MHWHHCTEPCTBO HAYKHU 1 BBICIIIETO OBPA3OBAHU S
POCCUNCKOU ®EJEPAIINN
®EJEPAJIBHOE TOCYJJAPCTBEHHOE ABTOHOMHOE
OFPA30OBATEJILHOE YUPEXJIEHUE
BBICIIIET'O OBPA30BAHUS «KPBIMCKUI ®EJIEPAJILHBIN
YHUBEPCUTET UMEHU «B.1. BEPHAJICKOT O

Ha npasax pykonucu

JKOT'OBA OJIbI'A BAJIEPUEBHA

KJIWHUKO-TEHETUYECKHUE OCOBEHHOCTH CEMEMHOM
CPEJIU3EMHOMOPCKOM JIUXOPAJIKU B KPbIMY

3.1.21. Ilenuatpus

JUNCCEPTALA
Ha COUCKAHUE YYEHOW CTENIEHU

KaHJINJaTa MEIUIUHCKUX HAYK

HayuHbIli pyKOBOAUTEIIB:
1.M.H., ipodeccop Jlarynora H.B.
HayuHBbIl KOHCYJIBTAHT:

I.M.H., noneuT Koctnk M.M..

r. Cumdeponons - 2022r



2

OI'JTABJIEHUE

BBEJAEHUE 4
I'naBa I. OB30P JINTEPATYPHIL.

KJIMHUYECKHUE U TEHETUYECKME OCOBEHHOCTH
AVTOBOCITIAJIMTEJIBHBIX 3ABOJIEBAHUIN, CEMEMHOI
CPEJU3EMHOMOPCKOM JINXOPAJIKU B YACTHOCTH

1.1. AyroBocnanuTenbHbIe CHHAPOMBI: KIMHUYECKAs XapaKTePUCTHUKA 13

1.2. CemeitHas cpeAu3EMHOMOPCKAsS JIMXOPAJIKA.

Knuandeckast xapakTepuCcTHKa, TMarHOCTUKA, JIeYeHue 17
1.3. Uctopuko-3THOrpaduueckue ocooeHHOCTH (POPMUPOBAHUS
KPBIMCKO-TaTapCKOTO 3THOCA, OOBSICHSIOIINE HATNIHEC

CEMEWHOU CpeIn3EMHOMOPCKON JTUXOPAJIKI 39

I'maga Il. METOJOJIOI' A U METOAbI UCCJIIEAOBAHNA

2.1. Opranuzanus UCCIEMOBAHMS 43
2.2. Knuunueckoe oOcienoBaHie KOHTUHIEeHTA 44
2.3. CTaTUCTUYECKUN aHAJIN3 56

I'maBa Ill. KIUMHUYECKASI U TEHETUYECKAS XAPAKTEPUCTUKA
[NAIITMEHTOB C CEMENHOI CPEJIM3EMHOMOPCKOM JINXOPAJIKOU
3.1. KiimHn4ueckas XapakTepUCTHKA JIETEN C CEMENHON CPEAN3EMHOMOPCKON

JIUXOPATKOU 58

3.2. 'eneTnyeckass XapakTEpUCTUKA AETEN C CEMEUHON CPEIN3EMHOMOPCKON

JUXOPAJIKOU 75

3.3. Tepamnus NanUMEHTOB C CEMEWHOW CPEIU3EMHOMOPCKOW JIMXOPAAKOM, OIEHKa

3¢ PEeKTUBHOCTH TEepanuu 79

3.4. OtHorpaduueckue ocobeHnoctu nomyocrpoeaKpem 86
3.5. Kilmnndeckast ¥ reHeTHUeCKas XapaKTepUCTHKA MallMCHTOB
C CEMEMHOU CPEeIN3EMHOMOPCKOMN JTUXOPAAKON

B KpbIiMy paznuyHoi HAIMOHATEHOCTH 89



3

3.6. Pe3ynbraThl reHETHUECKOrO OOCIIEOBAaHMS B3pPOCIOrO HACENEHUS KpPBIMCKO-

TaTapcKkoi HarmoHameHOCTH PecriyOomukw Kpprme 92
Imaa V. JUOOEPEHIIUAJIBHAS  JUATHOCTHUKA  CEMEWHOU
CPEJM3EMHOMOPCKOH JINXOPAJIKU C JPYT'UMUA
AYTOBOCIIAJIMTEJIbBHBIMU  3ABOJIEBAHUSAMU. OIIMCAHUE CEPUU
I'maBa V. 3AKJIOUEHWME 113
|29 80:10)11 5 S 120
PeKOMCH AT 122
CIIUCOK COKPALUEHUM 125

JINTEPATYPA 127



4

BBEJAEHUE

AKTYaJIbHOCTH HCCJIEI0BAHUSA

CemeiiHas Ccpeau3eMHOMOpPCKas JIMXOpaJKka — CaMO€ paclpoCTPaHEHHOE
MOHOTEHHOE ayTOBOCIAJIUTEIbHOE 3a00J€BaHHE C BBIPAKEHHOM ATHUYECKOU
IPEIPacIONOKEHHOCTRIO, 3a00JeBaHNEe HauOoJiee PacHpOCTPAHEHO CpPEIu TYPOK,
eBpeeB, apMsH, apaOoB M HapOJHOCTEH, CBsI3aHHBIX Cc OacceitHoM Cpenn3eMHOro
MOPSI - UCTIAHIIbI, UTAIBSIHIIBI, (PPAHILY3bl, MOPTYTaibIlbl, kuTeau CeBepHOU Adpuku
(Vandecasteele SJ, et al, 2011). Dro npuBOAUT K TOMY, YTO CEMEHHas
CpPEeAN3EMHOMOpPCKas JINXOpaJKa 4YacTO HE MPUHUMAETCS BO BHUMAHHUE Y MAIlUCHTOB,
HE OTHOCAIIUXCS K TapreTHbIM HAlMOHAIBHOCTSIM, M MOXET OBITh MNPUYHUHON
TUTIOAUATHOCTUKA CEMEUHOM Cpean3eMHOMOPCKON Nuxopaaku. BaxHbM pakTopom
BBICOKOW  pacClpOCTPAHEHHOCTH MYTallMil  SIBJISIIOTCS.  MOHOHAI[MOHAJIBHBIE U
OJIN3KOPOACTBEHHbIE Opakh, YTO MNPUBOJUT K HAKOIUIEHHIO OOJBIIEro YHcia
HOCHTEJICH TrOMO3UTOTHBIX BapraHToB (Yazici A et al., 2013).

YuuTeiBasg pacnpoOCTPAHEHHOCTb CEMEVMHOM CPEAM3EMHOMOPCKOW JIMXOPAIKHU B
npyrux crpaHax (B Typuuu mpoXMBaeT OKOJIO 5 MWIJIMOHOB KPBIMCKUX TaTap) —
pPacCIpOCTPAHEHHOCTh HOCUTENIEH MYTALUN CPEeau TYPELKOrO0 HACEJIEHUs COCTABIAET
10% (Ozen S, et al., 2013). B Kpsimy cpeau 2,5 MUJUTHOHOB YEJIOBEK MPOXKHBACT
12,5% xppiMckux Tatap. B Hamem wuccienqoBaHMM IIPOBOAWIOCH HW3YUYEHHE
KIMHUYECKUX M TEHETHYCCKMX OCOOCHHOCTEH CEMEWHOM Cpeau3eMHOMOPCKOM
nuxopalku B KpeIMy, 1 B 4aCTHOCTH y A€TEN KPBIMCKO-TATAPCKON HALIMOHAJIBHOCTH.

[Monynsuust kpbiMckux Tatap g0 2016 r., B KOTOpOW OBLIT IHAarHOCTHPOBAH
MIEPBBIM CIy4all CEMEMHOW CPEAU3EMHOMOPCKOM JIMXOPaJKH, HE PacCMaTpHUBaJaCh,
KaK TapreTHas, s noucka mytanuii B reHe MEFV (®enopos E.C., 2018). o 2016
r. He OBbUIO JaHHBIX O PACIPOCTPAHCHHOCTH CEMEWHON Cpeanu3eMHOMOPCKON
muxopanku B Kpeimy.

Hecmotps Ha Heyracaromuil HHTEpeC K MmpoljieMe MEePUOIUYECKUX JTUXOPATOK,
JMarHOCTUKA JAHHOW TMAaTOJIOTMM TPEACTABISIET OMNpPENEICHHbIE TPYIHOCTH,

O0COOCHHO Ha IEPBUYHOM OTaIIC. y‘II/ITBIBaH, 4dTO B CTpaHax, rac JaHHas IaTOJOrusd



HE pacmpoCcTpaHEHa, B CBSI3U C MaJbIM KOJMYECTBOM MPOKMBAIOIMIMX STHUYECKHX
Tpynm, cpeiHee Bpems OT Havaja jAe0ioTa A0 MOMEHTa YCTaHOBJICHHUS JMarHo3a
cocraBisier 5,5 ner. B crpaHax, rae ceMeiiHas Cpeau3eMHOMOpCKas JMXOpajkKa
pacnpoctpaneHa (Apmenusi, U3paunb, Mtanus), cpeqHee BpemMst OT MOMEHTa J1e010Ta
3a00yieBaHUsl JO MOMEHTa YCTAHOBJIEHUS JUartHo3a cocrabisier 2,7 jer (AMapsH
[''.T"., 2017). DT0 cBsI3aHO C HU3KOW OCBEAOMIIEHHOCTHIO O JaHHOW MpoOieme, Kak
MAIMEeHTOB, TaK M Bpavyei MEPBUYHOTO 3BEHA, M IPUBOJUT K TSKEIBIM OCJIOKHCHHUSIM
B BHJIC aMUJION103a U CHUKEHUIO Ka4eCTBA KMU3HU MAIMEHTOB.

[lepBbie omucaHusi KIMHUKH MEPHOANUECKON OOJIe3HH OBLIM €Ile B apMSHCKHX
agerommcsx Xl Beka, OJHaKO BIEpPBbIE OMHUCAT CHUHAPOMBI MEPUOTUYECKOM
nuxopanku y aereii H. Reiman (Reimann H.A., 1948). B Hameli ctpaHe omnucaHa
nepuoarueckas 6oje3nb nmpodeccopom Bunorpamoroii O.M. (1973, 1980).

Hecmotps Ha wu3ydyeHHOCTb NpoOJIEMBbI, CEMEHas Cpeln3eMHOMOpCKas
JMXOpaJKa Cpeau KpbIMCKMX TaTap He Opuia onucana. Cpeau HalIuX MAlMEeHTOB C
CEMENHON Cpeau3eMHOMOPCKON nuxopaakoil, ¢ 2016 r. ObUIO BBISIBIEHO OKOJIO
80,0% neTteit kprIMCKO-TaTapckoii HaronansHocTH (Demopos E.C., 2018).

B Typuun npoxuBaer 0KOJIO 5 MHJUTMOHOB KpbIMCKUX Tatap. Cpean Typerkoro
HacenieHus BbisiBiieHO 10% HocuTesel naroreHHsix BapuantoB B rene MEFV (Ozen
S, et al, 2013). B cBa3u ¢ O3TUM, YYUTBIBasS HCTOPHKO-3THOTpaduIecKoe
dbopmupoBaHue KpbIMCKO-TaTapckoro Hacenenust (Hromuue B.II, 2005), a Taxxke
yacThle OJM3KOPOJICTBEHHBbICE Opakd Cpeaud KPBIMCKO-TaTapCKOTO HaCEJICHHS,
NPEICTaBISIIOT HAYYHBIH M TPAKTHUYECKU HWHTEPEeC OCOOCHHOCTH KIMHUYECKUX
MPOSIBJIEHUN Y T€HETUYECKUX BAPUAHTOB CEMEWHOW CPEAN3EMHOMOPCKOU JIMXOPAIKU
B KpeiMmy, a Takxe 3¢(HEKTUBHOCTh TEpanuu, KOJIWYECTBO BO3MOXKHBIX HOCHUTEICH
naToreHHblx BapuaHtoB reHa MEFV  kpeiMcko-tatapckoil HalMOHAIBHOCTH B

Kpbimy.

He.]'ll) HCCJIICA0OBAHUA — OIITHUMH3AIIUA AUArHOCTHUKHU M JICUCHUA INAITMCHTOB C

CEMEWHOU CPEAU3EMHOMOPCKON JMXOpaakou B KpbIMy, OCHOBaHHas Ha W3y4ECHUH



pacCIpOCTPAHEHHOCTH, TI'E€HETHMYECKMX  BAapUaHTOB, a TaKXKe  KIMHUYECKHUX
0COOEHHOCTEM 3a00JIeBaHUA B MTOMYJISIIIUN KPHIMCKUX TaTap.

3ajgaum uccJIe10BaAHUA:
1. UByuuTh OCOOCHHOCTH KIMHUYECKON KapTUHBI CEMEMHON Cpeau3eMHOMOPCKOI
JUXOPAJIKU y IeTe KPhIMCKO-TaTapCKOW HAITMOHAIBHOCTH.
2. OcymecTBUTh CpPaBHUTEIBHBIA aHAIW3 JAWHAMUKA TEUCHHUS  CEMEHHOM
CPEIU3EMHOMOPCKOM JTMXOPaJIKU, a TaK:Ke 0COOEHHOCTH TE€HETUYECKUX BaPHAHTOB Y
JIeTel KPBIMCKO-TAaTaPCKOr0 M TYPELKOTO IPOUCXOKIACHHUS.
3. HUccnenoBath cmnekTp BapuantoB rena MEFV y nereit kpbiMcko-TaTtapckoi
HAaIIMOHAJIbHOCTHU C CEMENHOMN CPEIN3EMHOMOPCKOM JIMXOPAIKOH.
4. Ouenutb OSPPEKTUBHOCTh TEpamuu Yy TMAIKUEHTOB KPBIMCKO-TaTapCKOM
HAIIMOHAJIBHOCTHU C CEMENHON CPEIN3EMHOMOPCKOMN JTMXOPATKOH.
5. IlpoBectn nuddepeHIHabHYI0O JTUATHOCTUKY MEXAY JETbMU C PEIKUMH
ayTOBOCHAJIUTEIbHBIMA  3a00JIEBAHUSIMM M CEMEHWHOM  Cpean3eMHOMOPCKOU
JUXOPATKOM.
6. Ompenenutb pacrnpocTpaHeHHOCTh BapuaHToB reHa MEFV cpemnu B3pocnbix
3I0POBBIX JIFOJEH KPBIMCKO-TAaTapCKoi HalMoHadbHOCTU B Pecnybnuke Kpeim 1 Ha
OCHOBAHUMU JAHHBIX O MyTalWH, IPOBECTU PACUYET MPUMEPHOIO YUCIa BO3MOMKHBIX
MMAIMEHTOB C CEMEWHOM CPEIM3€MHOMOPCKOM JIMXOPAAKOW CPEIH JIUI[ KPBIMCKO-
TaTapCKON HAIMOHAJIbHOCTH.
7. Pa3paboTtaTh anropuT™M JAMATHOCTHUKU ayTOBOCIHAJIUTENBHBIX 3a00JICBaHUIA B
KpbiMy Ha OCHOBaHUM AAHHBIX OO0 SMUIAEMHUOJIOTMH CEMEMHOW CPAM3EMHOMOPCKOM

JUXOPAJKU U APYTUX ayTOBOCHATUTEIHHBIX 3a00JICBAHUIA.

Hay4yHast HOBU3HA UCCJIeJOBAHUS

BnepBele um3ydyeHa pacnpOCTPAaHEHHOCTb CEMEWHOM  CpPEeIM3€MHOMOPCKOM
JUXOPAJIKU CPEIU JIeTeH KPhIMCKO-TaTapCKoM HallmoHabHOCTH B PecniyOnuke Kpbim,
€€ HCTOpPUKO-dTHOrpaduueckoe (HOpMUPOBAHUE, KaK HOBOW JTHUYECKOW TPYMIIBI,

ABJISIIOLIIEHCST HOcuTeneM MyTanuid B rene MEFV.
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BnepBeie  omucaHbl  OCOOGHHOCTH  KJIMHUYECKOTO  TEUEHHUS  CeMeiHOU
CPEIU3EMHOMOPCKON JIMXOPAJIKH CPEIu MAlUEHTOB JIETCKOrO0 BO3pacTa KpPBIMCKO-
TAaTapCKOW HAIMOHAJIBHOCTH, PACIPOCTPAHEHHOCTh BapuaHtoB reHa MEFV u
O0COOCHHOCTH TE€panuu B JaHHOW ATHUYECKOM TpyTIIe.

BrniepBble poBeicHa CpaBHUTEIbHAS XapaKTEPUCTUKA KIMHUYECKUX NPOSBICHUN
U TeHeTHYeCKuX BapuaHToB reHa MEFV Mexny nerbMu KphIMCKO-TaTapCKOro H
TYPELKOTO TNPOUCXOXKACHUS C CEMEMHOM CpPEAM3EMHOMOPCKOW JIMXOPAAKOH, C
y4E€TOM KJIMHUYECKUX M TEHETHUYECKUX OCOOEHHOCTEH TEUEHHUs CeMEHHOU
CPEAN3EeMHOMOPCKOM JIMXOpaJKM B JAaHHOW HJTHUYECKOM Tpymme, o0O0CHOBaHA
HEOOXOJMMOCTh CBOEBPEMEHHOTO Ha3HAu€HUs Oa3UCHOW Tepanuu /10 Ha3HAuYeHUs
tepanuu ['MBII.

BrniepBble npeAcTaBieHbl JaHHBIE O PACIPOCTPAHEHHOCTH BapuaHToB reHa MEFV
CpeIr 370POBBIX JIML[ KPBIMCKO-TaTapCKOM HAallMOHAJIBHOCTH, U HA OCHOBaHUM ITHUX
JAHHBIX TPOM3BENCH MPEABAPUTEIbHBIA pacyeT YHUCIa BO3MOXHBIX CIy4acB
CEMEWHOU CPEOU3EMHOMOPCKON JIMXOPAAKUA CPENM JHUI  KPBIMCKO-TATapCKON
HallMOHAJIBHOCTH, IPOXKUBAIOIIMX HA KpBIMCKOM NOJTyOCTpOBE.

BnepBble pa3paboTaH anropuT™M IO JAMArHOCTUKE U Au@depeHranbHON
JMArHOCTHKE MEPUOJUYECKUX Juxopaaok B PecnyOmuke KpbiMm, pernonanbHbie

O0COOEHHOCTH PaCIpPOCTPAHEHHOCTH ayTOBOCTIAIMTENbHBIX 3a001eBanuii B Kpbimy.

Teopernueckasi U NpaKTH4eCKasi 3HAYUMOCTH Pa0OTHI

[lokazaHa BbICOKas 4YacTOTa BCTPEYAEMOCTHM CEMEMHOM CpPEIU3EMHOMOPCKOU
JMXOPAJKHU CPEAU MALIMEHTOB KPBIMCKO-TaTAPCKOr0 MPOUCXOXKICHUS.

VYcranoBneHo, uro B rpynne uccieayeMbix 10,2% 310poBBIX JIHMI KPBIMCKO-
TaTapCKOW HALIMOHAIBHOCTH SIBJISIFOTCS HOCUTEJISIMU BBICOKOIATOTEHHBIX BapUaHTOB
rena MEFV.

Brissneno, 4TO0 KJIFOUEBBIMU 0COOEHHOCTSIMH TCUYCHUS CEMEHHOM
CPEAN3EMHOMOPCKON JMXOPAAKU y JHUIL KPBIMCKO-TATAPCKOM HALMOHAIBHOCTH

SBJITFOTCSL: JTUXOPAJKa, apTPUT, apTPAITHH, O0JIee BEICOKHI YPOBEHBb PE3UCTEHTHOCTH
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K KOJXUUUHY U 00Jiee BbICOKasi MOTPEOHOCTh B T€HHO-UHXEHEPHON OMOIOTHYEeCKON
TEepanuu.

[ToxazaHo, 4yTO y OOJBIIMHCTBA MAIMEHTOB CEMEHHas CpeIu3eMHOMOpPCKast
JMXOpajika TUarHOCTUPOBANACh C 3aJEPKKOM Ooisiee IATH JIET, 4TO OOBACHSAETCS
HU3KOM HMH(QOPMHUPOBAHHOCTHIO Bpadyeil pasHbIX CIEHUAIBHOCTEH O CHUMIITOMAax
JAHHOIO 3a00JIeBaHUS M PACHPOCTPAHEHHOCTU CEMEMHOM CpPEeIU3EMHOMOPCKOI
JUXOPaJKd Cpeau JIML KPBIMCKO-TaTapCKOW HauumoHalbHOCTH. Heobxoaumo
BKJIIOUATh CEMENHYIO CPEAN3EMHOMOPCKYIO JINXOPAAKY B Kpyr Au(¢epeHnnaabHon
JTMArHOCTHKH Y BCEX IMAIMEHTOB KPBHIMCKO-TAaTapCKON HAIIMOHAIBHOCTH, WMEIOIIUX
XKaJI00bl Ha MIEPUOIUUECKYIO TUXOPAJIKY.

Jlig onTUMM3AIMKY MOJIEKYJISIPHO-TEHETUYECKOM TUArHOCTUKY Y AI[UEHTOB C
NEPUOINYECKUMH JIUXOPAAKaMU HE0OX0AM TU(PPepeHIIUPOBAHHBINA CKPUHUHT,
OCHOBAHHbBII Ha 3HAHUU O PACIIPOCTPAHEHHOCTH NMaTOT€HHBIX BAPUAHTOB T'€HOB,
OTBETCTBEHHBIX 32 ayTOBOCIIAUTENIbHBIEC 3a00I€BaHNS B KOHKPETHBIX ITHUUECKUX
rpynmnax.

YcTaHOBNIEHO, UTO BCE MAI[UEHTHI C NEPUOAMYECKUMU JIMXOPAJAKAMU HYXJIal0TCs

B PCBMATOJIOTHYCCKOM 06CJ'ICI[OBaHI/II/I.

MeToao10rus 1 METOAbI HCCJIEIOBAHNUSA

MeTtonosoruss Hay4HOro HMCCIENOBAHUS OasupyeTcss Ha OOIMX I[O3HABATEIBHO-
OLICHOYHBIX IPUHIUIIAX, BKIIOYAIOIIMX BBIIIOJHEHUE [BYX KIIOYEBBIX DJTAlloOB
WCCIIEOBAHUSI — TEOPETUYECKOr0 W 3MIupuyeckoro. IlepBelii 3Tanm ncciieqoBaHMs
3aKJII0YasCs B MOMCKE U aHAJIM3€ COBPEMEHHBIX JIUTEPATyPHBIX TaHHBIX MO MpodieMe
CEMEWHOW CpPEIM3EMHOMOPCKOW JIMXOPAJKH, 4 TAKKE METOAAaxX JICUCHMS JAaHHOIO
3a0oneBanus. llenpto BTOpOoro Jrtama ObUIO  BBISIBICHHE KIMHUYECKHX H
IeHETUYECKUX 0COOEHHOCTEM, a TakKe OCOOCHHOCTEH Tepanuu NaleHTOB KPbIMCKO-
TaTapCKOW HALMOHAJIBHOCTU C CEMEHHOW CPEAU3EMHOMOPCKON JIMXOPAAKON B
CPAaBHEHUM C TYPELUKMMH NAUUEHTaMU M JPYTMMH DJTHUYECKUMHU TIPYIIIAMH,
ONMCAaHHBIMU B  JIATEpAType, JJII Yero HCIOJIB30BAIACH  COBOKYIIHOCTH

AHAMHCCTUYCCKHUX, KJII/IHI/IKO-H3.60paT0pHI>IX N  HHCTPYMCHTAQJIBbHBIX  JaHHBIX,
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u3yJasiach MEIWIIMHCKAs JOKyMEHTarus 3a mepuoj HaOmonenus. [IpoBommiics
OOBEKTHBHBIA OCMOTp TAI[MEHTOB, HWCCJIEAOBAHHE OOIIET0 W OHOXHMHYECKOTO
aHaJM30B KPOBH, MOJIEKYJISIPHO-TEHETHYECKOE HccienoBanue 10-ro u 2-ro 3K30HOB
resa MEFV. KowmmnekcHoe — oOcinenoBaHWe — HAUUMEHTOB  JIOMOJHSJIOCH
WHCTPYMEHTANbHBIMU MeTofamu: Y3UW opraHoB OpromiHoi mojocTtH, gomnriep-Y3U
cepila, PEHTreHorpaguu OpraHoB TPYJHOW KIETKH, MPU HEOOXOIUMOCTH —
KOMIBIOTEpHAsE ToMmorpadusi rpyaHod kieTku, Y3U cyctaBoB, Muenorpamma.
BbiBOAbI  clenmaHbl Ha OCHOBAaHMM CTaTUCTUYECKOM 0O0paOOTKM JaHHBIX C

MPUMCHCHUCM IAPAMCTPHUICCKUX W HCIIAPAMCTPHUICCKUX MCTOJ0B CTATUCTHKH.

ITos10:keHHs1, BBIHOCMMBIE HA 3AIIUTY:

1. KpbIMckue Tatapbl SIBISIOTCS OTIEIBHONM ATHUYECKOW TPYNIoOH, sl KOTOpOH
XapaKTEpPHO HaJU4Me CEMEMHOM CpEeIU3EMHOMOPCKON JMXOpPAJIKH, HE ONHMCAHHON
panee B nuteparype. HocurtenbcTBo maroreHHbix BapuanToB reHa MEFV BoisBieHo
y 10,2% mmpoko pacnpoCcTpaHeHO Cper 3A0POBBIX B3POCIBIX KPBIMCKUX TaTap.

2. Y  KpBIMCKO-TAaTapCKOM  ATHUYECKOM  TPyNIbl HUMEIOTCS  KIMHUYECKUE
OCOOEHHOCTH TEUEHHUS CEMEHHOM CpeIM3eMHOMOPCKON JUXOPaaKH, HE OMHCAHHbIC
paHee B JHUTEpaType CpeAu APYruX 3THUYECKUX Ipynn (B CpaBHEHHE C TYypELKOH
THUYECKOM IPYIIION U APYTUMH 3THUYECKUMU TPYNIaMH).

3. Pacnpenenenue BapuantoB rena MEFV cpenn manueHTOB KpbIMCKO-TaTapCcKOTO
IIPOUCXOXKJICHNUS OTJIMYAETCS OT APYTMX STHUYECKUX TIPYII, PAaHEE OINMCAaHHBIX B

JauTEeparype.

