIETHEM BU3UTAX

Ha moment mnepenmcu Hacenenus 2018 roma, uncneHHOCTh HaceneHuss Kpeima
coctapmwiia 1912622 4enoBek, eme OKOJO 9 ThICAY YENOBEK MPOKUBAIO BPEMEHHO.
KonuuectBo nerckoro HaceneHus: coctapiisio 380 teicsau B Kpbeimy u 83464 pebGenka B
r. Cesactonosie. B KpbiMy BbIIEHAIOT 25 pailoHOB M TOPOJOB, a TaKKE TOPOJI
denepanbHoro 3HaueHus CeBacTomnoiib. KonnmuecTBO MPOXKMBAIOIMIMX KPBHIMCKUX TaTap
(mo nmanuem niepenucu HaceneHus 2018 r. POCCTAT) cocramnsino 12,5% B paznudHbIx
paiioHax noyryoctposa KpbeiM.

C 2016 roma B Kpsimy Obuto BeIsiBIEHO 25 aeteit ¢ aumarnozom CCJIL. U3 nux: 2-e
(8,0%) nmereii - apMsaHCKOM HanmoHanbHOCTH, 1 (4,0%) peGeHok (Co CIOB poauTeneil) -
CIaBsSTHCKOW HarmoHanbHOCTH, 1 (4,0%) pebenok - nesrun u 21 (84,0%) manueHToB -
KPBIMCKO-TaTapcKoi HammoHanmbHOCTH (puc. 15). Kaxkmas sTHuveckas rpymnmna umena
CBOM KJIMHMYEeCKHUEe U reHeTtnueckue ocoOenHoctu TeueHuss CCJI.  Cpenu
obcnenoBanHbIxX nanueHToB otMmeuancs ¢penorun Il Teaenus CCJI y pebenka-ne3runa:
MEPUOIMYECKH TIOBBILIEHUE TEMIIEPATyphl 10 CyOPeOpUIIbHBIX LU(P, COMPOBOXKIAEMON
00JIIMHU B KHMBOTE C IpoTeHHYypuen. ¥ otia pedbenka ¢ aHamorndynbiM TeueHueM CCJI
chOpMHUpOBAJICS aMWIOMI03 TMOYeK. Y JBYX JAeTell apMSHCKOW HaIl[MOHAJIbHOCTH
orMmeuanoch kiaccudyeckoe Teuenne CCJI (dbenotun |) ¢ ¢edOpunbHON NTHXOpPAIKONH,
COTIPOBOXAA€MOM a0JOMUHATIBHBIM, CYCTaBHBIM CUHIPOMOM, OOJISIMU B TPYIHOM KJIETKE
Y BBICOKOM CEpOJIOTHYECKON aKTUBHOCTBIO, 0€3 SPUTEMATO3HBIX BHICHITAHHM.
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9 84.0

| H[)bl MCKO-TAaTapCKaAa HAUNOHANbHOCTL ] AP MAHCKAA HAUMOHANbHOC(TL

Ne3rH B C(NaBAHCKAaA HAUMOHANbHOCTDL

Pucynok 15 - Pacnipenienenne manueHToB ¢ CEMEMHOM CPEIU3EMHOMOPCKON JINXOPAIKOHN B
Kpbimy nio stHndeckum rpynmnam, corinacio POCCTAT (%)

Y pebOeHka CIaBIHCKOW HalMOHAJIBLHOCTH (CO CJIOB pOAMTENECH) OTMEUYanucCh
MEePUOJIMYECKUE  TMPUCTYNBl  CcyOheOpHIbHOW  TeMIeparypbl, COMPOBOXKIaEMbIe
AKCCYJATUBHBIM TUIEBPUTOM U BBICOKOM CEPOJIOrMUECKOM aKTUBHOCTHIO JJaO0OpaTOPHO.

Taxke B KaxJI0H STHUYECKOW TPYIe MMENTUCh reHeTmdeckue ocodbenHoctu CCJI
(puc. 16, 17).

%
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0 | | | LI/
KPpbIMCKKE apmaHe CnasAHe Ne3rkH
TaTapobl
B [OMO3UrOThl W [eTepo3nroTol KOmMmnNayHA-reteposnroTbl

PucyHok 16 - Pacnipenenenue natoreHHbIx BapuanToB B rene MEFV cpenu nmanueHToB ¢
CEMEWHON CPEeIN3EMHOMOPCKOM JIMXOPAIAKON pa3HbIX dTHUYECKUX Tpyni B Kpbsimy

Haubonee uacto BcTpeuaeMblii martoreHHbld BapuaHT B reHe MEFV M694V Gbin
oOHapyxeH y 22-x (88,0%) mauuentoB, u3z Hux: y 20-tu (80,0 %) mamueHToB - KPHIMCKO-
TaTapCKON HAIMOHAILHOCTH, Y 2-X (8,0 %) manueHToB - apMsIHCKOW HallMOHATBLHOCTH. MeHee
9acTO BCTPEUAEMBIi, OJJHAKO OTHOCSIIUICS K BHICOKOTICHETPAHTHBIM, ITATOTCHHBIN BapHaHT B
rese MEFV — M680I, Bcrpewasncs y 3-x (12,0 %) mnamueHTOB KpPBIMCKO-TaTapCKOM
HalMoHanbHOCTH. HuskoneHerpantHeie BapuanThl reHa R761H u Arg408GIn Bcrpeuanuch
tonbko y 1-ro (4,0 %) mnaumenra-nesruHa u l-ro (4,0%) mnamueHTa ClIaBsTHCKOM
HAIIMOHAJIBHOCTH COOTBETCTBEHHO. YUHMTBIBAs, 4TO OOJBIMMHCTBO ManueHToB (84,0%) ¢ CCJI
OBUTH KPBIMCKO-TaTapCKOM HAllMOHAJILHOCTH, B HAIlle UCCIEAOBaHNE OBbLIN BKIIOYEHBI TOJIBKO
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netu ¢ CCJI kpbIMCKO-TaTapCKON HAIIMOHATILHOCTH.
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Pucynok 17 - Ilatorennsie BapuanTsl B reHe MEFV cpenn nmanneHToB ¢ ceMelHon
CPEAN3EMHOMOPCKOM JINXOPAAKON Pa3HbIX dTHUYECKHUX rpynn B Kpeimy.

briio mpoBenieHo reHeTudeckoe ucciaenaoBanue y 128 310poBBIX B3pOCIBIX (CTapiie
18 neT) 106POBOIBIEB KPHIMCKO-TATAPCKON HAIMOHAIBHOCTU U3 25 palloHOB U TOPOJIOB
Kpbiva u 1. CeBactomnoss. beuio npoBeneHo reHeTndeckoe o0cae0BaHUEe MaTOTeHHBIX
BapuanToB B ree MEFV B 10-m sk30He (puc. 18).

reTepoznroTa 93,0

romMmo3nroTa

p.M680I

p.M694V 69,2

p.V726A 15,3

0 20 40 60 80 100 %

Pucynoxk 18 - Tunbl naToreHHsix BapuanToB B 10-m 3x30He rena MEFV cpenu B3pocibix
3I0POBBIX JIUI] KPBIMCKO-TAaTapCKON HAIMOHAJIBHOCTH
Brimy BBISIBIIEHBI HOCUTENIM NTATOTe€HHBIX BapuaHToB B reHe MEFV cpenu 13 yenosek
(10,2% wuccnenyembix). Cpenn HUX ObUI BBISBIEH | 30pOBBI HOCUTENbh NAaTOTEHHOTO
Bapuanta M694V B roMo3UroTHOM COCTOSIHUM M 12 HOCUTENEH MaToreHHOro BapuaHTa
M694V B rerepo3UroTHOM COCTOSIHUU. Bce B3pocibie-100pOBOIbILI CUATAIA Ce0s
3I0POBBIMU U HE UMEJIN KIMHNYECKHUX npu3HakoB CCJI.
bouta mpoBeaena nuddepeHnuanbHas AMArHOCTUKA C APYTUMHU MEPHUOJUUYECKUMHU
JUXOpaJIKaMU - ayTOBOCHAIMUTENbHBIMU CUHApPOMaMHu (6 aeteil — 19,4 % nanueHToB B
Kpeimy).  BoeiBnensl:  cungpom SAVI — 1 pebGeHOK  KPBIMCKO-TaTapCKOM
HanmoHanbHOCTH; cuHApoM CANDLE — 1 peGeHOK CiaBSIHCKOW HAIMOHAIBHOCTH;
CDMK: 1 pebGenok kpbeIMCKO-TaTapckod HanumoHanmbHOocTH; DADA2 — cugpom: 1
peOCHOK KPBIMCKO-TaTapCKOW HAI[MOHAJIBHOCTH; CHUCTEMHas (opma HOBEHUJIBHOTO
UMOMATUYECKOr0 apTputa — 1 pedeHOK KPBIMCKO-TAaTapCKOW HAIMOHAIBHOCTH;
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ankuiozupyrommii - cnonguinoaptpur U CCJI - 1 peOeHOK KpBIMCKO-TaTapCKOM
HaroHanbHOCTU. Cpeau BCeX ayTOBOCHAIUTEIBHBIX 3a00JieBaHUN OOJNBIIYIO YacTb
MPE/ICTABIISUTA AIIMEHTHI KPHIMCKO-TaTapcKoi HarmoHansHOCTH — 80,6% (puc. 19).