CreneHb JOCTOBEPHOCTH U anipodanus pe3yabTATOB UCCIEI0BAHUS

JloCTOBEpHOCTh U OOBEKTUBHOCTh PE3YJIbTATOB MCCICIOBAHUS TIOATBEPKIAFOTCS
JOCTaTOYHBIM 00BEMOM KIIMHMYECKOTO MaTepHalia ¢ UCIOJIb30BAHUEM COBPEMEHHBIX
BBICOKOUH()OPMATUBHBIX ~ METOJOB  JIMarHOCTUKHM Ha  CEpTU(PUIIUPOBAHHOM
00OpYyZIOBaHUM U CTATUCTHUYECKOTO aHajlu3a, MOJHOCTHIO OTBEYAIOIIMM LEIu U
3amayaM. CdopMyIMpOBaHHBIE aBTOPOM BBIBOABI M PEKOMEHAAIIMU JIOTUYECKU

BBITCKAIOT M3 KOMILIEKCHOM OLCHKM IIOJYYCHHBIX PE3YJIbTATOB M ABJIAIOTCA HAYYHO
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000CHOBaHHBIMH. Pe3ynbTaThl OuccEepTalMU  OMyOJHMKOBAHBI B PEIEH3UPYEMBIX
U3IaHUSIX, KPUTHYECKHE 3aMeyaHus OTCYTCTBYIOT. (OCHOBHBIE IOJIOKECHHS
JUCCEPTAIMKM JIOJIO)KEHBI M OOCYK/IEHbl Ha METOJIMYECKOM COBEIIAaHUHU Kadeapsl
neAuaTpul C KypcoM JeTCKuX HH(EeKIUuoHHbIX 3aboneBannii DPIAOY BO
«Kpeimckuit denepanbHbiii yHUBepcuTeT uMenn B.M. Bepnanackoro». AmnpoOarus
COCTOsUIach Ha MexKadeapaTbHOM 3aceilaHnu coBMecTHO ¢ [IpoGiemHoil komuccuen
no cnenuansHoctu «lleguarpus»y OGIAOY BO KOV um. B.M. Bepnanckoro.
JucceprallMOHHOE ~ HCCIENOBAaHUE  SABJSIETCA  4YacThblO  IUIAHOBOM  HAy4HO-
MCCJIEI0BATENBCKONU Pab0ThI KaeIphl MEAUATPUH C KypCOM AETCKUX MH(PEKIIMOHHBIX
oonesnelr Menununckoit akagemuun umenu C.U. T'eoprueBckoro ®I'AOY BO
«KpbimMckuit  denepasnibHblii  yHUBepcuTeT — umenu  B.M.  Bepnanckoro»
«9((PEeKTUBHOCTH JE€UECHHS PACTIPOCTPAHEHHBIX 3a00JIEBaHUI Y IeTEl U B3POCIBIX Ha
pa3IMYHBIX JTamax peaOUSUTaluu» - HOMEpP pEerucTpanuud Mo TeMiiaHy-No
0108U009231, a Takxke B KIMHAYECKON MPAKTUKE COMATHYECKOTO otaencHus ['bY3
PK PJIKb ropona Cumdeponons.

Martepuanbl  BBIIOJHEHHON paboThl monoxeHbl Ha |l MexpernonaabHOM
MYJIbTUIUCIMIUIMHAPHON Hay4YHO-TIpakTUYecKol KoH(pepeHuuu: wmeaunuHa XXI
Beka, r. Pocros-Ha-/lony, 2019 r.; Hayuyno-npaktuueckoil peBMaTosioruu r. Mocksa,
2019 r.; Il paGoyem coBemanuu anIeproiOrOB-UMMYHOJIOTOB C MEXIyHapOIHBIM
yuactueM «llepBuunbie UMMYHOAE(UIIUTHI U ayTOBOCHIATUTEIbHBIE 3a00JI€BaHUS», T.
Mocka, 2020 r.; Konrpecce «MynbTUAUCIUIUIMHAPHBIE MPOOJIEMBI JIETCKOU
peBmaToJioruu: kiyo enuHombinieHHUKoB - ®I'BHY HUU PeBmatonoruu um. B.A.
HaconoBoii», r. MockBa, 2019; MexaucuumiuHapaoi mikoine ®I'BHY HUU
PeBmatonoruu um. B.A. Haconogoii, r. Mocksa, 2019 1; FMF-kiy6e 2020 «bosne3ns
Crunna y B3pOCHbIX U CEMEWHas CpeAN3eMHOMOpCKas JTUXOPaaKa: sIPKUEe MPUMEpPHI
MOJINTEHHBIX ¥ MOHOTE€HHBIX ayTOBOCTAIMTEIBHBIX CHHAPOMOBY, T. Cumbeporos,
2020 1., Bcepoccuiickom onmaitH-koHrpecce «JlHu PeBmaromorum B CaHKT-
[Tereproypre», r. Cankrt-IletepOypr, 2019 r.; Konrpecce «/lnu PeBmatosoruu B
Cankr-Ileteproypre», 1. Cankt-Ilerepoypr, 2020 r.; V HayuHo-mpakTH4ecKoit

koHpepeniuu «Jlau Hayku KOVYy», r. Cumdeponons, 2020 r.; 111 Beepoccuiickom


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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KoHrpecce neTckux peBMaTOJIOTOB C MEXAYHAapOJIHBIM ydacThem, . Mocksa, 2021
r.; «IlepBuunble IMMYyHOIE(DULIUTHI y AETEH M B3pOCHbIX B (Pokyce MHDEKIHN», T.
Mocksa, 2021 r.

Pe3synbrartel mpoBeneHHOW pabOThl BHEAPEHBI B COMATHMYECKOM OTIEICHHUU
(peBMaTOJIOTUYECKOTO, raCTPOIHTEPOIOTUYECKOTO, HE(PPOIOrHYECKOTO,
xupyprudeckoro npopuns) B 'bY3 PK «PJIKb» Pecniybnuku Kpbim, B monukinHuke
I'bY3 PK «PIKb», Jlerckoit wuHbeknuonHo OompHHIE T. Cumdbeporons,
Cumdepornonbckoil  TOpOJACKOM  JETCKOM KIMHW4Yeckod OonbHuile. Hayunble
pa3pabOTKM M MaTepHallbl JUCCEPTALMM HCIONB3YIOTCA B Y4YEOHOM Ipoliecce
Kadeapsl neANaTpUN C KypCcoM JIETCKUX MH(EKIMOHHBIX OoJyie3Hed MeauuuHcKon
akagemun umenu C.U. I'eoprueBckoro ®I'AOY BO «Kpeimckuii denepanbHbii
yHuBepcuTeT uMeHu B.U. BepHanckoroy.

[TyOnukanuu: no MarepuagaM JUcCepTaluu OnmyOauKoBaHO 13 meyaTHbIX padoT,
B TOM uucIie 5 myOnukanuii B )KypHanax, perensupyemsix BAK, u3 aux — 2 B Scopus
u 8 pabor B cCOOpHHMKAX MaTEpHUajOB HAyYHO-TPAKTUYECKUX KOH(pepeHwid, 3 u3

KOTOPBIX B MEXAYHAPOJHBIX KYpPHAJIAX.

Jlnunblii Bkyag aBtTopa. [luccepranmonHas paboTa BBIMOJHEHA Ha 0ase
Kadeaphl MeauaTpuu ¢ KypcoM JETCKUX WH(MEKIIMOHHBIX OOJIe3HEH METUITMHCKON
akagemun umeHu C.M. T'eoprueckoro ®I'AOY BO «Kpeimckuii denepanbHbii
yauBepcuteT umenu B.M. Bepnanckoro». OOcnemoBaHue neTed MPOBOIWIOCH Ha
0aze I'bY3 PK «PJKb» r. Cumdeponosns, u3ydeHbl Marepuanbl U3 HCTOPUN
00Je3HN, NPEIOCTaBICHHbIE TYPEUKUMH KOJIJIeraMu, a TakKe IpoBeleH cOop
MaTEepUAJIOB Ul MOJIEKYJIPHO-TEHETUYECKOT0 MCCIECAOBAHUS 3I0POBBIX B3POCIBIX
TOOpPOBOJIBLIEB  KPBIMCKO-TAaTAPCKOW  HAIIMOHAJBLHOCTH.  ABTOpPOM  IPOBEJACH
WH()OPMAITMOHHO-TIATEHTHBIM MOUCK M aHaJu3 JIMTEPATyphl, PE3yJbTaThl KOTOPOTO
npeacTaBiieHbl B pazjaenie «O030p IUTepaTypb» U CBUIAETEIBCTBYIOT 00 OTCYTCTBUU
aHAJIOTMYHBIX  HAy4YyHbIX  paboT, OOOCHOBaHbBI TeMa M  aKTyaJlbHOCTb,
copMyIUpOBaHbl LI€db M 33Ja4d HUCCIECIOBaHMs, OINpEIeNIeH ero Iu3aiH.

I[I/ICCCpTaHT CaMOCTOATCIIBHO 0T6I/Ipaﬂa zxeTeﬁ, MNOCTYIIMBIIMUX B CTAOUMOHAD H
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oOpamaBmuxcs B MOJUKIWHUKY, coOWpana W TOATOTaBIMBajga OWOJOTUYSCKUN
MaTepuaj, HampaBisula MAlMeHTOB Ha KOMIUIEKCHOE oOOcliefoBaHue, IMPOBOIMIIA
OOIICKIMHUYECKOe  OOCJeMoBaHWe,  Ha3Hadajga  Oa3WCHYI0  Tepamui |
KOHTposnpoBasia ee 3()()EeKTUBHOCTh U MEPEHOCUMOCTh. TakKe CaMOCTOSITETBHO
IpOBOAMIICS COOp OMOJIOTHYECKOTO0 Marepuaiia (CHIBOPOTKA KPOBH) Yy B3POCIHBIX
3I0POBBIX JTOOPOBOJIBIIEB KPBIMCKO-TATAPCKON HAIMOHAIBHOCTH ISl JATBHEUIIIETO
TeHETUYECKOTO oOcienoBaHusl. ABTOpOM CaMOCTOSITENIEHO npoBeJeHa
CTaTUCTHYECKass 00pabOTKa TOMYyYEHHBIX PE3yJbTaTOB, UX TEOPETUUYCCKUI aHAINU3,
chOpMYIMPOBAaHBl BBIBOJALI M TPAKTUYECKHE PEKOMEHMAWH. [loAroTOBICHBI K

[Ie4aTnu CTaThbu, HaIllMCaHa 1 0(1)0pMneHa AUCCCPTAINOHHAA pa60Ta.

O0beM U CTPYKTYpa AUCCEPTALUU

Huccepranronnas padota uznoxeHa Ha 147 ctpaHuiiax KOMIBIOTEpPHOTO Habopa
¥ COCTOHWT M3 BBEJCHHS, 0030pa JHUTEpaTyphl, MaTepuajIoB U METO/AOB, ABYX TJaB
pe3yabTaTOB COOCTBEHHBIX HCCIEAOBAHWMN, 3aKIIOUEHUS, BBIBOJIOB, MPAKTUYECKUX
peKoMeHaIui, cnucka aureparypsl. Paborta mwmmoctpupoBana 16 Tabmunamu u 52
pucynkamu. CHOHCOK JnUTepaTypel BKIO4aeT 176 WCTOYHWKOB, U3 HUX 36

OTE€UeCTBEHHBIX U 140 MHOCTPAHHBIX MyOIHKAIIUH.
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I'JTABA |. OB30OP JIMTEPATYPbBI

KIIMHNYECKUE U TEHETHNYECKHUE OCOBEHHOCTHU
AYTOBOCHAJMUTEJBHBIX 3ABOJIEBAHUI, CEMEVMHOM
CPEJJU3EMHOMOPCKOM JIUXOPAJKHA B YACTHOCTHU

1.1. AyroBocnajuTe/IbHbIe CHHAPOMbI: KIMHHUYECKAs] XaPAKTePUCTHKA.

AyTOBOCHQINTENbHBIE  CHUHAPOMBI  SIBJSIIOTCS ~ Tpymmod  3aboJieBaHUM,
XapaKTepU3YIOIIMXCS HUKINYECKOW WIM NEPCUCTUPYIONIEN JTUXOPAIKOU, U CBA3aHBI
C MYTallMsSIMHU B T€HaX, KOHTPOJIHUPYIOMIUX PadOTy BpoKaAeHHOro nMmyHuTera [131].
Opa u3y4eHHs ayTOBOCHAIMTENIBHBIX CHHIPOMOB Hayanack B 1997 r., xorma rpymnmna
yuenbix u3 CIIIA nox pykoBoacteoM D. Kastner [131, 155] nnentuduuuponana ren
MEFV (MEediterranean Fever), romo3uroTHbic MyTanuu, Bbi3biBatomue CCJI,
3a0oneBaHuEe XapaKTEPHU3YeTCs] AayTOCOMHO-PELUCCHUBHBIM THUIIOM HACJEIO0BAHMUS,
OJIHAKO OIMCAHbI Cllydyad 3a00JIEBaHUS Yy MALMEHTOB, HOCUTEJEH TIeTepO3UTOTHBIX
BapuantoB TeHa MEFV. CCJI saBasercs Hambojee 4YacTO BCTPEUAIONICHCS
HO30JI0TUYECKOM (OpMOIt cpelii ayTOBOCIIATUTEIbHBIX 3a00JI€BAHUM U CHHAPOMOB.

B ocHoBe maToreHe3a ayTOBOCHAIMUTEIbHBIX 3a00JIEBaHUM JIEKAT N€HETHUECKU
JETEPMUHUPOBAHHBIE PEAKIMU BOCIIAJIEHUS M PEAKIIMK BPOKJIEHHOIO UMMYHHUTETA B
OTJIMYME OT ayTOMMMYHHBIX 3a00aeBanuii [25, 26, 167].

B neproas! BocraneHus BO3HUKAET aKTUBALMS KAaCKala INTOKMHOBBIX PEAKLUHI C
runepnponykuuen MJI-1, ®HO-a, MJI-6. CCJI xapakrtepusyercs SHNHA30AaMHU
JMXOPAJIKU, COIPOBOXKIAIOIIUMUCS BBICHITAHUAMHU, OOJSIMA B MBIIIIAX, OTEUHOCTHIO
U OOJIE3HEHHOCTHIO B CyCTaBaX, CEPO3UTAMHU (IJIEBPUT, MEPUKAPAUT, aCENTHUECCKUN
NEPUTOHUT), HDPUTEMATO3HBIMU  BBICHIIIAHUSMH, BBICOKOM  CEPOJIOTHYECKOM
akTHBHOCTHIO: ToBbImeHHe COD, CPb, SSA amunounaa, TeHKOIIUTO3, TPOMOOIIMTO3.
B ciuydasx nepcUCTUPYIOMIEr0  BOCHAJICHUS  MPOUCXOAUT  MOJUMEPHU3ALUs
pactBopuMoro SSA-Oesika B TKaHSAX, YTO MPUBOAUT K Pa3BUTHUIO CUCTEMHOTo AA-

amuionio3a [20].
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Cunopom oepuuuma mesanonam-xkunazol (CAMK; cunonumoi: cunopom
cunepummynoznooyrunemuu D (HIDS), mesanonosasn ayuoypus).

CIMK cBsizan ¢ myranueit B rene MVK, n1okann30BaHHOM B KOPOTKOM Iuiede 12
xpomocombl  (12q24),  xapakTepu3yeTcs  ayTOCOMHO-PEIMCCUBHBIM  THUIIOM
HACJEOBaHUS M pealu3yeTrcs B BHJIE€ CHIDKEHHOM aKTUBHOCTU (EepMEeHTa
MEBAJIOHATKUHA3BI. 3a0oneBaHue KIMHUYECKH MPOSIBISIETCS  JTUXOPAAKOM,
a0JOMUHAIBHBIM CUHIPOMOM C JUCIENTHYECKUMH SIBJICHUSMH, BBICHITAHUSIMU Ha
KOXE, MMEIOIMMU  Pa3uYHbId  XapakTep: DJPUTEMATO3HbIE, YPTUKAPHBIE,
neTexuanbHble; a(TO3HBIM CTOMATUT, TeNaTOCIIEHOMEranus, JuMdaaeHonaTus,
rojioBHass 00JIb BO BpeMsl MPHUCTYNA, KOHBIOHKTUBUTHI, CYCTAaBHOW CHHJIPOM,
MOopa)kKeHUeE MOYEK - rioMepynonedpur [25, 26].

Ilepuoouueckuii cuHOpoOM, C6A3AH C peUEenmopom PaKmopa HeKpo3a Onyxoau
(TRAPS-cunopom).

3aboneBanue oOycnorieHo mytanueit B reHe TNFRSF1A, nokanuzoBanHoM Ha
JuHHOM Tuiede 12 xpomocomsl (12pl13). MmMeeT ayTOCOMHO-JOMUHAHTHBIA THII
HacnenoBanus. KiIMHUYeCKH MposIBISETCS JTUXOPAIKOU MPOIOKUTEIBHOCTRIO OT 1
n0 3-x Hedenb. Jluxopaaka MOXET ObITh, KaK €JIUHCTBEHHBIM MPOSBICHUEM
3a00JIeBaHuUs, TaK U COMPOBOXKAATHCS MOHOLUTAPHBIM (PACIUUTOM, MHUTPHUPYIOIICH
DPUTEMATO3HOM CHINBIO, TAHHUKYJIUTOM, MEPUOPOUTATIEHBIM OTEKOM JIUJIOBOTO
OTTEHKA B COUETAHUU C THIEPEMUEH BEK, apTPAITUIMHU, MUATITUSIMHU, aCENITUYECKUM
IJIEBPUTOM WM TIEPUTOHUTOM, KOHBIOHKTUBUTOM, UPHUAOLMKIUTOM WA YBEUTOM,
0OJIbI0O U OTEKOM MOIIIOHKH, a TaK)Xe€ BBIPAXEHHOUN TOJIOBHOW 00J1bI0. AMUIOHNI03
MOYEK, KaK OCJIOKHEHHWE BapUAHTOB 3a00JieBaHUSI O€3 JICUCHHsI, MOXKET BO3HUKATH Y
10-25% marmmenTos [20, 25, 26].

Kpuonupun-accoyuuposanuvie nepuoouueckue cunopomnt (KAIIC).

Penkoe reHernuecku O0OYCIOBJICHHOE 3a0o0JieBaHWE, WMEET AayTOCOMHO-
JIOMUHAHTHBIM THUIT HACIEIOBaHMS, CBSI3aH C MYyTallMedl B TE€HE KPUOMHUPHUHA,
pacnoyIoKEHHOM Ha KOpPOTKOM Iuiede mepBoil xpomocombl (1g44), KOTOpBIit
komupyer Oemoxk NLRP3. B 3aBucumocT OT BapuMaHTOB Te€HAa M TSHKECTH

KINMHUYCCKUX HpOfIBJIeHI/II\/’I JACIIUTCA HaA.
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a) Cemelinolii X0100080U AYyMOBOCNATUMETbHBLIL CUHOPOM/CEMEUHAA X0710008a5
kpanuenuya (FCAS). 3a0oneBaHue KIWMHUYECKU TMPOSIBISAECTCS MHUTPUPYIOIIUMHU
BBICHIMTIAHUSIMU Ha KOXE JPUTEMATO3HOTO WJIM YPTUKAPHOTO Xapakrepa, 0e3 3yxa,
COUETAIOUIMECS KPAaTKOBPEMEHHBIMU JMU30JaMH  JIUXOpaaku (6-24 dacoB) B
COueTaHMU C OOJSIMHU B MBIIIIAX, CYyCTaBaX, KOHBIOHKTUBUTOM, WYaIlleé BCErO
MIPOBOLIUPYEMBIMHA XOJIOZIOM. B MOMEHT TeMmepaTypHOro MpUCTyHa OTMEYaeTCs
MOBBINICHHAS BOCTIAIMTEIbHAS aKTUBHOCTb.

0) Cunopom Maxna-Yrnnca (MWS). Kimaudecku MpOSBISICTCS SPUTEMATO3HOM
ChIlIbI0, OoJsiee BbIpaxkeHHOM, uem npu FCAS, u He wucuezaromeit Oosee
MPOJIOJKUTEILHOE BPEMsI, CYCTaBHBIM CHHIAPOMOM (apTpasiriu, apTPUTHI KPYITHBIX
CYyCTaBOB PEIUAMBUPYIOIIETO XapakTepa); PEeHUAUBUPYIOMIUM KOHBIOHKTUBUTOM,
AMUCKIICPUTOM, UPUIOIMKIUTOM; OOJSIMHU B )KHMBOTE; OCTPHIMHU TOJIOBHBIMH OOJISIMU
BO Bpems npuctyma. OOBIYHO BO BTOPOM JeKajle JKU3HU pa3BUBAETCA
HEUPOCEHCOPHAsi TYroyXoCTh, KOoTOpasi MOXeT ObITh y 50-70% mamuentoB [20, 25,
26, 28].

8) cunopom CINCA/NOMID — XxpoHHUYECKHH MIIQJICHYCCKHI HEBPOJIOTHUYCCKHUI
KOXXHO-apTUKYJISIPHBIA CHHIPOM/MYJIBTHCHCTEMHOE BOCIIAJTUTEIBHOE 3a00JIEBaHUE C
ne00TOM B HEOHATalIbHOM Bo3pacTe - camas Tsbkenas gopma KAIIC. 3aboneBanue
NeOTHPYeT B TMEPBBIC Yachl/THU/HEASTU/MECSIbl KU3HM. JIuxopaaka HOCHUT
MOCTOSIHHBI XapakTep, ¢ 03HOO0AMH, YPTHUKAPHOW CHIMIBIO 1O THUITY KParUBHUIIGI,
MOXET OBITh TIOCTOSIHHOM, WHOTJAa TMpUOOpeTaeT MaImmyJuIe3Hbl XapakTep;
BBIPOKCHHOW TOJIOBHOW OOJBI0O C OTEKOM 3pUTEIHLHOTO HEPBA, IOBBIIICHUEM
BHYTPHUYEPEITHOTO JIABJICHUS, BRIOYXaHUEM POJHUYKA C TTO3HUM 3aKkpbITHEM (B 90%
CIy4aeB BCTPEUAETCS AaCENTUYECKUH MEHWHTHT), OTMeYaeTcsi ruapouedanms,
3aJlep)KKa YMCTBEHHOTO pPa3BUTHS C HapyIMIEHWEM KOTHUTHUBHBIX (YHKIIHA;
HEHPOCEHCOPHOUW TYTrOyXOCThIO, KOTOpas (OpPMHUPYETCS PAHO; KOHBIOHKTHBUTOM,
3aJIHIM YBEUTOM WM aTpoduell 3pUTEIIbHOTO HEepBa; y 2/3 MalMeHTOB OTMEYaeTCsI
MEPUOJUYECKUN CYCTaBHOW CHUHAPOM OT apTpalrMi JO HEIPO3UBHOIO apTPUTA C
MOPaKEHWEM KPYITHBIX CyCTaBOB — (opMmupyercs occudukanus siaep MUPU30B U

MeTapu30B TpyOuaThiX KOCTEM C (QopMHpOBaHHUEM BBIPAKEHHOW AedopMaliuu;
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KOCTHOM AMCIUIA3UEH: ITUCHPONOPILMOHAIBHOCTD JIMIA W TeJa, CEAJOBUIIHBIN HOC;
auMmdaaeHonaThe, TremarociieHoMmeranuer; y  25%  MalueHTOB  MOXKET
chopmupoBatbcs amuionio3 [20, 25, 26, 28].

Cunopom Mapwanna unu PFAPA-cunopom

Haubonee wyacTtoe ayToBOocHalIMTENbHOE 3a00JIeBaHUE C  HEU3BECTHBIM
MEXaHU3MOM pa3BUTHUs. | eHeTmdeckas nmpupoda He JoKazaHa. Yaile BO3HUKAET y
JeTed paHHero Bo3pacTta. KIIMHWYECKM NPOSBISIETCA MEPUOAUYECKON JIMXOPAIKOM,
COMPOBOXK/IA€MONW  AKCCYJATUBHBIM  (papuHruTOM, adTO3HBIM  CTOMATHUTOM,
muMpaaeHonaTiei, 00IsIMHU B )KMBOTE, apTPaITHIMU.

Xponuueckuit  peyuousuUpyrOWIUIl  MyabMUPOKAIbHLIL  OCHEoMUeIUm
(CRMO). KnrHAYECKH TPOSIBIIACTCS TMOPAKEHUEM KOCTeH (00JH, JOKAIbHBIA OTEK)
— yanie KJI4uIa, pedpa, peke KOCTU Ta3a U TpyOuyaTble KOCTH, MO3BOHOYHMK.
Bo3mokHO nopaxkeHue nepudepuyecKux CycTaBOB, JIMXOpaJika Ui cyodedpuiurer
[25, 26, 34].

Iluozennwie 3ab0nesanun:

[InoreHHbIN apTPUT B COYETAaHUU C TaHTPEHO3HOU muojepmucii u akae (PAPA-
cuHapoMm). JeOroT 3a001eBaHus B paHHEM JIeTCKOM Bo3pacte. OOyCIoBIEH MyTalluei
B rene PSTPIP1. KnuHudecku mnposiBIsSETCS PEUUIUBUPYIONIUMUA apTPUTAMU C
BBISIBJICHHEM OOJIBIIOTO KOJMYECTBA HEUTPO(PHIOB B CHHOBUAIBLHOM KUIAKOCTH,
MEPUOANYECKON JIMXOPAAKOW; TaHTPEHO3HOM NUOAEPMHEN; ITyCTYJIE3HBIMH aKHE C
dhopMUpOBaHUEM PYOIIOBBIX OCIIOKHEHHUH.

Jegpuyum anmazonucma peyenmopa unmepneiikuna-1 (DIRA — cunopom)

AyTOBOCTIAJIMTENILHOE TEHETUYECKH 00ycloBIeHHOE 3aboneBanue. Hacnemyercs
M0  ayTOCOMHO-pEUMCCUBHOMY  Tuiy. IIposiBisieTcss 'y  HOBOPOKJIECHHBIX
MYCTYJIJIE3HBIM MOPAXXEHUEM KOXKH, T€HEPaTN30BaHHBIM MXTHO30M, OHUXOJU3UCOM,
renaTociyieHoMeranue, apTo3HbIM CTOMATUTOM, KOHBIOHKTUBUTOM, TIepeOpabHBIM
BACKYJIUTOM, MPOTPECCUPYIONICH TUIMOTOHUEH W THUNOTpo(dHel, OTEYHOCTHIO W
neopmanmeit  cyctaBoB M dnUU30B  KOCTEH, a TakKe XPOHUYECKUM
HeOaKTepHaIbHBIM OCTEOMHETUTOM [26].

I'panynemamosnvie 3ab0neeanusn. Cunopom bnay
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3a0osieBaHNE XapaKTEPU3YEeTCsl ayTOCOMHO-IOMHUHAHTHBIM THIIOM HAacCJeI0BaHUs,
oOycnoBieHHbIM MyTarueit B rene NOD2/CARDIS, pacnoioXeHHbBIM Ha KOPOTKOM
mede 16 xpomocomsel (16q12). Bo3pact neGrota BapuaOenbHBIA - OT paHHETO JI0
OJIPOCTKOBOTO. KIIMHUYECKH MPOSIBISETCS MOpPaKEHUEM KOXKH: MUKpOTAITyJe3HbIe
BBICBINMAHUS (TPaHyJIEMbl), TPAHYJIEMaTO3HBIN MOJIUAPTPUT, TPAHYIIEMATO3HBIM YBEUT
[20].

Humepghepononamuu. 1'eHernyecku OOYCIOBIEHHAs Tpylnna TeTEpPOreHHbIX
3a0oneBanuil. IlatoreHes oOycloBleH aucperyisiuue uHTeppepoHoBoro mnytu |
tuna. Oun pasgenstorcs Ha PRAS1 — curapomsr: cuanpom Haxkaiio-Hummmypa -
ATIOHCKHUM ayTOBOCHAIUTENbHBIN CUHAPOM ¢ sunoguctpodueit, cuaapom CANDLE —
XPOHUYECKUN aTUMUYHBIA HEHTpOoUIbHBIN JepmaTo3 ¢ aunoguctpoduei, JMP-
CUHAPOM CYCTaBHBIX KOHTPAKTYpP C MBIIIEYHON aTpodueil, MUKPOLIUTAPHON aHEMUEn
U MaHHUKYJIUT-aCCOLMUPOBaHHOMN Junoauctpodueit; PRAS2 — cunapomsl - peakoe
3a00JIeBaHNE, PA3BUBAIOIICECS BCIEACTBHE FETEPO3UTOTHOM MYyTallUH, KOAUPYIOIIEH
co3peBanne uMmmyHomporeacom (POMP) [34]. SAVli-cungpom (STING-
acCOIIMMPOBAaHHAs BacKyJonatus) - (OPMUPOBAHHE AUCTAIBHON TaHTPEHBI,
SpUTEMaTO3HAas CHIMb HA JIUIE U TeJie, HHTEPCTUIMAIbHAS THEBMOHUS, apTPUT WU
apTpaJrus, nepuoandeckas quxopaaka [34].