° 80,6

20 5,5 9.7
: 3,2
0 ’
KPpblMCKMe ap mMmAaHe CnaeAaH=e nes3srkmH

TaTapbl

Pucynok 19 - Pacnipenenenre ayToBOCaIUTEIbHBIX 3a001€BaHUM U CHHAPOMOB B
KpbiMy B TaHHBIX STHUYECKUX TPyHIax

BbIBO/1bI
1. JlokazaHO, YTO KpPBIMCKHE TaTapbl SBISIIOTCA OTAEIBbHOM 3THHUYECKOW TpyNIoi, B
KOTOpOM paHee He OblUla oOnucaHa CceMelHas CpeIUu3eMHOMOpPCKas JIMXOpajKa.
YcranoBineno, uro 10,2% 3H0pOBBIX  B3pOCHBIX JIIOAEH  KPBIMCKO-TATapCKOTO
MIPOUCXOKCHHUS SIBIIAIOTCS HOCUTEISIMU MAaTOreHHbIX BapuaHToB reHa MEFV: 93,0%
HOCHUTEJIM TE€TEPO3UTOTHBIX BapuaHtoB, 7,0% TOMO3UTOTHBIX BApPUAHTOB;, U3 HUX —
HOCUTEIISIMH BBICOKOIIEHETPAHTHOrO BapuaHta Mmyrtauuun M694V saeustorcs 69,0%
uccienyembix. OpHEHTUPOBOYHAS pacUETHAs YUCJIEHHOCTh MAalMEHTOB C CEMEWHOM
cpean3eMHOMOpPCKOil Tuxopakoil B Kpeimy cocrapisieT 200 4esnoBek cpeiy NalrueHTOB
KPBIMCKO-TaTapCKOI'0 MPOUCXO0XKICHHUS.
2. YCTaHOBIEHO, YTO y MAIMEHTOB KPBIMCKO-TaTapCKOW HAIMOHAIBHOCTH HMEIOTCS
kinHn4eckue ocobenHoctu TeueHuss CCJI, Takue kak Oosee wvactas JuXopajka
(100,0%), aptput (100,0%), aptpanruu (100,0%), 6oau B rpynHoit kietke (14,3%),
6011 B )xuBOTE (76,2%), poxenogo0Hbie BrIchIIanus (28,6%).
3. TlokazaHo, 4yTO y JAeTell KpPbIMCKO-TaTapCKOTO MPOUCXOXKACHHUS B CPAaBHEHUH C
TYpPEIKUMHU MallMeHTaMHu 4aiie BcTpeuanuch Jmxopaaka (100% vs 82,5%, p<0,01);
aptput (100,0% vs 25,0%, p<0,001); aptpanruu (100,0% vs 47,5%, p<0,01); pexe
6oxu B rpyaHoi kierke (14,28%, vs 30,0%, p<0,05) u ¢ oguHakoBoil yactoToi 00U B
x)uBote (76,19%; vs 75,0%) u poxxenoao0HbIe BeIChIaHus (28,6% Vs 22,5%) (p>0,05).
4. OmnpeneneHo, 4TO y NAUHUEHTOB KPBIMCKO-TaTapckoil HarumoHanbHOCTH ¢ CCJII
TeHETUYECKUE OCOOCHHOCTH MAaTOreHHBIX BapuaHToB B reHe MEFV xapakrepusytorcs:
- Oonee BBICOKOM YacCTOTOM TeTEpPO3UTOTHBIX MATOTeHHBIX BapuaHTtoB — 71,4%; mo
CPaBHEHHMIO C MalMEHTaMU TYPEIKOW HallMoHaIbHOCTH - 25,0 % (p<0,001);
- 0Oojiee BBICOKOM YacTOTOW BCTPEYAEMOCTH IAaTOreHHBIX BapuaHtoB M694V rena