3abonesanus myabvmuaxkmopuaivbHo npupoovl:

- 6oxe3Hb bexuera;

- AaHKWJIO3UPYIOIUN CIIOHIWIIOAPTPUT;

- JOHOIIECKUH apTPHUT C CUCTEMHBIM HAa4yalloM (JIUXOpajika, SPUTEMAaTO3Hasl ChIIb Ha
BBICOTE JTUXOPAJKH, CYCTaBHOW CHHJIPOM, T€NaTOCIUICHOMET s, TUMQaaeHOTaTHS,

BBICOKAS CEPOJIOTMYECKasi aKTUBHOCTb, JISHKOIIUTO3, TPOMOOITUTO3).

1.2. CemeiiHaa  cpeau3eMHOMOpPcKas  Juxopaaka. KiuunHuveckas

XapaKkTepuCTUKA, TNATHOCTUKA, JIeYeHHe

I'en MEFV, otBerctBenHsIit 3a pazsutre CCJI pacnosiokeH Ha KOPOTKOM Ijieye
16-o1i xpomocombl (Mexaynaponnbiii koncopauym mo CCJI, 1997; dpaniysckuit

koHcopiuyM no CCJI, 1997); GonpimHcTBO MyTaluii oOHapyxeHo B 10-m 3k30HE,
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pexxe Bo 2, 3 miu 5-M 3x30Hax rena [42]. 'en MEFV, komupys Oenok nupuH,
3allyCKaeT  KackaJ  TMpPOIECCOB: MHUPUH  aKTUBHUpPYeT  uWH(pIaMMacoMmy -
BHYTPHUKJIETOYHBIN OEKOBBIA KOMILIEKC, @ TOT B CBOIO 04epe/ib — (EepMEHT Kacrmaszy
(cuntesupyemas konsepraza WJI-1), xoTopblil mpeBpamiaeT HEAKTUBHYIO (opmy
npounTepieiikuna 1 B aktuBHywo - WJI-1 [149, 156]. AxtuBnas monekyna WMJI-1P,
B3aMMOJICHCTBYSI CO CBOUM COOCTBEHHBIM PEIENTOPOM, BHOBb aKTUBUPYET Kacrmaszy
Yepe3 CHUCTEMY BHYTPHUKJIIETOYHBIX MECCEHIKEPOB, YTO MPUBOAUT B BBIPAOOTKE
HoBo# mopruu MJI-1B. Bnocnencreun umenno D. Kastner nan Ha3Banue gpeHomeHy
CaMOAKTUBALIMM BOCHAJICHHS - ayTOBOCIHAJEHUE, a caMH 3a00JIeBaHUS, B OCHOBE
KOTOPBIX JexaT UJICHTUYHbIC MEXaHU3MBlI, CTaau Ha3bIBaThCSA
ayToBocnanuTeabHbIMU [131, 156].

OTAnYuTeIbHON OCOOCHHOCTHIO AyTOBOCHAIUTEIBHBIX 3a00JICBaHUN SIBIISIETCS
OTCYTCTBHE BBIPAOOTKH ayTOAHTUTEN U aHTUTeHCenupudeckux T-mumMQpoInToB, KakK
IIPU AyTOUMMYHHBIX CHHApoMax [26, 149].

Jluxopaoxa - naubonee yacteiii cumntom CCJI, otmewaemsbiii nmoutu y 90%
nered u 100% B3pocaeix [57, 66, 166]. IIpoaomKUTENBHOCTh MPUCTYIA B
OOJIBIIMHCTBE CIy4aeB COCTaBJISIET OT 24 10 72 4acoB, OJJHAKO OMHCAaHBI Kak Ooiiee
KOPOTKHE TPOMEXKYTKHU (< 24 4acoB), Tak U 0oJiee MPOIOJDKUTEIBHBIE (0 5 CYTOK)
[177]. bonsubie CCJI 3auacTyro MpeauyBCTBYIOT HACTYIUIEHHWE NpUCTyHa (IJI0X0e
CaMOUYyBCTBHE, O0OJM B JKHUBOTE, AUCKOMQPOPT). ODNU30AbI JHXOPAIAKH MOTYT
BO3HHUKATh OT HECKOJBKHX Pa3 B MECHIl 10 HECKOJBbKUX B ToJ (MHOTHA pexe) [177] u
OBITH CIPOBOIIUPOBAHBI CTPECCOM, MHTEPKYPPEHTHBIMU HHGEKIUAMU, (HU3NUECKOU
Harpyskoi, MeHcTpyausmu [111].

bonesoit cunopom. bonb B KUBOTE, CBSI3aHHAS C ACENITHUYECKUM MEPUTOHUTOM,
aBigercss BTOpbIM 1o 4actote mposiBienuemM CCJI, Bcrpewaercs y 82-96%
MalKueHToB, aauTcsa 6-48 yvacoB [7, 87, 175] u xapakTepusyercs MOJ0KUTEIbHBIMU
MEPUTOHECATBHBIMA CUMIOTOMAaMHU. B CcoYe€TaHMM C JIMXOPAAKOM U BBICOKOM
71a00paTOPHON BOCHAIUTEIBHOW aKTUBHOCTHIO, 00/b B kuBOTe y OonbHbIX CCJI
OIIMOOYHO TPAKTYETCS KaK OCTPHIM amnmeHJMIINT, OCIOXHEHHBIM MEPUTOHUTOM, W

NagueHTbl YaCTO MOABCPIrarOTCA H3JIMIIHUM XHPYPIrUYCCKHUM MAHUITYJISALHUAM
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(;mamaporomun). AOJAOMHHANBHBIE OOMM C CHMITOMaMH OCTPOW  KHUIICYHOUN
HEMPOXOJUMOCTH, OTMedaeMble OTAeabHbIMU manueHtamu ¢ CCJI, cBsizaHbl cO
cracyHod OOJIE3HBIO, KOTOpas SBISETCA  OCJOKHEHHUEM  PElUIUBUPYIOIIUX
NepuTOHUTOB M jamaporomuit [70]. Tak, MO JaHHBIM HCCIEIOBAHUSI TYPELKOU
MOMYJISIIUY, YacTOTa W3JHIIHUX JanapotoMuil cocraBmwia 29,1%, npu 3ToM
HEKOTOPbIE TAIMEHTHI OBUTA MPOOIIEPUPOBAHBI HEOJHOKPATHO: 74 MalueHTaM ObLIH
BBINIOJIHEHBI 92 XWpYyprudeckux BMmemarenbcTBa [79]. bonu B rpyaHoO#l KieTke,
CBS3aHHBIC C IUIEBPUTOM, BO3HHMKAOT y 21-84% B3pocibix, TOrna Kak y JeTeu
4yacToTa IUJIEBpUTOB — He Oosiee 18%. MHorue wucciegoBaTeld CYUTAIOT, 4YTO
4acTOTa IUICBPUTOB YBEIMYUBAECTCS C Bo3pacToM [43, 44, 65, 72, 73].

Apmpum npu CCJI, xak TupaBWiIO, MPOTEKaeT B (HOpME HEMUTPHUPYIOUIETO
MOHOAPTPUTa C MOPAKEHHEM KOJEHHOIO, TOJICHOCTOIIHOTO WM Ta300€ApEHHOTO
cycraBoB [17]. YUacrora aprpurta cpenu 6onbHbix CCJI konebnercs ot 26—-37% B
apabckux crpanax [81, 100, 101] no 47% - B Typuuu [37-39]. HaubosnbIias yactora
aptputoB (77,4%) onucaHa y eBpeeB-cedapao [159]. Paznuuus B yactoTe apTputa
Cpelyd  pa3HbIX TOMYJSIUNA  OOBACHAIOTCS ypPOBHEM  PacCHpOCTPAHEHHOCTU
BBICOKOIICHETPAHTHOTO MAaTOTeHHOro BapuaHTa p.M694V, o00ycioBIMBaOIIETO
HauOosnee Tsokensiid penotun CCJII [37-39]. B BBINTOTHEHHOM TYPEIIKUMU YYEHBIMH
NEeIUaTPUYECKOM  MCCIEAOBAaHMU  MOKAa3aHO, YTO 4YacToTa T'OMO3UTOTHOTO
HocuTenbcTBa p.M694V cocraBuna 36% cpeau mamuentoB ¢ CCJI ¢ aptputamuy,
Toraa kak B obmiei momyssiuu manueHToB ¢ CCJI - 28% [43-44]. Y HEKOTOPBIX
nanreHToB ¢ CCJI umeer Mecto xpoHudeckuit aptput (meHee 10% or uyucna
MAIMEHTOB C CYCTaBHBIM TMOPAXKEHUEM), KOTOPBIM MPEACTABICH JHOO DHTE3UT-
aCCOIIMMPOBAHHBIM, JIMOO OJUTOAPTUKYISIPHBIM CYOTHIIOM, KaK TMPaBUJIIO, HE
acCOIMMPOBAaHHBIM C HocUTeabcTBOM aHTureHa HLA B27 [166]. B rpymnme
naupeHToB ¢ CCJI ¢ XpOHMYECKMM apTPUTOM YacTOTa [MATOTEHHOrO0 BapHaHTa
p-M694V B roMO3UroTHOM JMOO reTEepO3UroTHOM BapuaHTe aocturaer 70%, cpeau
JETEH ¢ OCTPhIM apTpHUTOM - 63%, B 0oOmIeH monyssiuu aerer ¢ CCJII - 54% [43, 44].
Cpenu B3pocnbix nauueHToB ¢ CCJI pa3BUTHE XPOHHUYECKOTO apTpUTa OTMEYAETCS B

1,3% cnyuyaeB, CEpOHETaTUBHOTO CHOHAWIOAPTpUTA - B 2,3%, YTO CYLIECTBEHHO
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BEIIIIE, YeM B oOmier momyimsuuu [1, 2, 3, 23, 47]. IHTeHCHBHBIE 00JIM B HUKHUX
KOHEUHOCTSX (0onu HampsikeHus) Berpevarotrest y 50—-66% namuentoB ¢ CCJI, kak
paBWIo, TsDKeIoM (opMbl, oOycimoBiaeHHOM Backyiautom [37, 38, 39, 77, 78].
Hpyroit mnpuuyuHOW OoNeil B HIDKHUX KOHEUHOCTSX, BO3HUKAIOIIUX IOCIE
bu3MYEeCKUX Harpy30K BO BHENPUCTYIHOM IE€pPUOJE, SBIAIOTCS 3HTE30maruu [77,
78]. VYcranoBneno, uro maumeHtel ¢ CCJI w3 HM3pamns uMenu CUMIITOMBI,
aHAJIOTUYHBIC AHKUIO3UPYIOUIEMY CIOHIWJIOAPTPUTY, BKIIOYAsi HHTE3UTHI U
cakpouuuT. UHTEepecHo, uTo Bce nmanueHTsl Obutn HLA B27-neratuBubimu [145].
Koorcnovie nposaenenus. PoxenoqoOHbIE BBICHIIIAHUS - TUIIWYHBIE MPOSBICHUS
CCJI o6Hapy)uBarOTCs, Kak MPaBWIO, HA TIEPEIHEN MOBEPXHOCTH TOJICHU WJIA CTOIIBI
B BHJIe OOJIC3HEHHBIX BO3BBIMIAIONIUXCS HAJl YPOBHEM KOXHM HWHOUIBTPATOB C
SBJICHUSIMU TUIIEPEMHUU U JIOKAJIBHON TUnepTepMuu. YacToTa TakuxX BBICHIIAHUN Y
oonpHbIX CCJI B pa3HbIX HONYJISAIUSIX BapbupyeT ot 3 1o 46% [37, 38, 87, 100, 101].
Brichimanus accOUMUPOBaHbI C HOCUTEIBCTBOM MYTAaHTHOro amiens p.M694V. B
YaCTHOCTH, B MCCIIEIOBAHUH, POBEAEHHOM B TyplnH, ObLJIO MOKA3aHO, YTO YACTOTa
amenss p.M694V B rpymne gereit ¢ CCJI ¢ poxkenogoOHBIMH BBICHITIAHUSMU
cocraBuia 55%, Toraa kak B oo0mieit rpyme naruentos - 30% [37-39, 87, 100, 101].
Jlabopamopnsie npuznaxu. 3 nabopatopubix mnposiBnenuit CCJI nHauboiee
TUTIAYHBIMU SIBJISIFOTCSI TIOBBIIIIEHUE B MOMEHT MPUCTYIA YPOBHS MapKEPOB OCTPOM
da3br Bocnanenus, Takux kak COJ, CPb, ¢ubpunoren, SSA. Bo BHenmpuctynmHOM
nepuojie y OOJIBITMHCTBA MAIMEHTOB MOKa3aTeIn 0CTPO(}Ha30BOil AKTUBHOCTH OBICTPO
CHIDKAIOTCSI U COXPAHAIOTCS B HOPMaJIbHBIX IIpEaeax q0 CleAYyrolero npucryna [77,
78]. Onnako y 20% nauuentoB ¢ CCJI mapaMeTpsl akTUBHOCTH BO BHEMPHUCTYITHOM
MEepPHOJIe HE CHUKAIOTCSA, YTO, KaK MPABWIO, CBUJETEIBCTBYET O TSKEIOM (EHOTHIIE,
aCCOLIMMPOBAHHOM C HAJIMYUEM TOMO3UTOTHOTO HOCHTENIbCTBA MYTAHTHOTO ajuiesis
p-M694V (1m0 50%) [46]. UMeHHO marMeHThl C MEePCUCTUPYIONICH 1abopaTopHO
ocTpo(a30BOM aKTUBHOCTBbIO B MEXKIPUCTYITHOM IMEpUOAE, OCOOCHHO Ha Teparuu
KOJIXMIIMHOM, SIBJISIFOTCSI TPYIIION pHUCKa MO pa3BuThio AA-ammiiongosa [46, 105]. ITo
HEKOTOPBIM JaHHBbIM, MOBbIIIeHHbIE 3HaueHHss COD u CPB B MexnpucTynHoM

nepuozae ormevarores y 14 u 12% nereit cooTBETCTBEHHO, pH 3TOM 56% NalUeHTOB
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C NEPCUCTUPYIOLIEH aKTUBHOCTBHIO ObUIM 'OMO3UTOTAMH IO MAaTOF€HHOMY BapHaHTY
p-M694V [37-39]. Tloka3aHo Takke, YTO TOBBIINICHHBIH YypOoBeHb SSA  BO
BHEIPUCTYITHOM IIEPUO/JIE KOPPEIUPYET ¢ BhIKKMBaeMOCThI0 nanuenToB ¢ CCJI [130].

CornacHo coBpemeHHbIM npeactaBieHusM, CCJI quarHoctupyercs KIMHUYECKU
C Y4E€TOM ITHHYECKHX 0COOEHHOCTEH M ceMeiHoro anamuesa [97, 98]. ['eneTnueckoe
UCCIIEIOBAaHUE HEOOXOIMMO TOJBKO JJisi TOJTBEPXKICHUS 3a00JieBaHUS, HO HE
aBigercs: oosi3arensHbiM [80]. McTopust pa3pabOTKH AUArHOCTUYECKUX KPHUTEPUEB
CCIJI 6epet cBoe Hauano ¢ 1967 r. [7], korga no pe3yibraram uccieaoBanus 470
nanpeHToB ¢ CCJI ObuM  mipe/yiokeHbl 3 00s13aTeIbHbIX KpuTepus u 3
AOMOJTHUTEIbHBIX [97, 98]:

Oo0s13aTeIbHbIE KPUTECPHUH:
1) KOpOTKHE AMU30/IbI PEHUANBUPYIONIUX JIMXOPATAOK C pa3HBIMU UHTEPBAIaMU;
2) ©Oombp B KMBOTE, TpPYIHOM KIETKE, CyCTaBaX, KOXXHbIE BBICBHIIAHMUS,
COMPOBOXK/IAIOIIHNECS TUXOPATKOM;
3) OTCYTCTBUE IPYTUX MPUYUH JJIsl PA3BUTHUS JAHHOT'O COCTOSIHHUSI.
JlonoJIHuTe IbHbIE KPUTEPHH:
1) aMunon103, MOATBEPKACHHBIN KIMHUYECKH MpU HepoOHuorcuu;
2) ayTOCOMHO-PEIIECCUBHBIN TUIl HACJIEIOBAHUS;
3) cpean3eMHOMOPCKOE MPOUCXOXKICHUE TMAIlMCHTOB, B YACTHOCTH €BpeH-cedap bl
WM apMsIHE.

B mocnenyromieM, Ha OCHOBAaHWUM WMEIOIIUXCS KPUTEPHUEB OBUIH MPEIOKEHBI
HOBbIe Bepcuu - Tel-Hashomer m ynpomieHHslii BapmanT - kputepuu Livneh,
Ha3BaHHBIE 10 WMEHHUM TIIEPBOrO aBTopa mnyOnukamuu [56, 89]. B 1998 r.
PYKOBOJIUTENIEM HCCIEIOBaTeNbcKOM rpymnmbl M. Pras [93] Obln  mpemioxkeH
VOPOILCHHBIM BapuUaHT TPYMNIbl KPUTEPUEB C COXPAHCHUEM IEPBOHAYAIBHOTO
Ha3Banus — Tel-Hashomer, uTo MOXeT BHOCHTH HEKOTOPYIO myTaHuIly. Kpurepun
Tel-Hashomer ObutH yCTaHOBJICHBI Ha TIOMYJISIIUM B3POCIIBIX MAI[ICHTOB CBPEHCKOM
HAIlMOHAJIBHOCTH M OCTAIOTCS TOKa CaMbIMU HAJCKHBIMH JUATHOCTUYECKUMU
nokazarensmu CCJI B mupe [97, 109]. Tlo3auee F. Yalcinkaya u coaBTops [55, 56]

paszpabortanu Habop neauaTpuueckux kpurepues s auarHoctuku CCJI Ha ocHOBe
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MOMYJSIIIAA ~ TAIMEeHTOB  TYpPEUKOTO0 TPOUCXOXKIEHUsA. [pynma yd4acTHUKOB,
BKJIFOUEHHAs] B HCCIEJOBAaHUE, COCTOsJIA TOJIBKO W3 MAalHWEHTOB, MMEKIOIIHUX IO 2
myTtanuu B rene MEFV BHe 3aBucumMocTu oT kiMHHYeckoM KapTuHbl. HexoTopsbie
KpuTepuu, Bxomsmue B anroputMm Tel-Hashomer (Bo3pact, HamMoOHaIBLHOCTB,
KPOBHOE POJICTBO POJUTEINECH), HE YUUTHIBAIUCH, P TOM, YTO HCCIIeyeMas rpyIna
Oblla  MOpeAcTaBi€HA  JIETbMU  TYPEUKOM  HAIMOHAIBHOCTH, TJA€  JOJIA
OJIN3KOPOJCTBEHHBIX OpAaKOB OTHOCHUTENBHO Benuka [37, 38, 56, 72]. B Hacrosmee
BpEMsl ITH KPUTEPUU MOTYT OBITh MPUMEHEHBI TOJIBKO JJIsl MAllMEHTOB TYPELKON
HAITMOHAJIBLHOCTH, HMEIOIIKX 1o 2 MyTanuu B reae MEFV [52].

[Ipu comocrtaBneHuu BanuaHOCTH KputTepueB Yalcinkaya u Tel-Hashomer B
cMenIaHHou rpyrtire, coctosmend n3 100 manueHToB (PpaHIy3cKOro MpOUCXOKIECHUS
¢ CCJI, u rpynne cpaBHeHus u3 40 MaMEHTOB C MEPUOAUYECKMMH JTUXOPATKAMU
(npeumymiectBeHHO PFAPA) Obuin  yCTaHOBJIEHBI  COTIOCTABHUMBIE — BBICOKAS
qyBCTBUTENBHOCTE (100 1 99% COOTBETCTBEHHO) U HU3Kas CHEHU(PUIHOCTH 00EUX
Ha0OpoB AuarHocTuueckux kputepueB (50 u 45% COOTBETCTBEHHO), OJTHAKO MpPHU
MPUMEHEHUU BCEX TPEeX MEeIUATPUUYECKUX KPUTEPHUEB UYBCTBUTEIHHOCTH CHIXKAJIACh
10 77%, HO crieun(PUIHOCTH MOBbIIANIACH 10 95%. ABTOpHI UCCIEIOBAHUS CUUTAIOT,
YTO BBICOKAS YYBCTBHUTEIBHOCTh BAXKHEE BBICOKOW CHEIM(PUYHOCTH, YTO
OTpaHUYMBACT NPHUMEHEHUE TEAUATPUUECKUX KPUTEPUEB B JIPYTUX BBIOOpPKAxX
nanueHToB ¢ nogo3penreM Ha CCJI [109, 110].

JInarHocTu4ecKue KpUTepuu CEMEHMHOM CpeIu3eMHOMOPCKOM JIUXOPAAKH.

HNuarnocruueckue kpurepuun CCJI (Tean-Xamomep) [109, 110].

bosbiine kpurepun:

1. ONU30/bl TUXOPANKU+CEPO3UT (IEPUTOHUT, TIEBPUT, CAHOBUT).

2. AA-aMuionio3 Mpu OTCYTCTBHUM JPYroro MPeapacrosiaraloniero K HeMy
3a00JIeBaHUS.

3. TepaneBTUUECKUN OTBET HA KOJIXULIUH

Mauiisle kpuTepuu:
1. PeunnuBupyromuye aTaky JUXOPAIKU.

2. Poxe-noio0Has spuTeMa Ha KOXe.
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3. Hamuune CCJI cpenu poACTBEHHUKOB MEPBOl IMHUU POJICTBA.

Onpenenennbiii  auarno3 CCJI Tpebyer Hamuuua 2-x Oonapmux wid 1
OompIIoro+2 Malibix Kputepus. BeposTHblil [uarHo3 TpeOyeT Hauuus 1 601bII0T0 U
1 manoro xpurepus

JNuarnocruueckue kpurepuu Livneh (1997) [89].

bonpmune kpurepuu:

l. penuauBUPYIOMIKE 3NU301bl JUXOPAJAKH, COMPOBOXKIAIOIIHUECS IMEPUTOHUTOM,
CUHOBUTOM WJIU TIJIIEBPUTOM;
2. AA-amuiion103 0€3 yKa3zaHus Ha JPYTrYyI0 BO3MOKHYIO IPUUMHY;
3. XOpOoIIIHii OTBET Ha TEPANUIO KOJIXUIIUHOM.
Masbie kputepuu:
1. penuANBUPYIOIINE SU30/IbI IUXOPATKH;
2. poxenoao0OHas K3aHTEMA;
3. CCJI y pOZICTBEHHUKOB NIEPBOM JIMHUU POJICTBA.

COOTBETCTBUE KPUTEPHUSAM: OnpeoeieH bl OuasHo3: 2 0OJbIIUX KpuTepus uim 1
OOMBIION U 2 MaNbIX. BeposamHuuiti ouazro3 - 1 00nbInoi u 1 Masblii KpUTEpUH.

IMeaguarpuueckne kpurepun Yalcinkaya [56]

4, muxopanka (< 38°C, akcmuisipHasi, IpOJOIKUTEIHLHOCTh 6—72 4acoB, HE MEHEE
3-X BIU30/I0B);

5. 00mu B ®KUBOTE (MPOJAOIKUTETLHOCTh 6—72 4acoB, 3 3MU30/0B);

6. Gosu B rpyHOM KJeTKe (TIPOJOIIKUTENBHOCT 6—72 4acoB, 3 31130/10B);

7. aptput (IPOAOTKUTETBLHOCTb 6—72 4acoB 3 3MU30/10B, OJIUTOAPTPHUT);

8. HacneACTBEHHOCTH MO0 CEMEMHON CPEeIU3EMHOMOPCKON JTMXOPAJIKE.

CootBerctBue kputepusm. [uarHoz CCJI MoxeT OBITH YCTaHOBICH Ha
OCHOBAHHUHU 2 KPUTEPUEB.

[lo apyrum naHHBIM, YYBCTBUTEIBHOCTh U CHEIU(PUYHOCTH KputepueB Tel-
Hashomer u Livneh cocrasisror 6oiee 95 u 97% cCOOTBETCTBEHHO UIST KAXKIOTO U3
HuXx [89].

B 2019 r. Paboueii rpymmoii Eurofever/Printo Obutn pa3paboTaHbl KpUTEPUH

muargoctuku s CCJI.
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Knaccudurxannonnbie kputepuu Eurofever/Printo (2019)
Eurofever/PRINTO knaccudukanmonnsie kpurepun s quarHoctuku CCJII [72,
73].
bonpmne kpurepuu:
1. nepuToHUT;
2. NJIEBPUT OJHOCTOPOHHUI WIIM IEPUKAPINT;
3. MOHOAPTPUT (Ta300€APEHHBIN, KOJICHHBIN, TOJICHOCTOIHBINA CYCTaBbl);
4. nuxopajka.
Mainsie kpuTepuu:
1-3 - "HemonHas aTaka ¢ BOBJICUEHHEM OJHOHN WM Oosee jnokanuzauuid. HemonHoit
CUMTAETCSl aTaka, KOTOpas HOCUT PELUAMBUPYIOIIMA XapaKTep, COMPOBOXKIACTCA
OOJIEBBIM CHHAPOMOM W OTJIMYACTCS OT TUMUYHOW (TIOJHOHM) aTaku Hamwmuuem |1—2
IIPU3HAKOB M3 HUKECIIEAYIOIUX:
1) TemniepaTypa Tena HopMmanbHas Wi Huxke 38°C;
2) arakd JJIMHHEE WM Kopode, 4YeM OOBYHO (HO He Kopoue 6 4 U HE
npoaoKuTeNbHEE | Henenn);
3) HEeT NpPU3HAKOB NMEPUTOHUTA BO BpeMsl a0JJOMUHAIBHON aTaKH;
4) abnoMuHaIbHAS aTaka HOCHUT JIOKAJTM30BaHHBIN XapakTep;
5) apTpUT UHBIX CYCTaBOB, KPOME YKa3aHHBIX BBIIIIE.
1. 601U B )XKUBTE;
2. 00JId B TPYJHOM KIIETKE;
3. OTEYHOCTH WM 00JIb B CyCTaBaXx;
4. 001 HAMIPSHKEHUS B HIKHUX KOHEYHOCTSIX;
5. XOpolIMiA OTBET HAa TEPANUI0 KOJXHMIMHOM (XOpOIIMM OTBETOM HA TEpanuio
KOJIXUIIMHOM cuuTaeTcs 3(PpQeKTt, mpu KOTOPOM OTMEYAIOTCS PEAYKIUS KOJIUYECTBa,
NPOJOJDKATEIPHOCTY W WHTEHCUBHOCTH NPUCTYIOB BIUIOTH JO MX IOJHOIO
Ky[UPOBaHUS; YMEHBIIIEHUE BIUVIOTH O HOPMAIM3ALMU PEAKTAaHTOB OCTPO (pa3bl).
IToanepxxuBarone KpUTEpUN:
1. cemeitnbie ciayuyan CCJI. Tlom ceMeiiHbIM aHAaMHE30M IIOHUMAETCS HAJIUYHE

AHAJIOTHYHBIX CJIYy4acCB 3a00J1eBaHMS cpean pOACTBCHHUKOB (CTCHGHB poacTBa HE
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yTouHsiercs). HeoOXogmmo OTMETUTh, YTO B OpPWUTHHAIBPHOM WCTOYHUKE HE
MIPUBOJISATCS] OMPEICIICHHUS] TEPMUHOB: «XOPOIIMI OTBET HAa TEPANHUIO KOJIXUIIUHOMY,
«CEeMEMHBIN aHaMHE3», «KKPOBHOE POJICTBO POJIUTEIICI;

2. TPUHAJJIEKHOCTh K COOTBETCTBYIOUIEH HTHUYECKOW Tpynmne (STHUYECKUMHU
rpynnaMyd pucka pa3pabOTUYUMKU KPUTEPHEB CUUTAIM €BpeeB-cedaplioB, apados,
apMsiH U TYPOK);

3. Bo3pact nauana 3a6oneBanus < 20 ner;

4—7. XapaKTEpPUCTUKH aTaKH:

4) TsKenasi, TPUKOBBIBAIOIAS K TTOCTENH;

5) crioHTaHHOE pa3pelieHue;

6) HaJIM4Ke MPOMEXKYTKOB OTCYTCTBHUSI CHMIITOMOB OOJIE3HU;

7) TPaH3UTOPHOE MOBBIIIEHUE YPOBHS XOTS ObI OHOTO J1a0OPATOPHOTO MapKepa
BOCHAJICHUS] — KOJM4YecTBa JIeWkouuToB B kpoBu, CO3, CAA u/unu GudpuHOreHa;
8. aMM30bl IPOTEUHYPHUH/TEMATYPHUH;

9. HEeNmpoIyKTHBHA JIATAPOTOMUS UJTU yJiajeHue «0enoro» (0e3 (haermMmoHO3HOro
BOCITAJICHHS ) allieHINKCa,;

10. KpoBHOE POACTBO POJIUTEIICH.

CoOTBETCTBUE KPUTEPUSIM: JUATHO3 CEMEHHON CPEeIU3EMHOMOPCKON JINXOPAAKU
MOKET ObITh YCTAHOBJICH HA OCHOBAaHUHU | OOJIBIIOTO WK 2 MaJIbIX KpUTepueB win 1
MaJIOTO KpUTEPHS U S MOIEPKUBAIOITNX.

Hanmuuune mnonareepxknaromero reHotuna rteHa MEFV  (marorennsii  wim
BEPOSTHO-TIATOT€HHBIN BapyaHT (FTOMO3UTOTHBIN UM KOMITAYH/I-T€TEPO3UTOTHBIN) U,
KaK MUHUMYM, OJIMH U3 CIEAYIOIIUX KPUTEPUEB:

- IPOJOJKUTENIBHOCTD 3MK304a 1-3 cyToK;
- apTpUT;

- 00JIM B TPYTHOM KIIETKE;

- 00JIU B KUBOTE.

Nnu wanuume HemoATBepxkaaromero reHoturna reHa MEFV  (myramus B
KOMITayHA-T€TEPO3UTOTHOM COCTOSIHMM, Trae ojaHa wMyrtamus B rene MEFV

maToreciHas, a BTOpas ABJIICTCA BapHMaHTOM HCOIIPCACICHHOI'O 3HAYUCHHA HIIN oba
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OWayNIeNnbHBIX BapuaHTa HEOMPENEICHHOTO 3HAYCHUWS, WJIM OJHA TaTOTeHHAas
MyTarysi B TETEPO3UTOTHOM COCTOSHUU) M, KaK MUHUMYM JBa W3 CIICIYIOIINX
KPUTEPHEB:

- IPOJOJDKUATENBHOCTD 3MKU30/1a 1-3 CyTOK;

- ApTpUT;

- 00JIM B TPYJTHOM KJIETKE;

- 00JIM B KHUBOTE.

CencutuBHoCTb - 0,94; cneruduanocts - 0,95; Tounocts - 0,98.

Opnnako, yuuTbiBasg, 4ro He Bce nmanueHThl ¢ CCJI COOTBETCTBYIOT KPUTEPHUIM
Eurofiver/Printo 2019 r., Obutn pa3paboOTaHbl OMOJHUTEIbHBIC KINMHHYECKUE
KpUTEPHUH MOCTAaHOBKM auarHo3a juis namuentos ¢ CCJL.

Jns  mocranoBku guarHoza CCJI HeoOxonumo, Kak MUHUMYM 6 U3
HUKEIIEPEUNCIIEHHBIX 9 KpUTEpHUEB:

Hannuwme crnenyromux Npu3HAKOB:

- BoctouHOo-Cpean3eMHOMOPCKOE MTPOUCXOKICHHUE;
- IPOJIOJKUTEIIBHOCTD AMKU30/1a 1-3 CyTOK;

- ApTpHUT;

- 00JI1 B TPYTHOM KJIETKE;

- 00JIH B JKUBOTE.

OTCyTCTBHE CIIETYIONTUX MPU3HAKOB:

- a)TO3HBII CTOMATHT;

- YPTHKAPHBIC BHICHITIAHUS;

- ISITHUCTO-TIAITYJIC3HBIC BHICHITIAHUS;

- 00JIe3HEHHBIE TUM(OY3IIBL.

CencutuBHoCTb - 0,91, cienuduyunocts - 0,92, Tounocts - 0,97.

YuuThiBasi, YTO HE BCE MAIMEHTHl WMEIOT JdTHUYeCKoe BocTouHo-
Cpean3eMHOMOPCKOE TPOMCXOXKICHUE, IPAKTUYSCKUE Bpayd M HCCIEAOBATEIIN
HOJIL3YIOTCS 00OMMM KPUTEPUSMH, TpeIoxKeHHbIME Tpynmnon Eurofiver/Printo B

2019 .
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Yacto mpoBoautca auddepenuunansHas auarHoctuka ¢ PFAPA-cunnpomom y
nerer 10 S-u JieT (MepUuoJUYeCcKUe IPUCTYIbI JIUXOPAAKU, MPOAOIKUTEIBHOCTHIO 3-5
JTHEH, CIOpoBOXAaemble adTO3HBIMU CTOMAaTUTAMH, AHTMHAMH), MCIOIb3YIOTCS
KIMHUYECKHEe Kinaccudukanronusie kpurepun cuaapoma PFAPA u HacnencTBeHHbIX
nepuoanueckux uxopanok Eurofever/PRINTO [59].

Hanuuue Munumym 6 u3 9 Kputepues:

- IPUHAJUIE)KHOCTh K BocTrounomy CpeanzeMHOMOPCKOMY 3THOCY;

- JNINTEIBHOCTD 3IMM30JI0B 1-3 1aHS;

- 00JIM B TPYJTHOM KJIETKE;

- 00 B JKUBOTE;

- apTpHT;

- OTCYTCTBME a(TO3HOTO CTOMATHUTA, YPTHUKAPHOW CBHINK, MaKyJO-HamyJe3HOU
CBINHU, 0OJIE3HEHHBIX JIUM(PATUIECKUX Y3IIOB.

B Poccuiickoit @enepanuu Hanbosaee yacto ucnonbizyercs kinaccudukarus CCJI,
pa3paboTtannas Apytionsinom B.M., u Axonsinom I'.C. [4].

[To xnmuHMYecKOl dhopme:

1. abnomuHanbHas ¢popma;

2. TopakaibHas hopma;

3. cMemanHas hopma.

JlonoJIHUTENbHBIE KITUHUYECKUE TTPOSIBIICHUS:

1. moYeuHBI CUHIPOM;

2. CyCTaBHOM CHHJPOM,;

3. HEBPOJIOTUYECKHUIA CHHAPOM;

4. SHIOKPUHOMATUYECKUN CUHAPOM;

5. KOXKHBIN CUHJIPOM.

I1o Teyenuto:

1. yactele mpuctynsl (2 pa3a B Mecsll U Oojee);

2. IPUCTYTIBI YMEPEHHOMN YaCTOTHI;

3. penkue mpUCTYIIHI (2 pa3a B TOJ U PEKe).

IIo akTuBHOCTH mponecca:
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1. cragus obocTpeHus;

2. OTHOCHUTEIbHASI PEMHUCCHS;

3. pemuccusi (0OTCyTCTBUE MIPUCTYIIOB B TeueHue 1 rona).

Knunuueckue ghenomunut cemeiinoil cpeou3emHoMopCKoil IUXopaoKu.

Breinenstor 3 ¢penoruna teuenust CCJI [51].

@enomun [ XapakTepuszyeTcs SBHOW KIMHHYECKOW KapTHHOW 3a00JeBaHUS,
KOTOpasi MPOSIBIISIETCS MU30/1aMH JTUXOPAJKU U apTPUTA, WU NIEPUTOHUTA, TLIEBPUTA
WIN POKENOAOOHON SPUTEMBI, WM KOMOWHAIMEH BBINICTIEPEYUCICEHHOTO ¢ AA-
amuniongo3oM. Jmsg 3Tot (QopMbl TEHETHYECKas JIMAarHOCTUKA HE SIBISETCA
00s13aTeIbHON BBUIY OTUETIUBON KIMHUYECKON KapTUHBI [S51].

@enomun Il XapaKTepU3yeTcs €OUHCTBEHHBIM IPOSBICHUEM - HamuuueM AA-
amuiiono3a y nanuenta 0e3 mpemmectByromux cumntomoB CCJI. JluarHoctuka
OCHOBAaHA HA CEMEMHOM aHaMHe3€: HaJIW4ue POACTBEHHUKOB C (peHoTHroM | wmum
Hajnuuue mytauuid B rene MEFV.

@enomun Il xapakTepuszyercsi OCCCUMNTOMHBIM TEYEHHUEM 3a00JIeBaHUSI TIPU
HAJIMYUM HE MeHee NByX myrtanmii B renHe MEFV u BbeisiBnsiercs B cembsix, rie
MMEETCSl KaKk MUHUMYM OJIUH nanueHT ¢ aokazaHHo CCJI. OcoOeHHOCTh JTaHHOTO
dbeHoTuna 3aKI0YaAETCsA B TIOJIHOM OTCYTCTBUU KIMHUYECKOW KapTHUHBI 3a00JI€BaHMUs
MIPU HAJIMYUU BBICOKOIIEHETPAHTHBIX MyTauui [S1].

[To nmuTepaTypHBIM JaHHBIM, HauOoOJIee YacTo BeTpedaemoin myTarmeir M694V B
reie MEFV cpenu typenkoro Hacenenus (51,6%), apabckoro Hacemenus (38%),
eBpeiickoro Hacenenus (65%), apmsHckoro Hacenenus (56%) [51].

B crtpanax, rne CCJI mmpoko pacnpocTpaHeHa, Takux kak Typuws, M3pauib,
apadckue ctpanbl, CCJI BxoauT B Kpyr nuddepeHnuaibHOl TUArHOCTUKH JIF0O00H
JUXOpaiku  pebeHka  J1000ro BO3pacTta, Torja Kak B JIpYTHX
CTpaHax/HaIMOHAIBHOCTSIX, TJIe TaHHOE 3a00JIeBaHUE HE PACIpOCTPaHEHO, JIMOO HET
JAaHHBIX O pacnpoctpanenuu, quarHoctuka CCJI Bcerga 3ama3fbiBaeT BO BPEMEHH,
MHOI'O CJIy4aeB OCTaeTCs HEIWarHOCTUPOBAHHBIMU, KaK B Ciydae C KPBIMCKUMH
tarapamu. Tak B ['epmaHuM meauaHa MPOMEXKYTKAa BPEMEHM OT IMOSIBICHUS

CHUMIITOMOB JO IIOCTAHOBKH JHAI'HO34 CCIlls TapFCTHOﬁ MMOMYJIAIUU TYPOK U apMSIH,



29

npoxuBawomux B ['epmanuu, cocrasusier 8,0 net, Torna kak B Typuuu 2,5 1. [111,
177]. B nameii Beibopke nuarno3 CCJI ycranaBauBalicst 10CTaTOYHO MO3HO, Yepe3
5,5 (2,0; 9,3) net, uTo COOTBETCTBYET ypoBHIO cTpaH, rae CCJI sBusercs peakum
3a0oneBanueM [177]. CCJI BcTpedaercss U B JAPYTrUX MOMYISUUSAX, HE HMEIOUIUX
OTHOUIIEHUS! K H3BECTHBIM TapretHoiM nomyssiusM. Tak CCJI Obuta ommcaHa B
SAnonuu, Kopee, Kutae [70, 77, 87].

I'enoouaznocmuka cemenoil cpeou3emMHOMOPCKOU TUXOPAOKU.

['eHeTnyeckoe TECTHUPOBAHUE  (MOJEKYISIPHO-TEHETUUYECKOE  TECTUPOBAHUE
METOJOM  CcekBeHupoBaHuss 1o  CoHrepy) MNpPOBOAUTCS  NAlUEHTaM  C
COOTBETCTBYIOIIECH KIMHUYECKONW KapTuHOU [80]. Y OecCMMNTOMHBIX IMAIlMEHTOB
(kak TMpaBWJIO, 3TO MAJCHBKUE JETH, Y KOTOPBIX MYTallMM OOHAPYXKEHBI TpPHU
IJJAHOBOM 00ciefoBaHUU B KadecTBe cubcoB mpodOanma ¢ CCJI, nubo netu c
BapuantoM P.E148Q, wnam  BapuaHTamMM, HE  OTHOCSIIMMHCS K  ISTH
BBICOKOIICHETPAHTHBIM, YKa3aHHBIM BBIIIE), OCHOBAHHUEM [JIl TEpalmuud MOTYT
aBuThest Hanumuue npuctyna CCJI (tTak HazpiBaemblil henotun 1), mepcuctupyromnias
BOCTIAJIMTENIbHASI aKTUBHOCTh WJIM TIPOTEUHYPUsI, BBISIBIICHHBIE JTabopaTopHo [80, 97,
98]. Onucansl mpuMepbl, KOTAa MAUUEHTHI, SBISACH TOMO3UTOTAMHU [0 BapUaHTaM
(BceM, KpoMe 5 YKa3aHHBIX BBIIIE BBICOKOIICHETPAHTHBIX, OTBETCTBEHHBIX 32
pazsutrie CCJI), MOTYyT HE UMETh KIMHHUYECKUX WJIM JTA0OPATOPHBIX MPOSIBICHUIMA
3a00JIeBaHMs, PABHO KaK U T'€TEPO3UTOTHOE HOCUTEIIBCTBO «BBICOKOMIEHETPAHTHBIX)
MaTOr€HHBIX BaPUAHTOB MOXET COMPOBOXAAThCsA KinHUYeckor kaptuHoit CCJI [59,
94, 100, 101].

JInsl ManeHToB ¢ aTUMUYHBIMU MPUCTYIIAMH UJIU MIPU HATWYUU T€TEPO3UTOTHOTO
HOCHUTENIbCTBA U (HEOPWIIBHBIX SIH30/I0B IIEIECO00pPa3HBIM SIBIISICTCS HA3HAUYCHUE
KOJIXUIIMHA Ha CPOK 3—6 MeCsSIEeB C IeNbI0 OIEHKH €ro BJIMSHHUS Ha XapakTep
TedeHus 3a00JeBaHus (4acToTa U BhIpaXKeHHOCTH npuctymnon) [80, 97, 98]. B cinydae
KYIMUPOBAHUS DJMHU30J0B JIMXOPAIKH KOJXUIIMHOM, 3a00J€BaHHE MOXET OBbITh

pacueneno kak CCJIL.
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Tepanusa nayuenmoes ¢ CCJL

KynupoBanue octporo mpuctymna. s xynuposanust octporo npucryna CCJI
OOBIYHO HCIOJIB3YIOT HECTEPOUIHBIE MPOTUBOBOCTANUTENbHbIE Tipenapatsl (HIIBIT)
51 AHTUIIUPETUKA [55]. HecMmortps Ha BBICOKYIO 3¢ (PEeKTUBHOCTH
TIIIOKOKOPTUKOCTEPOUIOB B KYTUPOBAHUK OCTPOTO BOCHAJIEHUS, OT UX MPUMEHEHUS
y nanueHToB ¢ CCJI cnenyeT Bo3aepKaThCs, MOCKOJbKY IpenapaThl 00yCI0BIUBAIOT
TOPMOHO3aBUCHUMOCTh, KOTOpasi XapaKTEPU3YETCSd YKOPOUCHHEM MEKIPUCTYITHOTO
npoMexkytka [92, 93]. B Hactosimiee BpeMsl MPOJIOHTHMPOBAHHAS CHUCTEMHast
TJTIIOKOKOPTUKOCTEPOUIHASL TEparvsi PEKOMEHJI0OBaHA TOJIBKO IS JICUCHHS] TaKOTo
nposisiienuss CCJI, kak ”HTEHCHBHBIE 00JIM B HH)KHUX KOHeUHOCTsX [141, 142, 163].

bazucnasa mepanua CCJL

OcHoBHbIM npenapatom s jedenuss CCJI  sgBmsgercs KonxuuumH. Opa
MPUMEHEHMUSI KOJXMIMHAa Hadaiack ¢ 1972 1., korgja amepukaHCKUM Bpad S.
Goldfinger ony6ynKkoBas pe3yabTaThl IEPBOTrO MPUMEHEHUS MperapaTa y NalueHTOB
¢ CCJI [82, 83, 143]. OcHOBHOM MeE€XaHHW3M KOJIXMIIMHA CBSI3aH C €ro
AHTUMHUTOTHYECCKUM 3(P(HEKTOM: CBSA3BIBAsICb ¢ TYOYJIMHOM MHKPOTPYOOUEK,
KOJIXUIIMH TPENSTCTBYET MUTPALIUA HEUTPO(DUIIOB B oUar BOCIHaJIeHUs, 0OecrieunBast
TE€M CaMbIM IPOTUBOBOCTIATUTENBHBIN A dexT [140].

o3vbl konxuyuna y oemeiti 3a8Ucsim om 803pacma:

* 0,5 mr/cytr — 10 5 ner,
* 0,5-1,0 mr/cyr — B 5-10 ner,
* 1,5 mr/cyt — crapmie 10 net [140].

MakcumanbHast 103a JIsl B3POCIBIX COCTaBISIET 3 MI/CYT, JUIsl JeTell — 2 Mr/cyT
[97, 140]. Jo3a KOIXUIIMHA MOKET OBITH MOBEIIIEHA IIPHU TSKEIIOM TCUEHUN OOJIE3HU
(pE3UCTEHTHOM K CTaHJApPTHBIM J103aM KOJIXMIIMHA, COIMPOBOXKIAEMOW pa3BUTHEM
aMUJION03a U IPYTUX OclIokKHEeHU) [43, 44, 117], T. €. AJIs1 KOTXUIIMHA XapaKTEPHbI
JI0303aBUCHMBIE TTPOTUBOBOCIIANIUTENbHBIE XapakTepuctuku [140]. Lens Tepanum
KOJIXUIITMHOM 3aKJII0YaeTCsl B YMEHBIICHUH YaCTOThl U BBIPAKEHHOCTH MPUCTYIIOB
CCJI u yMeHbIIEHMH pHCKa pa3BUTHS BTOpUYHOro AA-ammiiongosa. Yacrora

IIOJIHOI0, YaCTUYHOIO OTBE€Ta MW PC3UCTCHTHOCTH K TCpaAlMHM KOJXHIKMHOM
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OTJIMYAIOTCA B Pa3HbIX HcCCIeNOoBaHUSAX. JlOCTHXKEHHE TMOJHOM  peMUCCHH
(KymupoBaHHWE TIPUCTYIIOB M HOPMAIHM3AIlMs BOCTIAIMTEILHON aKTUBHOCTH Ha (hoHE
TEepanuu KOJXUIMHOM) oTMmedaercss y 51-68% nanueHToB, YaCTHUYHBIA OTBET Ha
KOJIXUIMH (YpEeXKEHUE YACTOThl U BBIPAXKEHHOCTH MPUCTYIOB JTUOO COXPaHSIONIAsCS
OCTaTOYHAasl BOCIHAJIUTENbHAS aKTUBHOCTh BO BHENPUCTYIHBIN nepuon) - y 27-46%
[37, 38, 141, 142]. [Tox pe3uCTEHTHOCTHIO K KOJIXUIIMHY MTOHUMAETCS HaTu4ue 0oJiee
6 TUMHYHBIX 00OCTPEHH B TOJ WM OoJjiee 3 TUMUYHBIX 00OCTpPEeHUI B TeueHue 4—6
MECAIIEeB, MO0 HAJIU4YUE HEMOJHBIX OOOCTPEHM, KOrjaa o0sA3aTeNbHBIM YCIOBUEM
ABJIIETCSl TIOBBIILIEHUE YPOBHS JBYX M Oosee u3 3 mapkepoB octpoil daszel (CPB,
COD, SS-A) Mexay o00CTpeHHsSMH, MO0 €eclid TallMeHT He OTBeYaeT Ha
MaKCUMAJIbHYIO TEpeHOCUMYI0 103y KoixuuuHa [60, 103]. Pe3ucteHTHOCTH K
KOJIXHUIIMHY ONMHCBIBAeTCS Ha ypoBHE 2,7—10% B pa3HbiX uccinenoBanusx [38, 39, 72,
73, 87, 98]. Pe3UCTEHTHOCTD K KOJIXUIIMHY SIBISIETCS MMPU3HAKOM TSDKENIOTro (heHOoTHUma
3a00JIeBaHMs, aCCOIMMPOBAHHOTO C HOCUTEIILCTBOM BapuaHTa p.M694V [38, 39, 98,
100, 101]. B wuccnegoBaHmu, npoOBEACHHOM B Typouu, NOKa3aHO, 4YTO
TOMO3UTOTHBIMU HOCHUTEJSIMU BapHUaHTa p-M694V ObLITH 64%
kosxunuHpe3ucteHTHeix gerer ¢ CCJI, 28% - ¢ yvactuunbeiM otBeToM U 17%
MaIMEHTOB, TOCTUTIINX MOJHOW pEMUCCUU Ha KOXUIIUHE [43, 44].

be3zonacnocmu nexapcmeennon mepanuu CCJI.

OpnHolt U3 BaXXHBIX MPOOJIEM PE3UCTEHTHOCTH K KOJIXUIIMHY SBISETCS Mpodiema
€ro  HENEepEeHOCMMOCTH B  BBICOKMX  J03aX. OCHOBHBIMH  CUMIITOMaMH
HEMEPEHOCUMOCTH  KOJXMIIMHA  SABJISIIOTCS  guapesi,  TomHoTta  (>1/100),
TPOMOOIIMTONICHUS, JICHKOIEeHus, cromatut, ajomerus (<1/100) [43]. Pexe
(<1/1000), BO3MOXHO PAa3BUTHE XOJIEPOMOJOOHOTO CHHIPOMA, MPHUBOISIIIETO K
00€3BOKMBaHUI0, IIOKY, OCTPOU MOYEYHOM, renaToue/UTI0JISPHON HEJI0CTaTOYHOCTH,
SNUJICNITUYECKUM  TPUMAJIKaM,  JUCCEMUHHUPOBAHHOMY  BHYTPHUCOCYIUCTOMY
CBEpThIBaHMIO, KOMe U cmeptu [145]. boapmuHcTBO MOOOYHBIX 3((PEKTOB Ha
Teparuio KOJXUIIMHOM BO3HUKACT B Pe3yjIbTaTe MPUMEHEHUS IperapaTa B BHICOKUX
no3ax. OIHaAKO TOKCUYHOCTh MOKET Pa3BUBATHCS U MPHU MPUEME CTAaHAAPTHBIX /103 Y

TEX MAIMCHTOB, KOTOPLIC IMPHUHUMAIOT COIMYTCTBYIOINUC IIPCIIapaThbl, BIUAIOIINXC Ha
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MeTaboIM3M KOJXUIMHA, YTO OCOOEHHO AaKTyaldbHO JJISl B3POCHBIX MAIlMEHTOB C
KOMOpOUAHBIMH 3a0osneBaHusiMH. B cBsi3u ¢ otuMm, mnammentam c¢ CCJII ¢
OCTOPO>KHOCTBIO clenyeT Ha3HayaTh MaKpOJIUTHbIE aHTUOMOTHKH,
AHTUTUIIEPTEH3UBHBIE IpEenaparbl U3 TPYIIbl OJOKATOPOB KaJbLUEBBIX KaHAJIOB,
MPOTUBOTPUOKOBBIE KETOKOHA30J, MTPAKOHA30J) U AHTUAPUTMHUYECKUE CPEJICTBA,
uMMmyHozenpeccantel [140, 145]. Ognako, HECMOTpS Ha BO3MOXXHOCTb Pa3BUTHUS
n000YHBIX 3()h(PEKTOB, KOJXULMUH CIUTAECTCS OTHOCUTEIHHO O€30MacHBIM MpernapaToM
[11, 12, 53, 147, 153]. CormacHo MHeHHIO 3KcnepToB, >keHimuHam ¢ CCIJI,
IUIAaHUPYIOIIUM OEpPEMEHHOCTD, a TAKXKE IOCJIE 3a4aThs PEKOMEHAYETCA COXPaHSATh
TEpalui0 KOJXWIMHOM, TaK KaK OHAa CHHWJKAeT PUCKH BBIKUABIILICH U
NpeXAEBPEMEHHBIX poaoB [47, 71]. OtrcyTcTBHE YBEIWYEHHS 4YHKCIAa TOPOKOB
pa3BUTHS y AeTeu, poxaeHHbIX oT poautenerd ¢ CCJI, mpuHUMABIINX KOJXUIIMH,
SBJISIETCSL JIOKA3aTEJIbCTBOM €ro 0e30MacHOCTH, a CHU)KEHUE PHUCKA BBIKUABIIIEH U
IPEXKIECBPEMEHHBIX PpOJOB, PAaBHO KakKk M OJaronojiydHbleé HCXOJbl TaKUX
OepeMeHHOCTEel, OCHOBAaHHUEM K €ro mpuemy Bo Bpemsi OepeMenHoctu [47, 71].

AnpTepHaTHBHAs Ouosiornmueckas Tepamnus. B HayuyHO# JuTepaType OMHCAHO
MHO>KECTBO MOIBITOK MPUMEHEHUS IPYTUX UMMYHOMOIYJIUPYIOIIMX MPenapaToB AJis
nedyernst CCJI B ciayyasix pe3sUCTEHTHOCTH WJIM HEMEPEHOCUMOCTH KOJXHIMHA. B nx
yucie azatuonput, tHruoutropsl ®HO-o (3Tanepuent, nHGIMKCUMA0, agaiuMyma),
osmokaropsl MJI-1 (anakuHpa, kaHakuHyMa0), Mpa303uH, TATUAOMU, UHTEPHEPOH-0L.
W3 Bcero MHOXKeCTBa TMpernapaToB ToJbko Osokatopsl WMJI-1 mokazamu cBOMO
3¢ (PEeKTUBHOCTh Il Tepanmuu KouxuuuHpesucteHTHbix ¢opm CCJI [125, 139].
Crnenyetr OTMETHTH TOT (akT, uto Ojokaropsl PHO-0, Kak nMpaBUiIO, HEAOCTATOYHO
3¢ (HEKTUBHBI B KaueCTBE CpeACTBa MPOodUIaKTUKU puctynoB y namuentoB ¢ CCJI.
Opnnako B ciydasix, koraa 6mokaropel ®HO-o Haznayarotcs nanuentam ¢ CCJI u
XPOHUYECKUM apTPUTOM, OHHM OKA3bIBAIOT BJIMSIHUE HE TOJIBKO HAa apTPUT, HO U Ha
teuenue CCJII [72].