MEFV - 90,5 %, nmo cpaBHEHHIO C TAIlMEHTaMHU TYpPELKON HaIlMmoHaIbHOCTH — 68,5%
(p<0,05).
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5. BeisBiieHo, yto y nmanueHtoB ¢ CCJI yacToTa KONXUIUHOPE3UCTEHTHOCTH COCTaBHIIA
y JeTed  KpbhIMCKO-TaTapcKoro mnpoucxoxnaeHus - 33,3% (3 Hux 9,5%
HEMEPEHOCUMOCTb TEpPAIUU KOJIXUIMHOM) U 27,5 - y IeTel TypeLKOro MPOUCXO0XKICHHUS.
YacroTa npuMeHeHUs! TeHHO-UH)XKEHEPHOU Onosiornyeckoit Tepanuu cocrtasuna 33,3% y
MAMEHTOB KPBIMCKO-TATAPCKOW HAMOHAIBHOCTH U 27,5 % y NMauueHTOB TypeuKOu
HallMOHAJIBHOCTU: KaHAakKMHyMa0d mnonydaid 42,8% nalueHTOB KPBIMCKO-TapacKou
HalMoHallbHOCTY W 77,7% Typeukod HaIMOHAIBLHOCTH; TOIMIN3yMad: 28,5%
NAlMEHTOB  KPBIMCKO-TAaTapCKoW  HauumoHanpHocth W 11,1% - Typeuxon
HanmoHabHOCTHU. [Ipu onenke apdexTuBHOCTH Tepanuu: Oosee 75,0% manueHToB Kak
KPBIMCKO-TaTapCKOM, TaK W TYPEIKOM HalMOHAIBHOCTH JOCTUIJIM  KIUHUKO-
71a60paTOPHON PEMHUCCHH.

6. Iloka3zaHo, 4TO cpeau BCeX ayTOBOCHAIMUTENbHBIX 3a00sieBanuil B KpbiMy nmosist gereit
KPBIMCKO-TaTapCKOW HamuoHainbHOCTH coctaBmwia 80,6%. Cpeau mnaumeHToB C
MEePUOANYECKUMHU JIUXOpajgkaMu BbisiBIEHO 6 getedt (19,4%) c apyrumu peaxkumu
aytoBocnanutenbabiMu  3a0o0neBanmsaMu (CCJI — 80,0%; cunapom SAVI — 3,3%;
DADA2-cuampom — 3,3%; CANDLE-cungpom — 3,3%; HIDS-cuampom — 3,3%;
cucremuas popma FOUA — 3.3%).

/. Pa3paboTaH airoput™M JAUArHOCTUKA U JU(dPepeHIHaTbHON  JUAarHOCTUKHU
ayTOBOCIAJUTENbHBIX 3a0oneBaHuid B KpbiIMy Ha OCHOBaHMM JaHHBIX 00
ANUAEMHUOJIOTUM  CEMEMHOM  CPEIUW3EMHOMOPCKOM  JIMXOpPAaJKM W JAPYIHX
ayTOBOCIIAJUTENIbHBIX 3a00JIeBanmit (pUCyHOK 20)

[TamuenT ¢ MEPUOANICCKUMHU JINXOpaJKaMH B

aHaMHE3C
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Hckmounts Apyryro NpuIrHy JIUXOPAAKH: HHPEKIHMOHHYIO, OHKO-
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Cootserctue kpurepusm CCJII Eurofever, 2019
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Ha3nauenue xoiaxumuHa Hasznauyenue tepanuu 'NMBIIT