Cpenu OmokaropoB WMJI-1 B peanpHON KIMHUYECKOW MPAKTUKE MPUMEHSIUCH
aHakuHpa (ONMHMCAaHWE KIMHWUYECKUX CJIy4daeB), pHJIOHAIENT MW KaHaKMHymal

(paHIOMU3UPOBAaHHBIE KIMHUYECKHE HCMbITaHUSA). B ciydasx mnpuMeHeHus
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aHaKUHPHI B TeueHue 2—18 Mecsies B 1o3e 1—2 MI/Kr Macchl Tena B J€Hb ISl AeTen
u 100 mr B menp ans B3pocibix ¢ CCJI mokazaHo ObIcTpoe AOCTHXKEHHE (a3bl
HEAKTUBHOTO 3a00JIeBaHUS M KYIUPOBAHUS J1A0OOPATOPHBIX MPOSBICHUM OOJIE3HU
[125, 139]. M3 12 mnamuentoB ¢ Tsokenod CCJI, monydaBIIUX —TEpaIvio
puJioHaIenToM B jgo3e 2,2 Mr/kr (MakcumanbHO 160 Mr), y 8-u CyIIeCTBEHHO
YMEHBIIWIACH YACTOTA MPUCTYIIOB IO CPABHEHUIO ¢ rpymmol mianedo [91]. Yactora
npuctynoB CCJI y nanneHToB, NOJy4aBIINX PUJIOHALIENT, cocTaBuia B cpeaHeM 0,8
B MECHIl [0 CPAaBHEHMIO C 2 MPUCTYyNIaMU B Mecsll B rpynie 1ianedo. Bmecte ¢ Tem
npenapar He BIMSJI Ha TPOAODKUTENBHOCTh HpHUCTynoB. Hemoctatkamu
WCCJICIOBAHUSI ABJISUIMCH: MAJCHBKUIM pa3Mep BBIOOPKH, HECOATaHCUPOBAHHOCTH IO
MOJIy, TE€TEPOreHHOCTh MAIMEHTOB IO BO3PACTy, MO IMOKa3aHUSIM K Ha3HAYEHUIO
punoHanenta [91].

B uccnenoanun CLUSTER Obuto mokaszaHo, 4TO Ha Teparui0 KaHAKuHymMaboM
(B mo3e 150-300 mr Ha BBeAeHUE Kaxible 4 Heaenun) uepe3 16 Henelb OTBETHIIH
(KynupoBaHHE MPUCTYIA: OLEHKAa AKTUBHOCTH 3a0o0JieBaHHMS BpauoM < 2 1O
BU3yanbHOU aHanoroBoi mkaie ot 0 mo 10; CPb < 10 mr/n, SSA < 10 mr/n umm
CHW)KCHHUE OIICHKHM aKTUBHOCTH 3aboieBanus, ypoBHs CPb u SSA > 70%, a Takxke
OTCYTCTBHE HOBBIX MpucTynoB) 61% mnamuenTtos (19 uz 31), B rpynne miamebo -
TobKO 6% (2 u3 32) [63]. Kpome Toro, BpaueOHas olieHKa aKTUBHOCTH 3a00JIeBaHUs
<2 Opu1a 3auKcupoBaHa y 65% MalKMeHToB, MOJYYaBIIMX KaHAKUHYMaO, U TOJIBKO Y
9% B rpynne mnane6o. Camxenue yposueir CPb <10 mr/n u SSA <10 mr/n 6110
JOCTUTHYTO, COOTBETCTBEHHO, Y 68 U 26% nanueHToB, NOJy4YaBUIMX KaHAKMHYMao,
no cpaBHeHuio ¢ 6 u 0% B rpynme mwiamnedo [63]. Y B3pocasix nmamuentoB ¢ CCJI B
OTBET Ha Tepamuio KaHakmHymaboMm B Teuenue 12 uemenb (B mo3e 150-300 mr Ha
BBeJICHUE Kaxjable 4 Hemenu) HaOmroganach HopMmaym3anus mnokazateneit COD wu
SSA. Kpome Toro, y Bcex HalleHTOB OTMEUYEHO COKpAIIEHHE YaCTOThl MPUCTYIIOB
oosee yem Ha 50%, TpUCTYNBI COXpaHSJIUCh y 56% malueHToB, a pa3BUTHE
OUYEpEHOr0 MPUCTYMA MOCEe BBEIEHUS MOocienHend no3bl kaHakuHymaba (150-300
Mr) Hactynaio B cpoku oT 31 mo 78 cyroxk (memmana 71 cyrtok) [87]. B

UCCJIEIOBAHUM MO NpUMeHeHuto OyokaropoB MJI-1 6wl akkymynupoBaH onbIT 21
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IIEHTpa W3 pa3HbIX reorpaduyeckux pernoHoB Typruu [37, 38]. B uccnenoBanumn
ydyacTBOBaJIM 172 manueHTa, cpeaHuii Bo3pact - 36 ser (ot 18 go 68 ner), cpeauuit
Bo3pact aedrora CCJI - 13 ner (amanaszon 1 - 48), cpeanss go3a xonxumnuHa - 1,7
mr/cytku (muamaszon 0,5 - 4,0). Anakunpy noxydanu (96,4%) 151 namuent mo 100
Mr/cyTkH, 3,6% - o 50 - 300 mr/cyT, kanakuayMab - (67%) 21 o 150 mr kaxapie 4
Henenu, 24% - no 150 mr kaxaesie 8 Hemenb, 9% - mo 150 mr kaxaele 12 Hemensb.
[TpogomxurensHOCTh Tepanuu Onokatopamu WMJI-1 Obima He MeHee 6 MecsIeB,
OCHOBAaHMS JJisi €€ NPUMEHEHUsI - PE3UCTEHTHOCTh K KouxuuuHy (y 84%) u
amuiono3 (y 12%). 3a BpeMs HaOmtoaeHus (auamnazon 6—98 mecsiies, B cpeadem 20
mecsieB) yactora atak CCJI cuusunacek B cpeadem ¢ 16,8 mo 2,4 B rox (p <0,001);
42% nanueHToB, PE3UCTECHTHBIX K KOJXUIIMHY, HE MMEIU arak. Y 7 TMalMeHTOB B
nocJeayoIieM Oblia Mpou3Be/IeHa 3aMeHa Ha KaHakuHymao B 03¢ 150 mr kaxbie 4
HEeJIeNM, Y 2 MalMeHTOB jJo3a Obuia mosbimeHa A0 300 Mr kaxasie 4 HEAeau 0
NpPUYMHE  JICHKONEHWH, HWHBCKIMOHHBIX  peaknuid W HEedP(HEKTHBHOCTH.
[IponomxuTenbHOCTh HAOMIOAEHUST cocTaBWia OT 3 1m0 58 mecsieB (Meauana 16
MmecsneB) [109]. CylecTBEHHO CHU3WINCH ChIBOpOTOUHbIe YpoBHH CPb - B cpegHem
¢ 49,4 (min-max 0 - 220) mo0 9,3 (0 - 110) mr/n, ypoBan COD - ¢ 43,2 (2 - 129) no
18,7 (0 - 154) mm/uac, cyTouHast SKCKperus oenka - ¢ 5,5 mo 3,6 r/cytku [20, 21, 37,
38]. V¥V 17 naumentoB c xkonxunuHpeducteHTHOoM CCJI u ngokazaHHbIM AA-
aMUJIOUI030M C MOpaKeHHEeM mouek Tepanus Omokatopamu MJI-1 compoBoxaanack
CyllleCTBEHHbIM CHIKeHHEM ypoBHel COD u CPb m ux Hopmanuzamuedn y 12
YeJIOBEK; CyTOYHAs 3KCKpenus Oenka cHusmiachk ¢ 1606 1o 519 mr/cytku (p = 0,008).
Bce mammeHThl MCXOIHO TMOMy4alnu aHakuHpy B no3e 100 Mr/cyTtku, a B ciiyyae
MPOBENCHUS] ~ 3aMECTUTEIBLHOM  TIOYEeYHOW  Tepamuu  (reMoaWalivu3a  WIH
nepuTOHEeaIpHOro auanuza) - mo 100 mr yepes cytku. Eile B 0lHOM HcCClIeIOBaHUHT
(n = 14, u3 Hux Tpoe B Bo3pacte 13 ser) OBLIO TOKa3aHO, YTO B pPeabHOM
KJIIMHAYECKON MpakTHKe Ha (oHE Tepanuu KaHakuHymMaOom (B go3e oT 150 mr
Kaxaple 4 Hemenu g0 150 mr kaxnaple 8 Henenp) ObLIa JOCTUTHYTA OBICTpas U

CTOMKasi pemuccusi 3a0oneBaHus - Kak KiauHUYeckas (y 79% marmueHToB uepe3 2
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Mecsila JiedeHus), Tak u JabopatopHas (y 92% mnanueHTOB mocie 3 MecsieB
neuenus) [14, 20, 104].

Pexomenoayuu Eeponeiickoii npomugopesmamuieckon Jaucu no 6e0eHuio
nauyuenmos ¢ CCJI (Eular 2016) [36, 94]:
1. B wuneane nuarHoctuka u craptoBas Tepamnus OosibHbIX CCJI  A0MmKHBI
OCYULIECTBJISATHCS BPAUOM, UMEIOIIMM ONBIT BeAeHus nanueHToB ¢ CCJL
2. I'naBenctBytomas menb tepanuu CCJI - 3To JOCTHKEHUE MOTHOTO KOHTPOJIS Ha
npuctyniamu CCJI uw MUHMMH3aLUg CYOKJIMHUYECKOro BocHaueHus (IIeJIeBbIe
sHaueHuss CPb <10 mr/m, CAA <10 mr/m).
3. Tepanusi KOJXUIIMHOM JOJDKHA OBITh HayaTa cpa3y TMOcie YCTaHOBJICHUS
KInmHrn4eckoro auaruosa CCJIL.
4. KonxvUMH Ha3HA4yaeTcsi OJHO- WM JABYKPaTHO B CYTKH B 3aBUCHUMOCTH OT
NIEPEHOCUMOCTH ¥ KOMILJIAEHTHOCTH ITALIMEHTA.
5. CoxpaHeHue aTak WA CyOKIIMHMYECKOrO BOCHAJEHHS SBISIETCS MOKAa3aHUEM K
YBEIMYEHHIO J03bl KOJXHIIMHA.
6. KomiutacHTHbIE MALIMEHTHI, HE OTBEYANOIINE HA MAKCUMAJIBHO MEPEHOCUMYIO 103y
KOJXMIIMHA, JOJDKHBI pAacCMaTpuBaTbCid KaK KOJXHUIMHPE3UCTEHTHBIE. ODTHUM
nayeHTaM MoKa3aHo Ha3HAYCHHUE allbTePHATUBHON OMOJIOTHYECKOM Tepariu.
7. Jleuenne CCJI nomxHO OBITh MHTEHCHU(UIMPOBAHO B cliydae Hamuuusi AA-
aMuUJIoOuJ03a C TNPUMEHEHHUEM MAaKCHMAaJbHO MEPEHOCUMBIX J03 KOJIXMIMHA B
KOMOHWHAIIUN ¢ OMOJIOTUYECKUMHU TperapaTaMu.
8. OU3NYECKUIN WU DMOLUMOHAIBHBIN CTPECC MOXKET cripoBounpoBath npuctyn CCJI,
YTO MOKET ObITh OCHOBAHHWEM JJII CUTYAllMOHHOTO (BPEMEHHOT0) MOBBILICHUS 03Bl
KOJIXUIIMHA.
9. Db (hHeKTUBHOCTh, TOKCUYHOCTh U KOMIUIAEHTHOCTh Tepanuu y namueHToB ¢ CCJI
HE00XO0MMO MOHUTOPHUPOBATH KaXKIble 6 MECSILIEB.
10. YV namueHTOB, TMOJy4YarOUIMX  TEpalui  KOJXUIMHOM, HEOOXOJIUMO
KOHTPOJIMPOBAaTh YPOBEHb NEYEHOUHBIX epMeHTOB. [Ipu noBeilieHnn ypoBHS Ooliee
yeM B 2 paza OT BEpXHEW TpPaHUIBI HOPMBI 1032 KOJXWIIMHA JIOJDKHA OBIThH

YMEHBIIIEHA, a MPUYMHA TUnepHepMEeHTEMHUH TOJKHA OBITh YTOUHEHA.
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11. ¥V nmauveHToB C XpOHUYECKON IMOYEYHON HEJOCTATOYHOCTBIO PHUCK Pa3BUTHUS
no004YHbIX 3((HEKTOB BHINIE, B CBSI3U C Y€M, HEOOXOAMM TIIATEIbHBIA KOHTPOJIb
Takux 3(PEeKToB, B 0COOCHHOCTH KOHTPOJb ypoBHS KkpeaTuHdocdokuHazel. [Ipu
pa3BUTHH MOOOYHBIX A3(H(PEKTOB 032 KOJIXUIIMHA JOJKHA OBITH YMEHBIIICHA.

12.  Toxcuyeckue dSPPEKTbl KOIXUIMHA  SBISIOTCI BEChbMa  CEPHE3HBIMU
HEXEJATEeIbHBIMU SIBJICHUSMU: HEOOXOAUMO MIOMHUTH O HUX U MPEAYIPEXKIATH UX.
13. IIpu pazButum npuctyna CCJI Bcerga HEOOXOJMMO MOMHHUTh U O JAPYIHX
BO3MOXHBIX MpUYMHAX. B MOMEHT mpucTyna HeoO0XOJUMO MPOJOJKATH TEKYIIYIO
7103y KOJIXMIIMHA U 100aBJISATh HECTEPOUIHBIE POTUBOBOCHAIUTEIbHBIE MTPENapaThl.
14. KonxuuuH He ciaeayeT OTMEHSTh Nepej 3adyaTHEM, BO BpeMs OEpEeMEHHOCTH U
KOpMJIeHUS! Tpyabto. Tekyliue peKkoMeHIaluu He MOAECPKUBAIOT HEOOXOIUMOCTb
IIPOBEICHHS] AMHHUOLICHTE3A.

15. B nenom nuiiaM My>kCKOTO I0J1a HET HE0OXOJMMOCTH OTMEHATH KOJXULIUH Nepes
3a4aTHEM, 3a UCKIIOUYEHUEM CITy4aeB a300CIEPMUN UITU OJIUTOCIIEPMUH, CBSI3aHHBIX C
KOJXULIMHOM. B 3THUX cily4asXx BO3MOXKHBI BPEMEHHOE CHIKEHHE J03bl WU
BpEeMEHHasi OTMEHa KoixuiuHa. [Ipn HeoOX0IMMOCTH BO3MOYKHO KPAaTKOBPEMEHHOE
(ma 3 w™ecsina) HaszHaueHue OsokatopoB WMJI-1 Ha Bpemss BOCCTAHOBIICHUS
cnepmaroresesa. [locie 3a4aTusi BO3MOKEH BO3BpaT K TEPANHMU KOJIXULUHOM.

16. Xporudeckuit apTput y nanueHToB ¢ CCJI MoxeT TpeboBaTh JOTOJIHUTEIBHOTO
NPUMEHEHUSI HECTEPOUAHBIX MPOTHBOBOCHAIUTEIBHBIX MPENapaToB, OOJIE3Hb-
MOU(DULHPYIOIUX WU T€HHO-UHKEHEPHBIX OMOJIOrMUYECKUX MpenapaTos.

17. B cnywasx BbIpaxkeHHOW (eOpuiIbHOM MHUANTHH HEOOXOAUMO TPUMEHEHHUE
TIIOKOKOPTUKOCTEPOUIOB UL KynupoBaHus JaaHHOro cocrosiHus; HIIBIT wu
omokatopsl MJI-1 MOryT MAOMOJHUTENBHO OBITH HCIOJIB30BAHBI JJI JICUECHUS
BbIpOKEHHOU (heOpHIIbHON MUAITHH.

18. Eciu manueHT HaxoguTcsl B KJIMHHUKO-TA0OPATOPHOM PEMHCCHU: OTCYTCTBHE
npuctynoB CCJI u moBbllIEHUsI MapKepoB OCTPOMl (pa3bl B TE€UeHHE >5 JIET MOcCIie
KOHCysnbTaMu crnenuanucra B Tepanuu CCJI MoXeT paccMaTpuBaThCsl Kak
BO3MOYKHOCTb YMEHBUIEHUS JI03bl KOJIXMIMHA IIPU YCJIOBUHM IOCJIEAYIOLIErO

JIUTEIBHOTO W THIATCIBHOI'O Ha6JIIOIIeHI/I}I. PCKOMCHIIyeTCH CHMIXCHHUEC O03bI
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KoJXuimHa He Oosiee yeM Ha 0,5 Mr He Jamie yeM | pa3 B 6 MecsIeB NpHU YCIOBHH
KJIMHUYECKOTO U JIa0OpATOPHOTO KOHTPOJIS KaXk/ble 6 MECSIeB.

Takum o6paszom, coriacHo pekomenpanusm EULAR [141, 142], Onokana
peuentopoB MJI-1 cuntaercs «rmepcrneKTUBHBIM BAPUAHTOM TEPAMUHU BTOPOM JIMHUN
ISl TAIUEHTOB:

* C YCTOMYMBOCTBIO K KOJXUIMHY: | 00OCTpeHHsI B MECSIl, HECMOTPS Ha JICUCHHE
KOJIXUIIMHOM B MAaKCHUMAJIbHOW MEPEHOCHMOW J03€ JIUTEIbHOCTHIO HE MEHee 6
MECSIIEB, HO TOJIBKO MOCJIE MPOBEPKU MIPUBEPKEHHOCTHU K JICUCHHUIO;

* «IJIOXO TMEPEHOCAIIUX Ja)ke HeYacTble OOOCTpPEHHUS WM HMEIOUIUX MPU3HAKU
3HAYMMOI'0 CTOMKOTO CYOKJIMHUYECKOrO BOCIAJIEHUS», TO €CTh C PUCKOM, a TaKXKe
CEMEMHBIM AaHAMHE30M MO0 Pa3BUTHUIO aMUJIOU034;

* C HEMIEPEHOCUMOCThIO KOJIXUIIUHA.

B pexomenmammsx EULAR ormedeHo Takxke, yto Onokaaa peuentopos NJI-1
UIpaeT 0COOCHHO BXXHYIO POJIb B JICUEHUU MALUEHTOB C CEMEIHBIM aHaMHE30M AA-
amuiongosa [141].

Ocnoscnenua CCJI

HaunbGonee wacteim ocnoxnenrnem CCJI sBasieTcss MUKpOUMTapHas aHEMUs,
CBSI3aHHAsl C MEPCUCTHUPYIOIIMM XPOHHYECKHMM BOCIHalieHHneM. Yactora aHeMHH, IO
JAHHBIM Pa3HbIX HCCIEN0BaHMM, BcTpedasiach y 53% mnauueHToB [119], koTopbiM
BriepBele auarHoctuposanmu CCJI, y 31% nanueHTOB, KOTOpBIE HAXOIWJIWMCh Ha
Tepanuu KoinxuuHoM [119]; y 6% nereil aHemuss HOCWIIa TEPCUCTUPYIOLIUIN
xponnueckuit xapaktep [37-39]. V 48% nereil ¢ mepcuctupyromieii anemuei Oblia
BbIsIBIIeHA MyTanus p.M694V B romosurotHom cocrosiuuu [37-39, 119]. B uucne
ocinoxuaenuit CCJI cmemyer oTMeTuTh pasButhe crieHomeranuu (y 10-60%) [7, 8,
14, 85], 3agepxku pocta y aereut [S1], CHUKEHNE MUHEPAIBHOM NIOTHOCTH KOCTHOU
Tkanu (y 22 - 30%) [S1, 158]. ¥V B3pochbIX HalMEHTOB OTMEUYAIOTCS CHUXKEHUE
KauecTBa >KWU3HU, JCMPECCHUS M PACCTPOUCTBO TCUXUKH, a TaKKe OeCIUIogue WU
MPEXKIACBPEMECHHBIC POJbI Y KEHIIUH, IOBBIIICHHBIA PUCK Pa3BUTUS CEPACUHBIX
3aboneBanuit U AA-ammionnosa [51]. OCHOBHbIMH NpUYUHAMU HHQPEPTUIHLHOCTH

CUUTAIOT BJIMAHHNC KOJXHIMHA Ha IMOABHKHOCTL CIIEPMATO30MAOB Y MYIKUYHUH, Y
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YKEHIIMH - Ha TOJABMYKHOCTh PECHUTYATOTO AMUTENUS MaTOUHBIX TpyO. C Oecruioauem
y OKCHIIMH CBSI3bIBAIOT BBICOKYIO BOCIAJIUTENBHYIO aKTHBHOCTH 3a00JICBaHUS,
OMOCPEIOBAHHO BJIMSIONIYI0 Ha TOPMOHAIbHBIA (DOH, a TaKkKe CIAeuyHyI0 OOJIE3Hb
BCJIEACTBUE peUuauBUpYyrOIMX neputoHutoB [47, 70, 71]. BocnanurtenbHas
aKTUBHOCTb TakK)K€ SBISETCA TMPUYMHOW HEBBIHAIIMBAHUS OEPEMEHHOCTH W
pexXIeBpeMeHHbIX poaoB [119, 120].

Campim omacHbIM ocltokHeHreM CCJI, BAUSIONIMM KaK Ha Ka4eCTBO KHU3HH, TaK
Y Ha €€ MPOJOJDKUTENBHOCTD, siBJsieTcsl AA-ammionno3 [22]. B uccinenoBanuu 470
nanueHToB u3 M3paunsg aMunongo3 pasHoOMl Jokaiu3anuu ObUT 3aUKCHUpOBaH B
26,9% cnyuyaeB [159]. HaubGoisiee cepbe3HbIM BapHaHTOM SIBJISIETCSI aMUJIOMZIO3 C
MOYEYHBbIM TOPAXKEHUEM. B MOMyISIUOHHOM HCCIEIOBAHUH, BBINOJHEHHOM B
Typuuu, ObUIO YCTaHOBJIEHO, 4YTO AA-aMUIOMA03 TMOYEK pa3BuBaics y 12,9%
naieHToB ¢ CCJI. OcHOBHBIMU (haKTOpaMHu PUCKA, IOMUMO BBICOKOIIEHETPAHTHON
MyTtanuu M694V, Obutun Oosiee mo3aHUM Bo3pacT mnoctaHoBku auarHoza CCJI wu
HaJIMYUEe aMHIJIONI03a Y POJCTBCHHHUKOB (OTHOIICHHE maHcoB 4,54; p = 0,001) [38,
39].

Ilpocno3z CCJI

[Iporupo3 CCJI siBnsieTcss OTHOCUTENIBHO OJaronpusiTHBIM, OCOOCHHO B CITydasix
HAJIM4Msl  HU3KONEHETPaHThIX BapuantoB reHa MEFV, mnpu otcyrcrBum
TOMO3HWTOTHOTO BapuaHTta M694V, B ciiygae Xopomiero OTBETa Ha JICUCHUE H
OTCYTCTBUU HEMEPEHOCUMOCTH KoixuiuHa. [Ipu Hanmnuum tsxenoro tedenus: CCJIL,
HEMEPEHOCUMOCTH WJIM PE3UCTEHTHOCTH K KOJIXMIMHY Y MAallMeHTa CYIIECTBEHHO
CTpaJla€T KayecTBO KU3HU [51], UMEITCS TakKe BBICOKUHM PHUCK pPa3BUTHUS
amumongo3a [38, 39, 159], HeoOXOAMMOCT, B TPOBEACHUU TEMOJIHAIIN3A H
TPAHCIUIAHTALINM, YTO CYLIECTBEHHO BJIMSAET HA MPOAOKUTENBHOCTD KU3HHU [27, 38,
39, 159]. [IlpumeHeHHE COBPEMEHHBIX TI'€HHO-WH)KCHEPHBIX OHOJOTHUCCKUX
MpenapaToB MO3BOJISIET YJIYUYIIUTh Ka4eCTBO JKU3HU, a TAKXKE MPOTHO3 MAI[UEHTOB C
TskensM TeuenrueM CCJLL

CemeliHasi CcpeU3EMHOMOPCKAsl JIMXOpPAJIKa SIBISETCS CPAaBHUTEIBHO PEIKUM

3a00JIeBaHUEM M JIOJDKHA OBITH BKJIIOYEHA B KpYr AU pepeHIrnanibHON AMarHOCTUKA
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NEPUOANYECKUX JIMXOPAJOK Yy JeTei, OCOOCHHO Yy TAaIlMeHTOB OIpeAeTIeHHON
THUYECKON TPHUHAJIC)KHOCTA (B KOTOPBIX PACIPOCTPAHECHBI BBICOKOIIATOTCHHBIC
Bapuantel reHa MEFV). [uarnoctuka CCJI ocraercs mnpeuMyIieCTBEHHO
KJIIMHWYECKOM, T€HETUYECKHUE HCCIIEIOBAaHUS WMEIOT MOATBEPKIAIOIIEE 3HAUYCHHE.
OcHoBoit Tepanuum mnamuentoB ¢ CCJI  sBuserca konxunuH. B cimydasx
PE3UCTEHTHOCTY WJIM HEMEPEHOCUMOCTH KOJIXHIIMHA TIpenapaTaMu BbIOOpa SIBISIOTCS
omokaTopsr MJI-1 [21].

CCJI  sBmserca  camMblM  PacOpoCTPaHEHHbIM B MHpPE  BapHaHTOM
ayTOBOCHAJIUTENBHOTO CHHAPOMAa W OTHOCUTCS K TpyNNe MNePUOJUYECKUX
(muxmaeckux) nuxopanok. CCJI xapakTepusyercss caMOCTOATEILHO TMPOXOIAIIUMU
AMU30JaMU JINXOPAJKHU, cepo3uTa u aptputa [21]. 3aboiieBaHME HMEET YETKYIO
ATHUYECKYIO TPEAPACIIONOKEHHOCTD: TJIABHBIMA HOCUTEISIMU JaHHBIX MATOTEHHBIX
BApUAHTOB B MHUPE SIBIAIOTCS TYPKH, €BpEH, a TaKXKE KOPEHHBIC KUTEJIHU CTpaH
cpenuzemHomopckoro peruona (FOxnas EBpoma, CeBepHas Adpuka, bimxHuii
Boctok, ctpansl 3akaBkasbsi) [165]. B Poccuiickoit ®@enepanuu Hanbojee 4acto
CCJI BcTpewaeTcsi cpeau JIMII apMSHCKOW W a3epOailpkKaHCKOW HalMOHAIbHOCTEH
[124].

B GonpmmHcTBe cinyuyaeB knuHudeckue mposieiieHus CCJI cBsizaHbl ¢ MATHIO
HanOoJIee YaCThIMU NMaTOr€HHBIMUA BBICOKOIICHETPAHTHBIMU Bapuantamu rena MEFV
(p.M694V, p. E148Q, p.M6801, p. V726A, p.M694I), xoTopble B 00IICH CIOXKHOCTH
BcTpevarotcs y 70—-80% nanuentos [169, 173].

1.3. UcTopuko-3THOrpaduyeckre 0cooeHHOCTH (GOPMHUPOBAHUA KPbHIMCKO-
TATAPCKOr0 3THOCA, OOBSICHSIOIIME HAJTHYHE CEeMEiHOM CpeauM3eMHOMOPCKOM
JIUXOPAJAKH

KpbIMckue Tatapbl SBISIOTCS HanO0JIee MHOTOYUCICHHONW STHUYECKOM TPYIIo B
Kpsimy, B koTopoi Bctpeuwaercas CCJI. Hwurke mpencraBieH HCTOPUYECKUN aHAIU3
dbopMHpOBaHUS 3THOCA KPBIMCKHX Tarap Ha MoiyocTpoBe KpbiM, OnuchIBaromias

CMCIICHHUEC HaHHBIX HﬂpOI[HOCTef/'I, KOTOPBIC, BOBMOXHO, ABJIJIMCh HOCHUTCIIMU I'CHA

MEFV [10, 29].
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Haubonee npeBHMMH HApOAHOCTAMH, HaceIsSBIIMMH KpbiM, OBLIM TaBpBHI.
TaBpamu rpeKU-3JUTMHBI Ha3bIBAIU JIEMEHA, HACENSBIIINE TOPHO-TIPEATOPHYIO YacTh
MOJIyOCTpOBa M BCE IOKHOE TMOOEpexbe, 3aTeM MOSBUIUCH Ha IMOJIYOCTPOBE
KUMMEPHUHIIIBI - 3TO HAUMEHOBAHWE BOMHCTBEHHBIX KOYEBBIX IJIEMEH, HACEISIBIIUX B
X-VII BB. 10 H. 5. B Il B. Kpbim HazbiBasncs Ckudckum rocy1apcTBOM, OHO Majo MOJ
ylapamu capmar, a 3aTeM rotoB ¥ TyHHOB. OcTaBIascs 4acTb CKU(OB CMeIIanach ¢
TaBpamu, capMaTaMyd U TOTaMH. AJIaHbI - OJIHO U3 KPYIHBIX CApPMATCKUX KOUEBBIX
IJIEMEH, KOTOpble Hayanu npoHukaTth B KpsiMm Bo Il Beke. B paHHEM cpeqHEBEKOBbE,
HapsAy ¢ TOTaMu, (POPMHUPYIOT STHUYECKYIO OOIIHOCTh «roToananbl». B reuenue IV -
V BB. B KpbIM HEOTHOKpaTHO BTOprayiich ryHHbI. Cpeir HUX ObUTH pa3HbIe IJIEMEHA
- TIOpKCKHUE, yropckue, oonrapckue. B V-1X BB. B 10ro-BOCTOYHOM U 0r0-3al1aJHOM
KpbiMy M3 TOTOMKOB aHTHYHBIX TPEKOB, TaBPOCKU(OB, roToajaH, 4acTH TIOPOK
dbopMHpyeTCST HOBBIM ATHOC, BIOCIEJCTBUU IOJYYUBIIUNA Ha3BaHUE «KPBIMCKUE
rpeku» U (QopMupyroT BuzaHTHiiCKUA 3THOC KpbiMa. B panHeM cpegHEeBEKOBbeE,
Hapsiy ¢ roraMu, (GOpPMUPYIOT STHUYECKYIO OOLIHOCTh «TOTOAJIaHbl». Xa3aphl -
coOupaTeIbHOE Ha3BaHUE PA3HBIX HAPOJTHOCTEH TIOPKCKOTO (TIOPKO-00JTaphl, TYHHBI
U JIp.) U HETIOPKCKOTro (Maabsipsl U Jp.) npoucxoxaeHus. K VII B. oOpazoBanoch
rocyJapcTBO - Xa3apCKHil KaraHat, OObeIWHHUBIIEE HECKOJIBKO HapoJoB. B KoHIe
VII B. xa3apsl Bropriuck B KpbiM, 3axBaTuB €ro r0xkHyr0 4actb. B Kpeimy xa3zapsl
cMemanuch ¢ MecTHbIM HaceneHueM. B IX mo X Bekax copmupoBanacs Kuesckas
Pycwy (cnaBsiuckmii atHOC). B X Bexke KpbiM mocTosiHHO moaBepraicsi Haberam
MEYEHETOB (TIOPKOS3BIYHBIX KOYEBHUKOB) M TIOJIOBIIEB (KUIMYaKH, KOMAaHbI) -
TIOPKOSI3bIYHBIA KOYEBOM HApoA. BHociencTBUM MOJIOBUBI NPAKTUYECKU CIUIIUCH C
MPUILTEIMU TaTapO-MOHTOJIAMH U CTaJIM 3THHYECKOM OCHOBOM OYIyIIero KPhIMCKO-
TATapCKOro 3THOCA, T. K. YMCIECHHO TMpeoOfiafjanv HajJ OpAbIHIAMU U ObUIM
OTHOCHUTEJILHO OCEJJIbIM HACEJIECHUEM IMOIYyOCTpoBa. ApMsHe nepecesitorcsi B Kpbim
B XI-XIII BB., ciacasich OT HaOEroB TypOK-celabIKyKoB U apaboB. B Kpsimy B XII
BEKE TMOSIBJISIOTCS BEHEIMAHCKUE KYIIbI, KOTOPBhIE€ BIIOCIEJICTBUM OCEIH, a
renys3ckue - B XIlI-m u nocrenenHo BbITeCHWIN BeHEMAHIEB. B manbHememM 10

XIX Bexka KpbiM moaBeprajgoch HaberaMm TaTapO-MOHTOJIBCKMX OpJ (OpJBIHIIBI —



41

uctopuueckuii Tepmut). Cpeau HUX ObUTM MOHTOJIBI, TIOPKH U IPYTHE, TOKOPEHHBIE
MoHrosnamu iemena. B 1475 r. B Kpeim Broprincs Typku-ocmanbl. Co BpeMEHEM,
TYPKH NIEPEMEIIAINCH ¢ MECTHBIM HACEJIECHUEM, U CTAIA OAHOW U3 ITHUYECKUX TPYIII
KPBIMCKO-TAaTapCKOrO HAapoJa M TOJYyYMIM Ha3BaHHE «IOKHOOEpEKHBIE TaTapbi».
peBHue eBpern B KppiMy mnosBisitorcs emé€ ¢ Hadana Hamed 3pel. OpgHa w3
HapOJHOCTEM, HUMEIOIMUX MPOUCXO0KIACHUE OT II0TOMKOB €BpEEB - KPBIMYAKHU
(TIOpKOSI3BIYHAST MAaJIOUMCIICHHAs HapoJaHOCTh, cdopmupoBabmasicas k XVIII B.,
UCIIOBEYIOIIAsl NyIanu3M).

[Ipouecc gopMupoBaHusi 3THOCA, KOTOPBIM BHOCIEACTBUU MOJYYHJI HAa3BAHUE
«KpBIMCKHE TaTapb», OBbUI JOJIMM, CJIOXHBIM M MHOTOIUIAHOBBIM. B  ero
(GOpMUPOBAHUN TPUHSUIM Y4YacTHE TIOPKOS3bIUHbIE (MIOTOMKHU TIOPOK, IE€UYEHEIrOB,
MIOJIOBLIEB, OPJABIHLIEB WU [Jp.) U HETIOPKOA3BIUHBIE HApOAbl (TOTOMKH TOTOAJIaH,
I'PEKOB, apMsH U J1p.). KppIMCKre TaTapbl cTaiau OCHOBHBIM HacesneHrueM KpbiMckoro
xaHctBa ¢ XV mo XVII B. Cpeau HHUX MOXHO BBIACIUTH TPU CYOITHUUECKUX
rpynnsl. «['OpHBIE TaTape» paccesIuCh B TOPHOM W MPEArOPHOM 4YacCTAX
noJsiyoctpoBa. Mx sTHHYECKOE AP0 B OCHOBHOM CJIOKHIJIOCH K XVI B. U3 MOTOMKOB
OpIBIHIEB, KUITYAKOB M KPBIMCKHX I'DEKOB, IPUHABIIMX HCJIaM. DTHUYECKAs TPyIIa
«IO)KHOOEpEeXKHBIX Tarap» c(hopMHUpOBaJaCh MO3AHEE HA 3€MJIX, IOBIACTHBIX
TYpPELKOMY CyJTaHy. MX OSTHHYECKYyH0O OCHOBY COCTaBWIM IIOTOMKM MECTHOIO
XPUCTHAHCKOTO HaceleHus: (roToajlaH, TPEeKOB, HUTAJbSHLEB M Jp.), KOTOpHIE
IIPO’KUBAJIM HA OTUX 3€MJISIX U NPUHABIIME MCIIAM, 4 TAK)KE IIOTOMKH IIEPECEIICHLIEB
n3 Mamon Aszuu. B cremnom Kpeimy, [IpnuepHomopse u IlpucuBambe koueBanu
HOTaWIIbl, KOTOPbIE UMEIH, B OCHOBHOM, TIOPKCKHE (KHUITYAKCKHE) U MOHI'OJIbCKHE
kopHU. [lo3nHEe OHM BIWINCH B KPBIMCKO-TAaTapCKUil 3THOC. X cTanu Ha3bIBaTh
«cTernHbie TaTaps» [10].

IIoCKOJIBKY KpBIMCKHE TaTapbl HE 3asBIEHBl B JINTEpAType, KaK TapreTHas
stHrueckas rpynmna CCJI, 3To mpuBOAWIIO JOJITOE BPEMSI K OTCYTCTBHIO ITPABUIIBHOTO
JIMarHo3a M IO3JHEW IMOCTAHOBKE IMAarHo3a, MOCKOJIbKY Bpaud HE paccMaTpHUBaIU
cam ¢akt cymectBoBanus CCJI y maneHToB KpbIMCKO-TaTapCKOW HAIIMOHATBHOCTH.

Hamm Obin IIPOBCICH I/ICTOpI/I‘IeCKI/Iﬁ dHaJIN3 BO3MOJXHOTI'O IIOIIAAdaHUS MYTAHTHBIX
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aieneil rena FMF B momyinuio KpbIMCKHX TaTap. YUYWThIBas MyTH MUTPalUU
HACEJICHUsI B JPEBHHE BPEMEHa, a Takke (PakT HanOOIbIIEH pacmpoCTpaHEHHOCTU
CCJI cpenu apaboB, TypOK U €BpEEB, MOYKHO MPEIIOJIOKUTh, UYTO 3a00JIeBaHUE
IIPULUIO B CPEIU3EMHOMOPCKMM PETHOH €O CTOpoHBl bimkHero Bocrtoka, B
O0COOEHHOCTH €r0 pacHpOCTPaHEHUIO CIIOCOOCTBOBAIa MUTpalMsl eBpeeB-cedapioB U
Typok BAOJbL mobepexbs CpenuzemHoro mopsi (CeepHas Adpuka u IOxnas
EBpoma). Kak BHOHO U3  BBIIICH3IOKEHHBIX HCTOPUYECKHX JAHHBIX, B
(GOpMHUPOBAaHUM  3THOCA KPBIMCKUX TaTap MpPUHUMaJId  ydyacTUE  MHOTHE
cpenu3eMHOMOpCKHe Hapoabl. KpbIMckue TaTapbl, Kak JTHUYECKas TIpyIa
HOCHUTEJIEH CPEAN3EMHOMOPCKON JIMXOPaJAKU PAHEE HE ONMCHIBAIACD.

VYuuTthiBasi BCe BBILIEU3I0KEHHOE, HEOOXOIUMO M3YYEHHUE PACIIPOCTPAHEHHOCTH,
TEHETUYECKUX BApHAHTOB, a Takxke KiInHu4eckux ocobenHocrer CCJI cpeau
KPBIMCKO-TaTapCKOro HaceyleHHs B KppIMy B CpaBHEHHMM C JIPYTMMU 3THUYECKHMH

rpynmnamu.
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I'nasa |[l. METOJOJIOT WA N METO/IbI HCCJIEAOBAHUA

2.1. Opranusanus UCcJie10BaHMS

Hacrosiast paboTa BbITIOTHEHA HA 0a3€ CIECYIOMNX YUPEIKICHUI:

Kadenpa nequatpun ¢ kypcom jeTckux nHpexnuoHHbix 6omaesnein ®I'AOY BO
K®VY um. B.1. Bepnanckoro (3aBemyromas kadenpoii: 1.M.H., mpodeccop Jlarynosa
H. B.).

PecnyOnukaHckasi nerckas kiuHU4Yeckas o0onpHuna 1. Cumdbepomnons (riIaBHBIM
Bpad — K.M.H., Oneitnuk A. B.).

Herckas xnmuauka ®I'BOY BO CIIGITIMY Munszapasa Poccun, xademnpa
TOCIUTANILHON TeAuaTpuu W neauarpuyeckoe otaeneHue Ne3 (a.M.H., JIOIEHT
Koctuk M. M.).

®I'AY HUU Pemartonoruu um. B.A. HaconoBoii (k.M.H., goneHT Hukuimna
W.I1., n.m.H., npodeccop Canyruna C.0O.);

HMMUIL AI'OU um. Imutpus Porauea (k.M.H., gouieHT Koznosa A.JL.);

Kadpenpa oOmeit u wmonekynspHoit renetnku DOI'BOY BO CIIGITIMY
MunsapaBa Poccuu (3aBeayromuii kadenpoi, uiaeH.-kopp., npodeccop NUmMsHUTOB
E.H., k.m.H., nouent Cycnuubia E.H.);

locniurane yHuBepcutera Hacetepe, Ankapa, Typrus (Ummusen Akca Kaya,
Erdal Sag, Yelda Bilginer, Seza Ozen).

OTtuyeckasi dKcnepTuza Oblia mpoBeaeHa KoMuTeToMm 1o 3tuke KOV um. B.M.
Bepnaackoro (mpotokon Ne7 ot 06.05.2020 r.), paboTa COOTBETCTBYET BCEM
TpeOOBAHMSIM MOPATHHO-ITUYECKUX HOPM B COOTBETCTBHM C POCCUUCKUMHU H
MEKIYHAPOJIHBIMH MOPAJbHO-ITUYECKUMU HOPMaMU M TMOJOXKEHUSAMH, a TaKxkKe
XenbCUHKCKOW  Aeknapanuu  «PexkomeHmaumu [Uis  Bpayed, 3aHUMArOIINXCS
uccleoBaHusIMU ¢ yvyactueMm jwoaei» (1864 r., ¢ usmenenusimu ot 2013 r1.),
KonBeHuu o 3amure npaB ¥ JOCTOMHCTBA YEJOBEKA B CBS3U C HCIOJIb30BAHUEM
noctuxeHut ouonorun u Meautunbl (ET8-164, 1997 r.), Beeobmieit aexnapanuu o
ounostuke u mpasax venoBeka (FOHECKO, 2005 r.), MexnynapoaHoit koHpepeHuu

MO corjacoBaHui0 «PyKOBOACTBO MO Ka4eCTBEHHOW KIMHUYECKOH mpaktuke» (1996
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r.), MexnyHapogHomy koaekcy MenuuuHckor »tuku (1983 r.), «lIpaktuueckoe
PYKOBOJCTBO i1 He3aBUCHUMBIX KOMHUTETOB IO BOMPOCAM ATHUKU B MEIUIIMHCKUX
uccienoBanusx Ha 4enoBeke», Royal College of Physicians of London, usganme
onomeauuHckux ucciaegopanuid, BO3 (2000 r.), 3akoHonmarenbcTBy Poccuiickoit
®enepanuu: O3 PO ot 21 Hosa6ps 2011 1. Ne323-h3 «O06 ocHOBax oxpaHbl 3J0POBbS
rpaxaan B Poccuiickoit @enepauuinn» v ap.

[TaniieHTh, a TaKXKe WX 3aKOHHBIE  MPEACTABUTENIM  MOJINKCHIBAIIN
uH(OpMUPOBaHHBIE corjacusi. Bce JaHHBIE MAIIMEHTOB ObLIM AaHOHUMU3UPOBAHBI.
Bce dororpaduu nanueHToB myOJIUKOBAIUCH MOCJIE TOANUCAHUS TAlUEHTaMu, TU00

HNX 3aKOHHBIMHU IIPCACTABUTCIIAMU, OTACIIBHBIX I/IH(I)OpMI/IPOBaHHBIX COTJIacHuHu.

2.2. Kiiunuyeckoe o0cJjieloBaHue KOHTHHI€HTA

Huzaiin uccnenoanusi: 31 pedenok B Kpeimy (u3 Hux: 25 naruenton ¢ CCJI - 21
MAIMEHT KPBIMCKO-TATapCKOW HAIIMOHAIBHOCTH, 4 peOeHKa - APYTrUX STHUYECKUX
rpynm, 6 JgeTeil ¢ peaKMMH ayTOBOCHAJIMTENbHBIMHU 3a0oneBaHusMu), 40 merer -
typerikori HamuoHanbHOCTH ¢ CCJI, 128 B3poCaBIX 3H0pPOBBIX JTOOPOBOJIBIICB
KPBIMCKO-TaTapCKON HAIlMOHAJILHOCTH.
1) Hdern ¢ CCJI KpbIMCKO-TATAPCKOMH HAMOHAJIBHOCTH (21 manueHT)

Kpumepusmu exnrouenus saBIsIUChH: ASTCKUM Bo3pacT (10 18 7eT), KphIMCKO-
TaTapckas HallMOHAJIBLHOCTH (10 CaMOOMPENCIICHUI0 O0OUX POJUTENeH), AUArHo3
CCJI, ycraHoBJIeHHBIN coriiacHo kputepusm Eurofever/Printo, 2019 (nepuoanveckas
JUXOpajika, COMPOBOXJaemasi  apTPUTOM,  apTPaITHSIMH, SPUTEMATO3HBIMU
BBICHIMTAHUSIMU, OOJSIMU B KMUBOTE M TPYTHOM KJIETKE, BBICOKOW CEPOJIOTHMYECKON
aKTUBHOCTHIO), OOHApYKEHUE BBICOKOTICHETPAHTHBIX BapHaHTOB BO 2-M u 10-m
sk30Hax rena MEFV [14].

Kpumepusmu ucknrouenus SBASIUCH: MPUHAMICKHOCTh K JAPYroll 3THUYECKOUN
rpytie (WM KpbIMCKO-TaTapCcKasi HAIIMOHAJIBHOCTh TOJIBKO Y OJTHOTO U3 pOoJuTeNei),
Npy KIMHUYECKOM cooTBeTcTBHM Kputepusm Eurofever/Printo, 2019 — orcyrcTBue

natoreHHoro Bapuanta B rene MEFV.
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KputepusMu HEBKIIOUEHHUS SIBISUTUCH: BO3pACT HalrpenTa ooinee 18 net, Hamuuue
KpUTEpHsl UCKITIOUeHus1, cornacHo Eurofever/Printo 2019.

VY Bcex MaueHToB OLEHUBAIHCH:

- XapakTepUCTUKU Je0ioTa (Ha MOMEHT YCTaHOBJICHHs AMarHos3a), a Takke
aHAJIOTMYHbIC XapaKTEPUCTUKU B MOMEHT TOCJIETHETO BU3UTA B KIMHUKY (OKOHYAHUE
UCCIICIOBaHMS): KIMHUYECKUE — JIMXOpajaKa, apTpHUT, apTpairuu, O0iu B >KUBOTE,
00MM B TPYAHOW KJIETKE, POXKENOJOOHBIE BBICBHIIAHUA, MNPOAOJLKUTEIBHOCTD
NPUCTYIa JUXOpaJku U Oojel B KUBOTE; JabOpaTOpHbIE MPU3HAKU: KOJIUYECTBO
JEHKOUUTOB, TPOMOOIIMTOB, YPOBEHb I'€MOrJ00MHA, CEPOJIOTMYECKasi aKTHBHOCTD:
COD, CPb.

- Tepamnusi: KOJXMIIMH, /1033, NEPEHOCUMOCTh, Haluuue MoOOYHbIX 3((HEKTOB U
Tepanusi TeHHO-UHXEHEPHBIMU OMOJIOTMYECKUMU NpErnapaTaMu.

[TaruenTsl, nomy4aBiide cTaloHapHoe JiedeHue (20 manMeHToB), MpH MEpBOU
TOCIUTAJIN3ALUHN TPOXOJUIH CIEYIOIINE UCCIEN0BAHUSA:

- nabopatopusie: COD, CPb, OAK, OAM, OMOXUMHUYECKUI aHAJIN3 KPOBH, TTOCEB
KpPOBHU Ha BBICOTE JINXOPAAKHU TPUXKJbI, IOCEB MOYH, ITOCEB U3 3¢Ba U Hoca, MDA x
repriec BUpycaM, IUTOMEraloBUPYCY, BUpycy DnmTteiH-bapp, renaturam B, C, RW,
BUY, xnamuausm, MUKoIUIazMamMm, Opylesie3y, HepCHHHO3y, IIHUrelie3y,
CaJIbMOHEJIIE3y, TOKCOIUIA3MO3y, TJIMCTHBIM HHBa3WsM; MapKepbl ayTOMMMYHHBIX
3a0oneBanuii: AHA, HLA B27 ceiBopotku kpoBH, AT k nBycnupansHoit JJHK;

- MHCTPYMEHTAJIbHbIE: KOMIIBIOTEpHAsi TOMOTrpadusi OpraHOB TI'PYAHOM KIETKH,
sxoKapauorpadus, yiabTpPa3ByKOBOE HCCIEIOBAHUE OPraHoOB OpPIOUIHOW MOJIOCTH,
yIbTPa3ByKOBOE U PEHTTEHOrpaHUuecKoe HCCIEIOBAaHUE CYCTaBOB, MarHUTHO-
pEe30HAHCHAs TEPaIus CyCTaBOB - MPU HEOOXOAMMOCTH;

- koHcynbraruu JIOP-Bpaua, odrTanbMosiora, THHEKOJIOTa, KOHCYJIbTAIUs
¢Tusnatpa (peakuus MaHTy U AMACKHH-TECT, P HEOOXOIUMOCTH KOMIBIOTEpHAs
TomMorpadus OpraHOB TPYIHON KJIETKW) — JUIsl HUCKIIIOYEHHs] TeHe3a JUXOPaJIKH,
0OyCJIOBJIEHHON WH(MEKIMOHHOW MpUPOJ0H; remaTtojora (Mpu HEOOXOAUMOCTU

Ouorcuss KOCTHOTO MO3Ta W/WIM TPEMaHOOUOICHs, KOMITbIOTEpHAs Tomorpadus
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OpraHOB OPIOIIHOM TOJIOCTH) JIJIsi UCKITFOUEHHSI TeMO01acTo3a, Mpyu HE0OOXOAMMOCTH
KOHCYJIBTAIIHS XUPYypra — IMPU OCTPOM a0 JOMUHATHPHOM CHHIPOME;

- MOJIEKYJIIPHO-TEHETUYECKOE O0CIeI0BaHUE «Topsiuux Todek» 10-ro sK30Ha
rena MEFV (npu nHeobxomumoctu 2-ro 5K30HA) MPOBOAWIOCH BCEM MallMEHTaM -
(trapretHoe NGS cexBenupoBanue, mnaHendb «llepBUUHbIE HUMMYHOIESDUIIMTHIY),
nposoawiioc B OI'bY «HMUL[ onxonormn umenn H.H. IlerpoBa» Munsgpasa
Poccun Hayunasi naGopatopusi MOJIEKYJISIpHOW OHKoJIOTMU. Bpems HaOmoaeHus
cocTaBWIIO 4 roga. XapakKTEpUCTUKA KPHIMCKO-TaTaAPCKUX MAllMEHTOB, BKIIFOUCHHBIX B
ucclieJoBaHue, npejicrapieHa B Tadmuie 2.1.

Tabnuna 2.1 - XapakTepucTuka KpeIMcKo-TaTapckux namueHtos ¢ CCJI,

BKIIIOUYCHHBIX B UCCIICAOBAHUC

[TpusnHax Pesynbrar; n=21 (%)
(mediana, min; max)

[Ton, my>xckoit, n (%) 7 (33,3)
[Tou, sxenckwid, N (%) 14 (66,6)
Bo3pact BKIIOYCHHS B UCCIICIOBAHME, T. 11,3 (1,2; 17,5)
Bo3spacr ne6rora, T. 2,0 (0,3; 4,9)
Bo3spact ycranosnennst CCJL, T. 9,2 (1,5; 17,0)
Bpewms 1o ycranosnenus auarno3a CCJI, r. 4,6 (1,5; 17,0)
Jletn ot OJM3KOPOACTBEHHOTO Opaka, N (%) 7 (33,3)
Macca Teja manueHToB, KI 41,0 (12,2; 90,2)
CucreMHbINH aMuIon03, n (%) 0 (0)

Pacnpenenenne mo noiy MamyeHTOB: MallbuMKOB — [/, AeBodyek — 14. Cpennuii
BO3pacT Je0roTa 3abosieBaHus cocTaBwi 2 roaa. Bo3pact nebrora muaamie 2-X JeT
coctasul - 44,0%, ¢ nebroToM miamiie S et — 55,0%.

Y naumentoB ¢ CCJI KpbIMCKO-TaTapCKOW HAMOHAJIBHOCTH OT MOMEHTA
MOSIBJICHUS CHUMITOMOB JIO YCTAHOBIIEHWS JHAarHo3a YyCTAHOBIIEH OOJBIION

BPEMEHHOU MPOMEKYTOK.
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C MOMEHTa YCTAHOBJICHUSI JuarHo3a BO BpeMsl uccienoBaHusi (4 roaa) Bce
MAIMEHTHI TIOTyYajIu TEPAMUIO KOJXUIIMHOM B BO3PACTHBIX JO3UPOBKAX, Y 2-X UMEIH
MECTO TMpPHU3HAKKM HENEePEHOCUMOCTH (TOIIHOTA, OOJM B IKHUBOTE, JAHAPCHHBIN
CHUHAPOM), YTO TMPUBOAWIO K CHHXCHUIO TPUHUMAEMOW J03bl KOJXWIIMHA U
MpOMyCKaM Tepanuu, y 4 TMaluMeHTOB OB HEIMOJHBIM OTBET Ha KOJIXMIIMH.
HeB03MOXHOCTh HAJIE)KHO KOHTPOJUPOBATH 3a00JIEBAaHUE IMOCITYXHJIO IMOBOJIOM K
HA3HAYCHUIO TeHHO-UH)XCHEPHON OMOJOTnYecKoi Tepanuu (Tadmmma 2.2).

Ta6nuna 2.2 - Tepanus nanueaToB ¢ CCJI KppIMCKO-TaTapCKON HAIIMOHAILHOCTH

Tepanus KomuuectBo manuenTos (N; %),

(mediana, min/ max)

- KonxuIuH, N (%) 21 (100,0)

- CpemHsis 103a, MT 1,5(1,0; 1,5)

- cpedHss 103a, MI/KT 0,035 (0,02; 0,05)
['eHHO-UH)KEHEpHAs OMOJIOTHYECKAsT TePaITHs

- KaHakuHYMao, n (%) 3(14,28)

- Touunmuzymao, n (%) 2 (9,52)

- aganimmMymao, n (%) 1 (4,76)

- aTa”apuent, N (%) 1 (4,76)
Pe3ucTeHTHOCTD K KONIxuiuuy, N (%) 4 (19,04)
Henepenocumocts konxuina, N (%) 2 (9,52)

Bce manmentsl ¢ auaraozom CCJI mosnywanu tepanuio koaxuuHoM (100.0%),
cpensisi go3a cocraBwia 1,5 wmr/cytku — 0.035 wmr/kr. Pe3UCTEHTHOCTH K
KOJIXMIIMHOTEpanuu otMmevanach y 4-x (19.04%) maumeHTOB, HEMEPEHOCUMOCTD - Y
2-x (9.52%) manueHTOB (IMCHENTHYECKHE PACCTPOMCTBA, TOKCHYCCKHM TIeIaTuT).
JlaHHBIM TanueHTaM Oblla CHIJKEHA J103a WJIM BPEMEHHO OTMEHEHA Tepanus
KOJIXMIIMHOM M Ha3HAu€Ha Tepamnus TreHHO-uHXeHepHbiMu mpenapatamu (I'MBIT).
Tepanuss MBIl Ha3Hauena 7-mMu nauumeHtam. M3 Hux: kaHakuHymabom — 3-M

naruerTam (14,28%), roumnusymadom — y 2-M manuentam (9,52%), 2-m namueHTam
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omokaropamu ®HO-a: amanmumymadbom — 1-my maruenty (4,76%), sTaneprentom —
1-my manuenty (4,76%). Bce manumeHThl, KOTOphIM ObLIa MHUIIMUPOBAHA TEpamus
I'UBII, nmonyyanu ee B COYETAaHUM C KOJXUIMHOM. [lamueHThl, y KOTOpPBIX K
KOJIXMIIMHOTEpanuu Obljia MPUCOECTUHEHA Tepanus aJaliuMyMaboM U dTaHapIIENTOM,
MMEJTU COMYTCTBYIOUIUHN AHUArH03 IOBEHUIHLHOTO HI0NATUHYECKOTO apTPHUTa.