PesucrentHo CTI)/HCHep C€HOCHMOCTbD KOJIXHUIINHA

PI/ICYHOK 20 - AHFOpI/ITM AUArHOCTUKU M JICUCHUA Y MMAINUCHTOB C IICPHOANYCCKUMHU
JIMXOpaJIKaMHU.
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HNPAKTUYECKUE PEKOMEHJALINHN

1. Heobxomumo mmpokoe WHGOPMHUPOBAHHE Bpauell pa3HbIX CIEUUAIBLHOCTEH O
Hammuuu CCJI B momynsimuu KpBIMCKHX TaTap, a Takke HH(GOPMUPOBaHHE OO0
OCHOBHBIX  CHUMITOMAaxX, IO3BOJSIOIIMX  3alOAO03PUTh  AyTOBOCHAIUTEIBHOE
3a00JIeBaHUE C MPEAJIOKEHUEM Pa3pabOTaHHOTO AITOPUTMA MaPIIPYTHU3ALIHH.

2. IlnmaHupyercsi BKIIOUYHATH BOIPOCHl MEIUKO-T€HETUYECKOTO KOHCYJIBTHUPOBAaHUS U
NpeHaTaAIbHON JUAarHOCTUKH ayTOBOCHAIMTENbHBIX 3a00JIeBaHUN B MPAKTHYECKYIO
paboTy MEIUKO-TeHETHYECKUX IIEHTPOB, LIEHTPOB IUJIAHUPOBAHHS CEMbU, Bpauei
PEBMATOJIOTOB, UMMYHOJIOTOB.

3. Heob6xoaumo nH(pOpMUpOBaHUE MAIMEHTOB KPHIMCKO-TAaTapCKOM HAIIMOHAJIBLHOCTH O
CYILIECTBYIOIIEH MpobiieMe CeMEHHOM Cpelu3eMHOMOPCKONW JIMXOpPAIKA st
CBOEBPEMEHHOTO OOpallleHUsI K Bpaudyy-peBMaTOJIOTy, YCTAHOBIICHHUIO JTUArHo3a M
CBOEBPEMEHHOMY JICUEHUIO (10 (POPMHUPOBAHUS OCJIOKHEHUU B BUAE aMUIIOUI03a).
HeoOxonumo mnpoBeneHUE IIKOA MO ayTOBOCHAIUTEIBHBIM 3a00JIeBaHUSIM  JIJIst
ceMmeii, rae ecth X0oTd 061 ouH namuedT ¢ CCJIL

4. HeoOxoaumo BkJtouath B Kpyr auddepennumansuoro guarHoza CCJI u npyrue
ayTOBOCIAJIUTENbHbBIE  3a00JIEBaHUSI Yy  MAlMEHTOB  KPBIMCKO-TAaTapCKOTO
MIPOUCXOK/ICHUSI IPU HATTUYUU TOBTOPSIIONIUXCS MU30/I0B JIMXOPAJIKA B COUCTaHUU
C BOCMAJIUTENILHON aKTUBHOCTBIO, TPU UCKIIIOUEHUU JPYTUX MIPUYHUH JIMXOPAJKHU.

5. BceMm manueHTam KpBIMCKO-TaTapCKOrO MPOUCXOXKACHUS MPH HAJIUYUHU SIH30]10B

HUKJINYECKON JIMXOPAJAKA PEKOMEHJIOBAHO HCIIOJIb30BAaHUE AUArHOCTHYECKUX
kputepues CCJI (Eurofever, 2019), cOop cemeliHoro aHamHe3a, W IPOBEIACHUE
MOJIEKYJISIPHO-TEHETHYECKOTO TUIIUPOBAHMS [IJIs1 TTIOMCKA MATOT€HHBIX BAPUAHTOB BO
2-M u 10-m sk30Hax rena MEFV. [lpu oTpuniarensHbIx pe3yiabTaTax TeHETHYECKOTO
UCCJIEIOBAHNS.  PEKOMEHJOBAHO IPOBEACHUE  PACIIMPEHHOIO0  MOJEKYJISIPHO-
TF€HETUYECKOr0 UCCIEAOBaHMS ¢ MPUMEHEHUEM MMaHe F€HOB WJIA TOJIHO3K30MHOTO
cexBenupoBanus (NGS nanens).
[Inanupyercs BHeIpeHUWE B KIMHUYECKYIO MPAKTUKY Bpayeil oOmieill MpakTHKH,
CO3/IaHHBIX KIIMHUKO-IUArHOCTUYECKUX U TEPANEBTUUECKUX aITOPUTMOB MAI[UEHTOB
¢ CCJI u cucrtema MapuIpyTU3allui OKAa3aHUS MMOMOIIM NMalMEHTaM C MOJ03pEHUEM
Ha AB3 (pucynok 20).