[Ipu ¢opmMupoBaHuM TpyHH UCCIEIOBAHUNA, B TPYIIY C NEPUOAMYECKUMU
JUXOpaJKaMyd ObUIM  BKJIOYEHBl JIETU C PEOKHUMH  ayTOBOCHAIUTEIbHBIMU
3a0oneBanusiMu U aetu ¢ CCJI npyrux 3THHYECKUX rpyIi. B nanpHeiiem, coriacHo
KPUTEPHUSAM HUCKIIOUEHUS, JETH C PEAKMMHU ayTOBOCIAIUTEIbHBIMHU 3a00J€BaHUSIMHU
(6 yenoBeK) ObUIM BKIIIOUEHBI B KPYT Au(depeHIInanbHON TMarHoCTUKU: 1 peOeHOoK ¢
unteppepononatueit — SAVI cunapom, 1 pebenokx c cunapomom CANDLE, 1
pedbenok ¢ DADA2 cunapomom, 1 peGeHok ¢ aeduruToM MeBallOHAT-KUHA3bI, |
pebeHok c¢ cucremHoir ¢gopmoit FOUA, 1 pebenok c¢ cycraBHoiu (opmoit FKOMA
(aakunosupyromuid  cnonaunoaptput) u CCJI. Bcem nersam ObLIO TPOBENECHO
MOJIEKYJIIPHO-T€HETUYECKOE UCCJIEI0BAHUE NGS-nanens (denepanbHOE
roCy/lapCTBEHHOE OIOJUKETHOE HayudyHOe YyupexJeHue "Meauko-reHeTU4eCKHit
Hayunbiii Ilentp wum. Axanemuka H.IIL.  boukoBa»). Taxxke mnpoBeneHa
muddepeHnnanbias  AMArHOCTUKA  TMEPUOJUYECKUX  JUXOPAJAOK C  PEIKUMH
ayTOBOCHAJIUTEIbHBIMU 3a00JIeBaHUsIMU (TIpuBeeHbI KinHndeckue npumepsl CCJI u
PEAKUX ayTOBOCHAIMTENbHBIX 3a00eBaHuil) y nerei B Kpbimy.

2) B3pocabie 128 yenoBek (crapuie 18 Jier).

Kpumepuu  exnrouenus: Bo3pact crapuie 18 7jer, KpbIMCKO-TaTtapckas
HAI[MOHAJBHOCTh (110 CaMOOIPENETICHHI0), OTCYTCTBHE Xallo0 Ha MEPUOAMYECKYIO
JUXOPaJKy Ha MOMEHT 00CIIeIOBaHUS U B aHAMHE3E.

Kpumepuu ucxnrouenusi: Bo3pacT MeHee 18 Jer, KpbIMCKO-TaTapckas
HAI[MOHAJBHOCTh Y OJIHOTO M3 POJUTENIECH HCCIEeIyeMOro, Hajlu4yhe Xajlod Ha
NEPUOINYECKYIO JIUXOPAJKY, COMPOBOKIAEMYIO POKEMOJOOHBIMU BBICHITAHUSMU
WM CYCTaBHBIM CHHIPOMOM Ha MOMEHT 0OCJIeIOBaHUS U B aHAMHE3E.

Bcem wuccnegyeMbiM OBLJIO MPOBEACHO CKPUHUHIOBOE HCCIIEIOBaHHE IIO

BBISIBJICHUIO HOCHUTEJIBCTBA IMAaTOTeHHbIX BapuaHToB reHa MEFV (mpooawnoch B
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OI'bY «HMUL] onkonornn mmenn H.H. IlerpoBa» MunsnpaBa Poccun Hayunas
1abopaTopus MOJICKYJSIPHOW OHKOJIOTHH) Yy 128 4enoBek T0OpOBOJBIIEB KPHIMCKO-
TaTapCKOM HAIIMOHAJIBHOCTH, CUMTAIONIME ce0si 370pOBBIMH, 0€3 MPHU3HAKOB
auxopaaku u3 25 paiioHoB Kpeima u r. CeBactonons (1o 4-5 4enoBek W3 KaKaoro
paliona u ropoga). KpbeIMcKko-TaTapckasi HalMOHAJIBLHOCTh OMNpeNessiach 110
CaMOOIIPEAEIICHHUIO YEJIOBEKA K JAHHOW HAallMOHAIBHOCTH.

3) deru ¢ CCJI Typenkoii HAMOHAJBLHOCTH (TIPEOCTABIICHHAS MEIUIIMHCKAS
nokymeHTanus 40 manreHToB) rocnuTais yuusepcurera Hacetepe, Ankapa, Typiusi.

Xapakrepuctuka typenkux nanuento ¢ CCJI (Tabmuua 2.3).

Tabnuna 2.3 - Xapakrepuctuka Typenkux nanuentoB ¢ CCJI, BKIIOYEHHBIX B

UCCIICIOBAHUE

[Tpu3Hak KosmyectBo maruento; N=40 (%)
(mediana, min; max)

[Tos, myxckoit, n (%) 22 (55,0)

[Ton, »xeHckwuii, N (%) 18 (45,0)

Bo3pact BKIIOYCHUS B UCCIICAOBAHHME, T. 12,7 (8,5; 16,4)

Bospact ne6rora, r. 3,3(1,9; 5,0

Bo3spact ycranosnennst CCJL, T. 4,7 (2,5; 8,2)

Bpewms o ycranosienus auarunoza CCJIL, . 0,9(0,2;2,1)

Jletn oT OIM3KOPOACTBEHHOTO Opaka, N (%) 16 (40,0)

CucreMHbIIH aMuIon03, N (%) 0 (0)

Kpumepusmu exnouenus aensaucey: nerckuit Bo3pact (mo 18 ner), Typenkas
HallMOHAJIBHOCTh (TI0  caMoompeaesieHu0 oboux poautenei), nuaro3 CCJI,
YCTAHOBIICHHBIN corjacHo kputepusm Eurofever/Printo 2019, oOHapyxeHue

BBICOKOIIEHETPAHTHBIX BapuaHTOB BO 2-M U 10-M sk30Hax rena MEFV.
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Kpumepusamu ucxknouenus s61i1ucy: Typelkas HAIMOHAJIBHOCTh TOJBKO Y
OJTHOTO U3 POJUTENCH, PU KIMHUIECKOM COOTBETCTBUH KpuTtepusim Eurofever/Printo
2019 — oTcyTcTBHE MaTOreHHOro BapuanTta B rene MEFV.

Kpumepusmu nesxnouenus aensnucy. TPUHANICKHOCTh K JPYrod 3THHUYECKOMN
rpyIine, BO3pacT naruenTta 0osee 18 jeT, Haau4yue KpUTepusi UCKIFOUEHUsI, COTJIACHO
Eurofever/Printo 2019

Bcem nanuenTam ObUTHA MPOBEJICHBL:

- nabopatopusie: COD, CPb, OAK, OAM, OMOXUMHYECKUIA aHAIN3 KPOBH, TIOCEB
KPOBHY HA BBICOTE JINXOPAJKH TPUXKIbI, IOCEB MOYH, IOCEB U3 3¢Ba U Hoca, MDA
reprec BUpycaMm, [IUTOMETaIOBUPYCY, BUpycy DnmTeiH-bapp, remaruram B, C, RW,
BUY, xnamuausMm, MUKOIUIa3MaM, Opylemiedy, HepPCHHHO3Y, IIUresie3y,
CaJlbMOHEJIE3y, TOKCOIUIa3MO3y, TJUMCTHBIM HWHBA3USIM, MapKephl ayTOMMMYHHBIX
3aboneBanuii: AH®, HLA B27 ceiBopoTku kpoBu, AT k neycnupanbnoi JIHK, AHA
TIaHEeIb;

- UHCTPYMEHTaJIbHBIC: KOMIIbIOTEpHAss TOMOrpadus OpPraHOB TPYyAHOM KIETKH,
axokapauorpadus, yJIbTPa3BYKOBOE HCCIICIOBAHHE OPTraHOB OPIOMIHON ITOJIOCTH,
yJIBTPa3BYKOBOE W PEHTTeHOrpaduyeckoe UCCIEAOBaHUE CYCTaBOB, MarHUTHO-
pE30HAHCHAs TepaIus CyCTaBOB;

- KOHCYJIbTAIMSl TeMaToJIora — BCEM NAIlMeHTaM MpOBeIeHa OHUOIICHS KOCTHOTO
MO3Ta JJIsl HCKITIOUEeHHUS reMo0J1acTo3a.

- MOJIEKYJIIpHO-TeHEeTHYecKoe oOcnenoBanue Bo 10-oM u 2-M DK30HAX IeHa
MEFV npoBoauiock BceM MaireHTaM.

Hnsa guarsoctukn CCJI ObutM TpHMEHEHBl KiacCH(UKAIMOHHBIE KPUTECPUU
Eurofever/PRINTO.

Y Bcex malMeHTOB OIlEHUBAINUCH:

- XapaKTEePUCTHUKHU Je00Ta, a TaKKE aHAJOTMYHBIC XApaKTEPUCTUKH B MOMEHT
MOCJIEAHET0 BHU3WTAa B KIMHUKY (OKOHUAHHME WCCJICAOBAHUA): KIMHUYECKHE —
JUXopajika, apTpUT, apTpajruu, O0JM B IKUBOTE, OOJM B TPYIAHOU KIIETKE,
POKETO00HBIE BBICHITAHUS, TTPOJOJDKATEIFHOCTh MIPUCTYIIA JTUXOPAIKA U OOJiel B

KHBOTCEC, Ha60paTOprI€ IMPHU3HAKH: KOJIUYCCTBO HCﬁKOHHTOB, TpOM6OHI/ITOB, YPOBCHbL
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reMorynoounna, ceposnorunyeckas aktuBHOCTh: COD, CPb. JlaGopatopHble TecThl
OLICHMBAJIMCh BO BPEMsI TUITMYHOI'O MPHUCTYIa HA MOMEHT YCTaHOBJIEHHUS AUArHO3a, a
TaKXe IpU TOCIEIHEM BHU3WUTE NMAlMEHTa B KIMHHUKY B CBsi3u ¢ npucrynom CCJII
(3aBepllieHUE UCCIIEA0BaHUA);

- Tepamnus: KOJXWIIMH, J103a, MePEHOCUMOCTb, HaJIM4Khe MOOOYHBIX 3(DPEKTOB U
Tepanus TeHHO-UH)KEHEPHbIMU Ouonorudyeckumu mnpemnapatamu. Bcece 100,0%
NALMEHTOB MOJIYYaIH TEPANHUI0 KOIXUIMHOM. CpenHsis 1032 KOJIXHIMHA COCTABUIIA
1,0 mr/cytku — 0.033 wmr/kr. Ilpu HesDPEeKTUBHOCTH W/UIM HEMEPEHOCUMOCTH
Tepanuu KOJXHUIIMHOM, B Tepamnuio Owbuia noOasieHa Tepanus ['MBIIL. Tlanuentst
TypeuKol HanumoHaIbHOCTU: 9 nereil momydanu tepanuto ['MBIl: kanakunymab - 7
nanueHtoB (77,77%), anakunpa - 1 mamuent (11,11%), stanapuent - 1 mamueHT
(11,1%).

VY4uuThIBasi TeHETUYECKU 3THUYECKH OJIM3KOE POJICTBO KPBIMCKUX TaTap U TYpPOK,
ObLI MPOBEJEH CPABHUTENbHBIA aHAIN3 OCOOEHHOCTEW KJIMHUYECKOTO TEYEHUs,
3¢ ()EKTUBHOCTH TEpANMK U F€HETUYECKUX BapuaHToB B reHe MEFV y manueHToB c
CCIJI. TIpoBeneH cpaBHUTEIbHBIM aHAIN3 KIMHUYECKUX MPOSIBICHUN U T€HETUUYECKUX
naHHbIX nanueHToB ¢ CCJI Typenkoro u KppIMCKO-TaTapCKOTO MPOUCXOKICHHUS.

Kpurepuu 3¢ hekTHBHOCTH Tepanuu y KpbIMCKO-TaTapckux marueHtoB ¢ CCJI
OLICHMBAJIMCh IO PEKOMEHAYEMBIM HHJEKCaM: HMHJEKC ['a3nuHM, ONPOCHBIA JIMCT

CHAQ, mkana onenku uaTeHcuBHOCTH 00711 (BAIID) (prcynok 2.1).
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Llikana OLeHKU UHTEHCUBHOCTU 60AM

0O 1 2 3 4 5 6 7 8 910
T 1 I i

Caaban YMepeHHan CuabHan OuyeHb cuAbHasA Hecrtepnumasn
Het 6oAu
60Ab 6onb 60Anb 60Ab
—
©XO) (o)o)
(o) (%)
— —

10

Pucynox 2.1 - lllkana orieHku naTeHcMBHOCTH O00Jn (BAILI)

4-6 7-9

0

Ta6numa 2.4 - OneHka oTBeTa Ha JIeYeHHE MPU CEMEHHOM CpeIM3eMHOMOPCKOM

nauxopaske mo mkaige FMF50

MN3MeHeHne 4acTOThI IIPUCTYIIOB B IIPOLCHTAX Ha (bOHC JICUYCHUA

HM3MeHeHue IMPOAOJIZKUTCIIbHOCTHU IIPUCTYIIOB B ITPOLCHTAX IIPH JICUCHUN

OO6mas orieHka TspKecTH 3a00eBanus nanuentamu / poaurensmu (10 cM o
BAIII)

OO611as onleHKa BpauoM cteneHu Tsbkectu 3aboneBanusd (10 cm mo BAIII)

N3MeneHne nporeHTa NpucTynoB apTpUTa pu JECUYEHUN

o | Os W

[TpouenTtHoe n3menenue ypoHs CPb, COD wmm SAA nipu nedeHun

Taxke MCIOJB30BAINCH TSl OIeHKH A()(PEKTUBHOCTH TepaIvu: WHICKC OICHKA
orBeta Ha Jedenne npu CCJI mo mkane FMF50 (tabnuma 2.4), mkana

npuBepKeHHOCTH K jedeHuto nmpu CCJI (tabauma 2.5).
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Tabmuma 2.5 - [llkana npuBep>KEHHOCTH K JICYCHUTO TTPU CEMEHHOM

CpeAM3EeMHOMOPCKOM JINXOPATKE

Bomnpoc bann
1 51 3Ha10 0 cBOEH 00JIE3HM U 3HAIO, YTO MOE JieueHue OyaeT 1
POAOIKATHCS JJOITOE BPEMSI
2 WHorja st 3a0b1Bat0 IPUHUMATh MOM JIEKApPCTBA
. 1
3 |4 monaratoch Ha JiedyeHHe, HA3HAYCHHOE BpauoM MHE OT Moei 00Je3HH
4 | 5 Bo3mEepKUBAIOCH OT IIPHEMA JPYTHX TIPENapaToB OT Moeii G0Ne3HH, 1
KpOMeE T€X, YTO MHE Ha3HAuMJI Bpay
. 1
5 | IlocTosiHHBIN MpUEM JIEKAPCTB BIMSIET HA MOIO TIOBCETHEBHYIO JKU3Hb
6 Korna st BHe noMa (B OTITyCKe, B yTEIIECTBUU U T. 11.), sl 3a0bIBAIO 1
MPUHUMATH JICKAPCTBO
7/ | S xenaro, 4TOOBI 3Ty 001€3Hb MOKHO OBLIO M3J1€UYUTh 0€3 JIEKAPCTB.
1
WHorzaa st He pUHKUMALO JIEKapCTBa BOBPEMS M3-32 MOETO paciopsiaKa
8 JTHS
9 1
S mymaro, yTO Te4eHHE MOEi 00JIE3HU YIIyUIIUTCS, €CIU 51 Oy 1y
PETYJIIpHO MPUHUMATD JIEKapPCTBO
1
10 | 4 3Har 0 moOouHBIX A (dekTax npenapara, HA3HAYEHHOTO0 MHE IS
JIeYeHHs] MOer OOJIE3HH.
11 | MeHs HyXXHO YOeAUTh IPUHAMATD JIEKAPCTBA PETYJIAPHO, B TEUCHUE 1
JUIUTEIBHOTO BPEMEHH.
12 |POIOCH, YTO MOCTOSHHBIH IIPHEM JIEKAPCTBA MOKET IIPUBECTH K APYTHM 1
3a00JIeBaHUSIM.
13 |[Ecnu 51 OTKaKyCh OT JIEKapCTBa, MOE 3a00JIEBaHNE MOKET 00OCTPUTHCS
1
14 51 He MOTY IPUBBIKHYTH K PETYISIPHOMY TIPHEMY JIEKapCTBa
15 Korna st noHnMato, 4to 3a0bL1 NPUHSATH JIEKAPCTBO, S IPUHUMAIO 1
JICKApPCTBO, AAXKE C 33AEPKKOM, HO sl HE MPOMYCKAI0 MPUEM.
Korna s mpekpararo mprueM mpernapara, MOH Kajao0bl MOTYT 1
16 YCUJIUTBCS.
17 S ycrast OT TOCTOSTHHOTO YIIOTPEOJICHUS JIEKapCTBa
18 S cuuTaro, 9TO MPUHUMATH JIEKAPCTBO B HECKOJIBKO MMPHUEMOB B
TEUYCHHE JHS TOBOJIBHO CIIOKHO
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Tabnuna 2.6 - MexxayHapogHas 1Kaia TSHKeCTH CEMEHHON CpeTu3eMHOMOPCKOM

JUXOPaJKU
Kputepnii bamnnbl

1 XPpOHUYECKUE TOCIEACTBUA (BKIOYAs aMHIIOU03, 33JEPIKKY POCTa, 1

aHEMMUIO, CIIJIEHOMETAJIHIO)

2. Oprannas nucynkuus (HeppoTHUecKasi IPOTEUHYPHS) 1

3. OpranHas HeJIOCTaTOYHOCTH (O0UaroBas, mo4YeyHas u ap.)

1

4a.| YacToTa mpUCTYNOB (CpeIHEE KOJUYECTBO MPUCTYHOB OT 1 110 2 B

MECSIIT) 1
4. YacToTa NpuUCTYyNOB (CpeIHEE KOJIMUYECTBO NPUCTYTOB Oojee 2 B
MECSIIT) 1

5. [ToBermennsie octpodaszobbix MapkepoB (CPb, SAA, COD, 1

(ubpuHOreHa) Bo BpeMsi MEKIIPUCTYITHOTO MEPHOJA, Yepe3 2 HeeIu
nocJie MOoCJeIHEro NpucTyna (He MeHee JIByX pa3 ¢ MHTepBajioM |
MeECSIIT)

6. Bogneuenue 6osiee 1ByX JIOKaIU3alKMil BO BPEMS OJTHOTO OCTPOTO 1
npucTyna (MepuKapauT, MIEBPUT, HIEPUTOHUT, CHHOBUT, OBBIIIICHUE
NEYEHOYHBIX (DEPMEHTOB, NOPAKEHNE MOIIOHKH, BATUHUT, MUAJITUSI U

Zp.)
7. bonee AByX pa3iavyYHbBIX TUIIOB MPUCTYIIOB B T€UYEHUE OOJIE3HU 1
(M30JIMpOBaHHAs JIUXOPAaKa, IEPUKAPAUT, INIEBPUT, IEPUTOHUT,
CHUHOBMT, TIOBBIIIICHUE IEYEHOUYHBIX (PEPMEHTOB, MOPAKEHUE MOIIOHKH,
BarMHUT, MUAJITHUS U JIp.)
[Tpo1oKUTENEHOCT NPUCTYIOB (O0Jiee 72 4 MUHUMYM 32 TPU
IPUCTYIIA B TOJT)
8. 1
Q. Bbosb B HOrax npu HarnpsikeHuu (00716 oce CTOSIHUS U / WIn
yIPaKHEHUM, 32 UCKIIFOUEHUEM JIPYTUX MPUYHNH) 1

Onenka mporHo3a 3a0o0J€BaHUS ONpEAeNAIach IO MEXKIYHAapOJHOM IIKaie

Tsokectu CCJI (Tabnwmia 2.6).
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Tabnuna 2.7 - Ianekc noBpeXIeHHUM MPH ayTOBOCHATUTENbHBIX 3a00JI€BaHUIX

(ADDI)

CreneHp TSKECTH

[ToBepKEHHBIE CUCTEMBI

Cuér

PenponykrtuBHas cucrema:

Makcumym 2

HenocratrogHocTh penpoayKTHBHON (DyHKIHH/OECTUTOANE 2
AMeHopest 1
[Todeunas cocTaBJsIONIAs/aMIIIONI03 Makcumym 6
AMWIONI03 OrpannyeHHbIN/OOIHUPHBII 2/3
[IpoTennypus 1
[Toueunas
HEJI0OCTaTOYHOCTh YMmepennas/Tsoxénas 2/3

OTkKOHEHUS B Pa3BUTHH

Makcumym 3

OTtcraBaHue B poCTe

2

33,Z[€p)KKa ITOJIOBOI'O CO3PCBAHUA

1

Cepo3Hble

Makcumym 1

Cepo3zHoe pyOI1ieBaHue

1

Hesponornueckue MakcumymMm 6
3afepKKa pa3BUTHS 2
Hapyinenne KOTHUTUBHBIX (DYHKITUI 3
IToBBIIIEHHOE BHYTPUYEPEITHOE JIABICHUE 2
BoBnedenune neHTpaabHON HEPBHOW CHCTEMBI 3

Cayx Maxkcumym 2
[Toteps ciyxa Ywmepennas/Tsoxénast 1/2
3peHue Makcumym 3
Bosnedenue opraHos
3peHUS JIérkoe/Ymepennoe/ Tsokénoe 1/2/3

OnopHo-/IBUTaTENbHBIN anmnapar

Makcumywm 4

OrpaHnyeHune moABIKHOCTH CyCTaBOB 2
Jledopmarus koctei 2
Octeonopo3s 1

Bonb B KoCcTIX/MBIIIIIIax 1

O6mmii cuét nnaexca ADDI onpenensiercs kak cymma 8 kareropuid (Makcumym 27)
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Taxoke mporHo3 3a00eBanus onpeaessuics mo onenke Tsoxectu Teuerus CCJI o

WHJIEKCY TIOBPSKIACHUN TIpU ayToBOCHIANMHUTENbHBIX 3a0oneBanusx (ADDI) (tabmura

2.7) u Pras et al (tabmura 2.8).

Ta6numa 2.7 - O1eHka TSHKeCTH TCUCHHS CEMEMHOM CpeTn3eMHOMOPCKOM

auxopaaku 1o mo Pras et al.

[Tapametp 3HaueHue bamn
>31 0
Bo3spact Hayana 3aboneBaHus (J1€T) 21-31 1
11-20 2
6-10 3
<6 4
KosnuecTBo nMpucTynnoB B MecsI <1 1
1-2 2
>2 3
ApTput OCTpBIN 2
XPOHUYECKUI 3
DPpU3UTIETOUA0NOI00HAs SpUTEMA 2
AMUION103 3
Jlo3a KonxuuuHa (MI/CyTKH) 1 1
1,5 2
2 3
>2 4

2.3. CraTuCTHYECKU aHAJIN3

AHanmu3 TIONyYCHHBIX  JAHHBIX BBINOJIHEH C TNPUMEHEHHEM TaKEeTOB
craTucTuueckux mporpamm Statistica v.10.0 (StatSoft Inc., CIIHA) u MedCalc
(MedCalc Software, benbrust). Onucanve KOJIMUYECTBEHHBIX TTOKa3aTesei BBITTOJTHEHO
C yKazaHueM Meauanbl (25-i1; 75-ii mpoueHtwin). CpaBHEHHUE KOJIMYECTBEHHBIX
nokaszarejied B JBYX HE3aBUCHUMBIX TPYyMIax MPOBOJUIN C TOMOIIBI KpUTEPUS
MaHHa—YWUTHH, KaueCTBEHHBIX IOKa3areyield ¢ moMonibio kputepus Ilupcona (y2)
Uiy To4HOro kpurtepus duilepa B ciyyae, €ciau OXHUAaeMmas 4acTOTa B OJHOM U3
sueeKk Tabauipl 2x2 Obuta <5. [l cpaBHEHMs] KOJUYECTBEHHBIX MEPEMEHHBIX JIBYX

3aBUCUMBIX  (HO-TIOCJE)  TPYII  HCIONb30Badud  TeCT  BuikokcoHa, A
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KaTerOpUalIbHBIX TMepeMeHHbIX — TecT MakHemapa. CTaTHCTHYECKH 3HAYUMBIMH
CUMTAIIX pa3nnuus wim cBa3u npu p <0,05.

YyuthiBass KpailHe Mayble TpyOmnbl MO  JIPYTUM  ayTOBOCHAIUTEIbHBIM
3a00neBaHUsIM (B CBSI3M C PEAKOCTHIO JAaHHBIX 3a00J€BaHMIl), CTATHCTUYECKUM
aHaJIU3 JaHHBIX TPYIIN HE MPOBOIUIICS.

OOpaboTKa TMOJYYEHHBIX JaHHBIX IO PACIPOCTPAHEHHOCTU OLEHUBAJIACH B
npoueHTax. [Iposenena onenka sddextuBHocTn Tepanuu CCJI meromom pacuera
uHjeKca ['a3MHu B TMHAMUKE TP MEPBOM U mnocieaHeM Bu3ute namueHtos ¢ CCJIL.
Pacuer unaekca ["aznunu npousBoautcs mno popmye: (0.067 * Bozpact 0071bHOTO) +
(1.494 * 6onp B xuBoTe) — (1.504 * adTo3HOE MOpaxkeHue cau3ucThix) + (1.958 *
o6onp B rpyaHoit kietke) + (0.901 * muapes) + (1.503 * cemelinblii aHaMHE3)
[Tpumeuanue: Bo3pacT 60IHHOTO YKA3hIBAJICS B MECSIIAX.

Takum 00pa3oM, UCXOJ U3 BBIINIEU3JI0KEHHOTO, MOKHO CJeNaTh BBIBOJ, YTO
IPOrPaMMHO-METOI0JIOTHUECKOE O00ECIeUeHNE WCCIEAOBAHNS COOTBETCTBYET €ro
Henu ©W  3a7adaM M TO3BOJSIET TPOBECTH  IOJHOICHHOE HAKOIUIGHHE U

CTaTUCTUYCCKUN aHAJIN3 (I)aKTI/ILIeCKOFO MaTcpuajia.