6. PexoMeHJOBaHO TEHOTUNHUPOBAHUE OJKANIIMX POJCTBEHHUKOB MAI[MEHTOB C
yctaHoBieHHbIM nuarHo3omM CCJI, ocoOeHHO TMpU HAJIWYUHU SIU30JI0B JTUXOPAJKU
WJIN «HEOOBSICHUMO BOCTIATUTEIPHON aKTUBHOCTH B aHAJIN3aX KPOBHU.

7. Bcem mamumentam ¢ ycraHoBieHHbIM guarHo3oMm CCJI pexomengoBana 0a3oBas
Tepanusi KOJIXUIIMHOM B BO3PACTHBIX J0O3UpOBKax. HeoOxomnma orieHka HaIA4YUS y
MalKreHTa NPU3HAKOB KOJXUIMHOPE3UCTEHTHOCTH M TEPEHOCUMOCTH KOJXMUI[MHA
Kaxable 3 wecsua. [lpy Hanuuuu NOPU3HAKOB KOJIXUIIMHOPE3UCTEHOCTU WIIU
HEMEPEeHOCUMOCTH  KOJIXMIIMHA  [IOKAa3aHO  HA3HAYEHUWE TIE€HHO-MH)XEHEPHOU
OMONIOTUYECKOM Tepanud OJIOKATOPOM HWHTepielkuHa-1B. VY mainueHToB ¢
«BepoaTHbIM» auarHozoM CCJI pexomeHayeTcs Ha3HAYeHHE Teparnuu KOJIXUIUHOM
Ha CpPOK 6 MecsIeB sl OLEeHKH A((DEKTUBHOCTH U B Cly4yae MOJOKUTEIBHOTO
saddekra ycranosienue auarnosza CCJI “ex juvantibus” coriacuo kputepusm Tel-
Hashomer.

8. Bcem mnamuentam ¢ CCJI HeoOXoauM KOHTPOAb S(PPEKTUBHOCTH MPOBOIUMOIA
Tepanuu: omnpenenenue ypoBHei CPBb, ceiBopoTouHoro amwioujga A, uwucia
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JCHUKOIMTOB M HEUTpOPMiIoB mnepupepruueckoil KpOBU, HMCCIEIOBAHUE CYTOYHOU
MPOTEHMHYPUH BO BHEMPUCTYIIHOM II€PUOJE KaxJple 3 Mecsla, €KeIHEBHOe
3anonHeHue aHeBHUKa AIDAIl ¢ exemMecsyHbIM MOJCYETOM €ro 3HAYEHUU.
KonTponp 6e30macHOCTH MPOBOAMMOI TEpanuy 3aBUCUT OT BUAA MPUMEHSEMOTO
JEKApCTBEHHOIO Ipenapara WM HMX KOMOMHAlUWK, a TaKXKe KIMHUYECKUX
IIPOSIBJICHUN U TOJKEH OCYIIECTBILATHCA 1 pa3 B 1-3 mecsna.
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CIIMCOK COKPAIIEHUI
AB3 - ayToBocnanurenbHbIe 3a00JIeBaHUS
['UBII - reHHO-UHXEHEPHBIE OMOJIOTUYECKUE MpenapaThl
CCJI - cemelinas cpeiM3eMHOMOpPCKas TUXOpajKa
COD - ckopoCTh OCeqaHus SPUTPOLIUTOB
CPb - C-peakTuBHBIN O€IOK
CANDLE - Chronic Atypical Neutrophilic Dermatosis with Lipodystrophy and Elevated
temperature
DADAZ2 - deficiency of the interleukin receptor antagonist
CDMK - cunapom aeduinra MeBaJIOHAT-KWHA3BI
FMF - Familial Mediterranean fever
MEFV - mediterranean fever gene
SAVI — STING - associated vasculopathy
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