T'JIABA 11l. KINHUYECKASI 1 TEHETUYECKASI XAPAKTEPUCTHKA
MAIIMEHTOB C CEMEVMHOM CPEAU3EMHOMOPCKOM JINXOPA KON

3.1. KiinHn4ecKkasi XapaKTepUCTHKA J1eTell ¢ ceMeilHOoi CpeaIu3eMHOMOPCKOU

JIUXOPAAKOU

[Tpu nunammueckoM HabmogeHun y nanueHToB ¢ CCJI Ha ¢doHe mpoBogUMON
MOHOTEpanuu KoaXunuHoM (N=14), KOMOWHUPOBAaHHOW Tepanuy KOJXHIIMHOM C
IUBIT (n=7) mnomydeHa OTYETNIMBas IOJOXKUTEIbHAS KIWHHUKO-Ia0opaTopHas
JMHAMHUKA B BHUJE YMEHBILICHHUS YacTOThI, MPOJOIAKUTEIBHOCTA U BBIPAXKEHHOCTHU

MPUCTYIIOB, YMEHBIIICHUS TTapaMeTpoB JlabopaTopHoi aktuBHocTH (Tabmuma 3.1, 3.2,

3.3).
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Tabnuua 3.1 - JluHamMuKka Te4eHus: CEMEHHOMN CpeM3EeMHOMOPCKOM JINXOPAIKH Y

KPBIMCKO-TAaTapCKOI'O HACCJICHU A

Xapakrepuctuku CCJI (kInHUYECKHe B ne6rote [Tocnennuii BU3UT p
MIPU3HAKH) n (%) n (%)
JIuxopazka, n (%) 21 (100,0) 6 (28,57) <0,05
Aprtpurt, n (%) 21 (100,0) 6 (28,57) <0,05
Aprpanruu, n (%) 21 (100,0) 7(33,3) <0,05
Mownoaptput, n (%) 17 (80,9) 6 (28,57) >0.05
Oumuroaptpur, n (%) 6 (28,57) 0 (0) >0.05
nojauaptput, N (%) 1(4.76) 0 (0) >0.05
bonu B rpyaHoit kitetke, n (%) 3(14,28) 0 (0) <0,001
Bbosu B sxuBoTe, n (%) 16 (76,19) 2 (9,52) <0,05
Posxenogo0HbIe BeICHITaHuS, N (%) 6 (28,57) 0 (0) <0,01
- KOJIEHHBIH cycTaB, N (%) 17 (80,95) 6 (28,57) <0,05
- Ta300eApeHHbIH cycTas, N (%) 4 (19,04) 0 (0) <0,05
- Jyde3anscTHbie cycTaBbl, N (%) 1 (4.76) 0 (0) <0,05
[lpuMmeyanne p — JOCTOBEPHOCTH DPAa3IHUUS MEXIY KIMHHYECKHMH TIPOSBICHUSIMH B

nebroTe 3a00jeBaHUs U MPU MOCIEIHEM BHU3UTE Y KPBIMCKO-TATapPCKUX IMAllMEHTOB C CEeMEHHOM

CPEAM3EMHOMOPCKOU JINXOPAAKON
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Tabnuna 3.2 - JluHaMuKka Te4eHHsI CeMEHHOM CpeIn3eMHOMOPCKOM JIUXOPAAKHU Y

KPBIMCKO-TATapPCKUX ITAIIMCHTOB (HpOI[OJ'DKI/ITeJ'IBHOCTB HpI/ICTyrIa)

Kpurepuii [lepBoiii Bu3uT (mediana, [locneauuii BU3UT p
max; min) (4acsr) (mediana, max; min)
(dachrn)
[TpoaoKUTETHLHOCTD 94, (84,0; 144,0) 0,0 (2,0; 0,0) <0,001
MIPUCTYTIA, YaChI
JUiTenbHOCTL OONIel B 30 (30; 30) 0,0 (0,33; 0,0) <0,01
KHUBOTE, YaChl

IIpumeyanue p — AOCTOBEPHOCTH pa3Myusl MEXKIY IPOJOJDKATEIBHOCTBIO IIPHUCTYIA B

ne0rore 3a00JI€BaHUS W TPU TMOCTEIHEM BHU3UTE Y KPBIMCKO-TATapCKUX IALMEHTOB C CEMEWHOM

CpPEIM3EMHOMOPCKOM JINXOPaaKON

B  nmanHOi Tabnuie mpeAcTaBlieHa  JUHAMMKA

KJIMHUKO-JTA00paTOPHBIX

HpOiIBJIGHI/Iﬁ 3a00J1¢BaHMS B I[C6IOTC (HpI/I IICPBOM BI/I3I/ITC) U IIPU ITIOCICAHCM BU3UTC

B KJIMHUKY (Tabnuna 3.3).

Tabmuna 3.3 - JlaGoparopHble  NpPU3HAKM  aKTUBHOCTH  CEMEHHOMU
CPEAMN3EMHOMOPCKON JTUXOPAJKHU Y KPBIMCKO-TaTAPCKUX MAIUEHTOB
Xapakrepuctuku CCJI B ne6rore (mediana, [ocnemuuii BU3HUT p
(;1abopaTOpHBIE IPU3HAKH ) min/ max) (mediana, min/

max)

I'emorio0OuH, /1 104,0 (98,0; 111,0) 121,0 (111,0; <0,001
131,0)

Jeiikormte x 107/ 20,0 (14,0; 29,0) 9,7 (8,3; 12,0) <0,01

TpomOOIUTHI X 10%/n 400,0 (340,0; 468,0) 289,0 (224,0; <0,01
329,0)

COD, mm/4 51,0 (25,0; 95,0) 8,0 (5,0; 12,0) <0,001

C-peakTUBHBIN OENOK, MI/T 52,0 (31,0; 98,0) 5,0(1,2;12,0) <0,001

[lprMeuanne: p — JOCTOBEPHOCTh PA3UYUS MEXAY JaOOpaTOPHBIMH MOKA3aTeIsIMH

aKTUBHOCTH 3a00JieBaHus B 1e0r0Te 3a00J1€BaHUs U IIPU TMOCJIEIHEM BU3UTE Y KPHIMCKO-TaTapCKUX

MALMEHTOB C CEMENHOMN CPEAU3EMHOMOPCKON JINXOPAJAKON
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Kimmandeckre xapakKTepUCTUKHU: y BCeX MaMeHToB ObLH uxopaaka — 21 (100%)
nanueHToB, apTpuT u/wian aptpairuun — 21 (100%) mamueHToB ¢ mpeobiiagaHueM
MOHO- WJIM OJHUroapTpura. AOIOMHHAIbHBIA CHHAPOM BbIABIeH y 16 (76,19%)
nanueHToB, 6oy B TpynHoil kietke y 3 (14,28%) manmueHTOB, POXKENOI00HBIC
BeIchInanus y 6 (28,57%) maumentoB (pucyHok 3.1). AMHUIOWA03 Yy TAIlMEHTOB

MCCIIEyEMOM TPYIIIBI HE BBISBIICH.

%

* % * % * %
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30 * 19,04
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W 1-i BU3KUT W nocneaHuid BU3UT

HpHMeanI/IH P — HAOCTOBECPHOCTH pa3jInuuad MCKAY KIMHUYCCKUMHU MPOSABICHUAMH B
I[e6IOTe 3a00J1€BaHus U IIpU MMOCJICAHEM BU3UTC Y KPBIMCKO-TATapCKUX MangueHTOB:
* . p<0,05, ** - p<0,01, **- p<0,001.
Pucynox 3.1 - Jlunamuka KIMHUYECKUAX TIPOSBIICHUN TIPU TIEPBOM U MTOCJICTHEM

BU3HUTaX Yy MAIMEHTOB C CEMEWHOU CPEAN3EMHOMOPCKOMN JTUXOPAAKON KPBIMCKO-

TaTapCKOW HAIMOHAIBHOCTH

OTMeUeHO CHI)KEHHUE JUTMTEILHOCTH U MHTEHCUBHOCTH NIPHUCTYTIA JINXOPAIKU y 6
(28,6%) marmentoB, a y 6 (28,6%) manueHTOB MMENIO MECTO MOJIHOE KYIHPOBAHUE
npuctyna. Takke y 6 (28,6%) nmanneHToB 0TMEYanoCh YMEHBIICHNUE JTUTEIbHOCTH U

MHTEHCUBHOCTH, a TaKXe KOJIMYECTBa MOPAKEHHBIX CyCTaBOB (MOHOApPTPUT), a y 15
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(71,4%) mnamueHTOB IMIOJIHOE KYIUPOBAaHWE CYCTaBHOTO CHHApoMa. OTMEYeHO
KyIIHPOBaHWE a0JOMHHAIBHOTO cuHApoMa y 14 mnammentoB (66,7%), momHOE
KynupoBaHue OoJeil B TPYAHOHW KIETKE W POKEMOAOOHBIX BBICHIIAHWNA y BCEX
narueHToB (14,3% u 28,6% COOTBETCTBEHHO) MAIIMEHTOB IIPH ITOCJICIHEM BH3HUTE
(pucynok 3.1).

Taxxe OBIJIO TPOBEJACHO CpPAaBHUTENBHOE HCCIEAOBAHUE  KIMHUYECKUX

NPOSIBJICHUM MEXIYy KpPbIMCKO-TaTapCcKuMU U Typeukumu mnanueHtamu ¢ CCJI

(rabmuuer 3.1, 3.2, 3.4, 3.5).

Tabmuna 3.4 - JlunamMuka TE€YEHUs CEMEHHON CpeM3eMHOMOPCKON JUXOpaIKU Y

TYPCUKHUX INAaTUCHTOB

Knunnueckue npusnaku CCJI B neGrote (mediana, IMocneauuii BU3UT p
min/ max) n (%) (mediana, min/ max) n
n=40 (%), n=40

JIuxopanka, n (%) 33 (82,5) 7 (17,5) <0,05
Aprtpurt, n (%) 10 (25,0) 2 (5,0 <0,001
Aptpanruu, n (%) 19 (47,5) 4 (10.0) <0,001
Mownoaptput, n (%) 36 (90,0) 40 (100) <0,05
Oumuroaptpur, n (%) 4 (10,0 0 (0) <0,05
[TopaxeHHBIE CyCTaBBI:

-KOJICHHBIH cycTaB, N (%) 32 (80,0) 15 (68,2) <0,05
-ra300enpeHHbIi cycTas, N (%) 0 (0,0) 5(12,5) <0,05
- Ty4e3arsiCTHBIN cycTas, N (%) 0 (0,0) 0 (0,0) <0,05
bonu B rpyaHoii kietke, N (%) 12 (30,0) 9 (22,5) <0,05
bonu B sxuBote, N (%) 30 (75,0) 6 (15,0) <0,05
Poxxenono6HbIe BeIchIaHuS, n (%) 9 (22,5) 20 (50,0) <0,001
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Tabmuna 3.5 - JluHamuka Te4eHHs] CEMEHHOW CpPeaU3eMHOMOPCKON JMXOpagkd Y

TYypELKUX MALMEHTOB (ITPOIOJKUTEIBHOCTh IPUCTYIIA)

Knuanueckue npuznaku CCJI B ne6rote (mediana, [Mocneanuii BU3UT p
min/ max) (mediana, min/ max)
JInuTeapHOCT, OOJIEM B XKHBOTE, 48,0 (24,0; 48,0) 24,0 (24,0; 24,0) <0,01
9achl
[TpoaoHKUTETLHOCTD npuctyna | 48,0 (36,0; 144,0) 48,0 (36,0; 144,0) >0.5
JMXOPAIKH, 4aChl

HpI/IMe‘IaHI/Iﬂ P — AOCTOBCPHOCTH pa3inyusgd MCKAY KIMHUYCCKUMU IIPOSABICHUSAMH B ,I[G6IOTG

3a00J1€BaHUs U MPU TIOCIIEIHEM BU3UTE y Typeukux namueHTos ¢ CCJL.

% * *** 100,0

1o * 90,0

50,0
47,5 ’
22,5
* %k
10,0 10,0
12
&
& & @xﬁ
o'bQ «Q'b =
& 2R o~
R 8
&
o

o ) &
B 111 BU3WT HE NOCASLHWIA BUSKUT 'anl\

HpI/IMeanI/Iﬂl P — AOCTOBCPHOCTHL pa3jinuuiad MCKAY KIMHHUYCCKUMHU IPOABIICHUAMH B I[e6IOTe
3a001€BaHus U IpU MMOCJICAHEM BU3UTC Y TYPCUKUX MAIIUCHTOB C CCII:
* p<0,05; ** p<0,01; ***<0,001

Pucynok 3.2 - JlunamMuka KIMHUYECKUX MPOSBICHUM ceMelHOM

CPEAN3EMHOMOPCKOM JINXOPAAKHU MIPU IIEPBOM U MOCIEAHEM BU3UTAX Y TYPELKUX

[ManrcHTOB
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B xnunuke 3a0oneBaHusi y KPBIMCKO-TAaTaTAPCKUX, B CPaBHEHHE C TYPELIKUMHU
narentamu ¢ CCJI, Oosee 4acTO TOMUHHUPYET JUXOpPaaKa U apTPHUT, apTPaIrHa y

100,0% narueHToB (pucyHok 3.3).

*TOO Tao IE)FO W TYpKU M KpLIMCKME TaTapsbl
100 - 90,0

82, 80,95 80,0 80,95 7*576,9

60 - 47,

*
| * 28,57
40 - 28,57 30,0 )

[Ipumedanuss p — IOCTOBEPHOCTh PA3IUYUS MEXKIY KIMHUYECKUMHU TPOSBICHUSMH Y KPBIMCKO-
TaTapCKUX U TYPELKUX MAaUEHTOB C CEMEMHOMN CPeTU3EMHOMOPCKOM TMXOPaJKOM:
*- p<0,05;**- p<0,01;***- p<0,001

Pucynok 3.3 - Knuanuyeckne xapakTepuCTUKH CEMEHHOM CpeIn3eMHOMOPCKOM

JIMXOPAJKHU Y KPBIMCKO-TAaTAPCKUX U TYPELKHUX IAllUEHTOB

VY manmeHToB AETCKOW Ipymmbl Typenukod HanuoHanbHOCTH ¢ CCJI oTMeyanoch
MEHbIIIee KOJIMYECTBO OOJBHBIX C x)amobamu Ha auxopaaky — 33 (82,5%) maruenra,
cyctaBHbIM cuHIpoMoM — 10 (25,0%) manueHTOB C MOpakeHHWEM CYCTaBOB (B
ocHOBHOM MoHoapTputT — 90,0%) u aptpanrusmu — 19 (47,5%) narnuentos. boiu B
TPYAHOM KJIETKE BCTPEUAIUCH Yallle, YeM Y KPbIMCKO-TaTapCKUX MAlUEHTOB — y 12
narueHToB (30,0%), moCcTOBEepHOW pa3HHIBI B BO3HUKHOBCHHH POXKEIOJOOHBIX
BBICBHITIAHUIN y KPBIMCKO-TAaTAPCKUX M TYpPELKHUX MAIMEHTOB OTMEYEHO HE OBbLIO —
28.57 1 22.5% cOOTBETCTBEHHO (PUCYHKH 3.2, pUCYHOK 3.3).

[TpoaomKUTETFHOCTh TMPUCTYIIA JTUXOPAAKH y TYPEIKUX TMAIMEeHTOB B JeOrOTE

3a0oneBaHusl cocTaBsula B cpenHem 48 dacoB (MakcumanbHO — 144 4aca,
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MUHUMAJILHO 36 4acoB), OoJiell B XMBOTE B JeOr0Te 3a00ieBaHus B cpenHeMm — 48
gacoB. B jJWHaMHWKe TIpH TOCIICAHEM BH3UTE OTMEUAIOCh YMCHBIIICHHE
WHTCHCUBHOCTH  TIPUCTYIA, OJHAKO COXPAaHAJach JUIMTEIBHOCTh IPHUCTYIA
JUXOpaaku 0e3 U3MEHEHUH, CHUKCHHE JUTUTSIIBHOCTH TIPHUCTYyTa 00JICH B )KUBOTE 110

24 gacoB (pucynok 3.4, pucyHok 3.5).

**

0 20 40 60 80 100

ANWUTENBHOCTb NPUCTYNA, Yachl

B nutencHocTb bonelt B )nBoTe, Yackl M [1pogonKHUTENbHOCTL NPUCTYNA, Yachl

[Ipumeuanusi: p — OCTOBEPHOCTh PA3IMUUs MEXAY MPOAOKUTEIBHOCTBIO MpHUCTyHa B jAeOroTe
3a005IeBaHNUs W TpU TIOCIETHEM BH3UTE Y KpPBIMCKO-TATapCKUX MAIMEHTOB C CEMENHHOMU
Cpean3eMHOMOPCKOHN TUXopaakoit: *- p<0,01;**- p<0,001

Pucynok 3.4 - Jlunamuka npoAoKUTEIFHOCTH IPUCTYTIA JTUXOPAIKU U O0Jeii B

KABOTE y NAIMEHTOB KPHIMCKO-TATapCKON HAIIMOHAJIBHOCTHU C CEMEMHOMN

CPEAN3EMHOMOPCKOM JINXOPaAKOH MPU NIEPBOM U MOCTIEAHEM BU3UTAX
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60

50 48 48

40 -

W NPOACMKUTENBHOCTL
npMCTyNa - nuxopaaKa

30 (vacsl)

B NPOAC/IKNTENBHOCT
boneit B uBoTe (4achl)
20 -

10 -+

1 usut NOCAELHWMIH BUIMT

[Tpumeuanus p — TOCTOBEPHOCTD PA3JIMYUS MEXKAY NPOJOJDKUTEIBHOCTBIO MPUCTYIIA JIMXOPAAKU U
0oseil B KUBOTE€ INpPU NEPBOM U IOCIETHEM BHU3MTAX Yy TYPELKHX MALUEHTOB C CeMEHOU
CpPEeAM3EeMHOMOPCKOM Tuxopaakou: * - p<0.5; ** - p<0.1

Pucynok 3.5 - [IpoomKuTeNbHOCTh MPUCTYTIA TIPU TIEPBOM U TIOCTICAHEM BU3HUTAX Y

TYPELKUX MALMEHTOB C CEMEMHOMN CPEIM3EMHOMOPCKOM JINXOPAIKOU

VY kpbimcko-Tatapckux namnueHToB ¢ CCJI B nebroTe 3a00eBaHus IIUTEIbHOCTD
NPUCTYIa JUXOPaJAKU COCTaBisiia B cpenHeM 94 uvaca (MuHMManbHO — 84 yaca,
MakcUMaJIbHO — 144 yaca), IUTeIbHOCTh MpUCTyna 0oJjie B XUBOTE B cpeaHeM 30
YacoB, a IpPU MOCIEIHEM BHU3UTE - OTMEYAIOCh KYNMMPOBAaHHME MHTEHCUBHOCTH U
JUTUTEILHOCTH TIPUCTYNa Juxopaaku (MakcuMaiibHO — 0.33 yaca) u OoJiell B ’KHUBOTE
(MakcuManbHO 2 Yaca) (pucyHok 3.6).

NHTEHCUBHOCTh M JUIMTEIBHOCTh NPHUCTYIA JUXOpPaAKu H OoJeil B JKUBOTE
SBIISICTCS. OJHUM W3 TPOTHOCTHYECKHX MPU3HAKOB (DOPMUPOBAHUS aMWJIOHI03a, a

TaKke ONCHKH 3(P(HEKTUBHOCTH TEPAITHH KOJIXHUIITHOM.
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40
30
20

10

1-i Bu3uT NOCAEHNI BU3NT

B KpblMcKIe TaTapel  BTYPKK

[IpuMeuanus p — JOCTOBEPHOCTh PA3NIMYUS MEKIY NMPOAOLKUTEIBHOCTBIO IPUCTYIA JIMXOPAIKU
IIPpY IEPBOM M IOCIICAHEM BU3UTAX Y KPBIMCKO-TATApPCKUX U TYPCUKUX IMAallMCHTOB.
* - p<0.5; ** - p<0.01

Pucynok 3.6 - JluHaMuka mpoJo/KUTEIbHOCTH IPUCTYTIA JTUXOPAIKH Y KPBIMCKO-

TaTapCKUX U TYPEUKHUX NAMEHTOB C CEMEHHOM CPEeM3EMHOMOPCKOM JINXOPAIKOU

IIPU MIEPBOM U ITOCJIETHEM BU3UTaX
Taxke y KkpbIMcko-TaTapckux mnanueHToB ¢ CCJI oTmedanoch KynupoBaHUE

npucTtyna Oojiell B JXKHMBOTE (MAakCMMajdbHO 2 4Yaca) MHpU MNOCIEAHEM BH3UTE B
CPABHEHUU C IEPBBIM BU3UTOM. Y TYpPELKHUX IMAMEHTOB OTMEYAJIOCh YMEHBIIECHUE
MPOJIOJKATEILHOCTH MPUCTYIIA B JIBA Pa3a, HO NPUCTYI 00JIel B KUBOTE MOJIHOCTHIO

HE KYIMHPOBAJICS IIPH MTOCIIEAHEM BU3UTE B CPaBHEHHUE C IEPBHIM (PUCYHOK 3.7).
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100

80 x

60 36

10
0
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20

1-i BU3UT NocNeaHUA BU3UT

B HPbIMCKME TaTapbl  ETYPKU

[lpumeuanuss p — IOCTOBEPHOCTh Pa3IMYUsi MEXIY MPOJOJDKUTEIBLHOCTBIO HpHUCTyNna OoJieid B
KMBOTE TIPU IMEPBOM U TOCIEIHEM BU3UTAX Y KPBIMCKO-TATAPCKUX M TYPEUKHX MAI[MEHTOB C
CEMEHHOM Cpenn3eMHOMOPCKOM Tuxopaakoi: * - p<(0.l; ** - p<0,01

Pucynok 3.7 - JluHamuka npoJ0JKUTENBHOCTH IPUCTYTA O0JIEH B )KUBOTE Y

KPBIMCKO-TAaTapCKHUX U TYPCUKHX ITALIUCHTOB C CEMEUHOM CpC,Z[I/I?»GMHOMOpCKOﬁ

meopazu(oﬁ IIpH IICPBOM H ITOCJICIHCM BHU3UTaX

OnenuBasi mabopaTOpHBIE IOKa3aTeNW IPU TMEPBOM W TOCIEIHEM BHU3HTAX,
O0TMEUaJIoCh KynupoBaHue ceposiornyeckoil aktuBHOCTH (COD, CPB) y KpbIMCKO-

tatapckux narpentos ¢ CCJI (pucyHnok 3.8).

51

60

50 A

40

30 A

20 +

10

1-# BU3MT NocnegHni BU3UT

[IpuMeyanue p — JOCTOBEPHOCTH Ppa3iUuUs MEXIY JIa0DOpPaTOPHOW AaKTHBHOCThIO B JIeOIOTE
3a00JiCBaHUsST M TIPU TOCIEJAHEM BH3MTE Y KPBIMCKO-TATApPCKUX TMAIlMEHTOB C CEMCHHOM
cpeau3eMHOMOpPCKO# muxopaakoi: p<0,001

Pucynox 3.8 - Jlunamuka CO3D (MM/49ac) mpy IEPBOM U MOCIECTHEM BU3UTAX Y

KPBIMCKO-TAaTaPCKUX MAIlUEHTOB C CEMEUHON CPEAU3EMHOMOPCKON JIMXOPAIKON
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52

60

50

40 +

30 7

20 5

10 A

1-i4 BU3NUT nocneaHuiA BU3NT

[Ipumedyanue p — JOCTOBEPHOCTb pa3iMuUsi MEXKIY JIadOpaTOpHOW AaKTHBHOCTBIO B JeOrOTE
3a00JICBaHUST M TPU TOCIEJAHEM BH3HTE Y KPBIMCKO-TaTapCKUX TMAIMEHTOB C CEMCHHOM
cpeau3eMHOMOpCcKoi muxopaakoi. p<0,001

Pucynok 3.9 - lunamuka yposHst CPb (Mr/i1) npu nepBoM U MOCIIETHEM BU3HTAX Y

KPBIMCKO-TAaTapCKHUX IMTAIUCHTOB C CEeMEHHOM CpeI[I/I3eMHOMOpCKOﬁ J'IHXOpElI[KOfI

OTmeuanoch CHI)KEHHE KOJIMYECTBA JICMKOIMTOB UM TPOMOOLMTOB /10
HOPMaJbHBIX IM(pP, HOPMATU3allMsi YPOBHS TE€MOIJOOWHA CHIBOPOTKH KpOBH,

PEaKTUBHBIX TOKa3aTeliel: KOJIMYeCTBAa TPOMOOIIMTOB U JeiKonuToB (pucynku 3.10,

3.11, 3.12).

1-1 BU3UT MocneHWn BU3UT

HpI/IMe‘{aHI/Ie P — AOCTOBCPHOCTDL pa3HU pa3IMvYUd MCKIAY J1a6opaTopH0171 AKTUBHOCTBIO B I[e6IOTC
3a0071€BaHUsT W TIPH TOCIEAHEM BH3UTaX Yy KPBIMCKO-TAaTAPCKUX TMAIlMEHTOB C CEeMEWHON
CpeInu3eMHOMOpPCKO# mxopaakoi. p<0,01

Pucynox 3.10 - /[unaMuka KOJIMYECTBA JICHKOIIUTOB (xlOg) MIpY NEPBOM U MOCIICTHEM

BU3UTAX y KPBIMCKO-TaTAPCKUX MALMEHTOB C CEMENHON CPEAN3EMHOMOPCKON

JTUXOPagKOu
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400

400

289
350

300 7
250 A
200
150 A
100
50

1-i1 BU3UT nocneaHnin BU3UT

[Ipumeuyanne p — IOCTOBEPHOCTH Ppa3UUUs MEXKIy JIa0OpaTOpHOW AaKTHBHOCTBIO B Je0r0Te
3a0oyieBanusl u npu TNOCICAHEM BHU3UTAX Y KPBIMCKO-TATAPCKUX IIAIIUCHTOB C ceMeMHOH
cpeau3eMHOMOpPCKO uxopaakon p<0,01

Pucynok 3.11 - Jlunamuka KordecTsa TpoMGomutos (x10°) mpu mepoM u

IMOCJICAHEM BU3UTAX Y KPBIMCKO-TAaTAPCKUX IALIMCHTOB C CEMEHMHOM

CPEIU3EMHOMOPCKOM JIMXOPAIKOH (ITPOI0JKEHUE)

OTtMmeuajioch HOpMaJIn3alusa KOJIU4YCCTBA TpOM6OHHTOB u HeﬁKOHHTOB, a TaK¥XKC

KYIIUPOBAHUC aHCMHUH Y ITALIMCHTOB ITPH ITOCJICAHEM BU3UTC.

121

125
120
115
110 104
105

100

95
1-# BU3UT nocnegHWii BU3UT

HpI/IMe‘{aHI/Ie P — AOCTOBCPHOCTL pa3jivniyusd MCKAY Jla60paT0pHOI>'I AKTUBHOCTBIO B I[e6IOTe
3a00JIeBaHUS W TIPU TOCJIETHEM BHU3UTAX Yy KPBIMCKO-TaTapCKUX MAIMEHTOB C CEeMEHHOM
Cpean3eMHOMOPCKO nxopaakon p<0,01

Pucynok 3.12 - Jlunamuka ypoBHsI reMOrjio0uHa (I/J1) Ipu IePBOM U MOCJICAHEM

BU3HUTAaX Y KPHIMCKO-TAaTAPCKUX IMALIMEHTOB C CEMEMHON CPEIU3EMHOMOPCKOU

JIUXOPATKOU
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Bcem mamuentam Obula Ha3HAY€HA Tepanus KOJIXWIIMHOM B BO3PACTHBIX
no3upoBkax. OreHka 3P GEeKTUBHOCTH Tepanuu MPOBOAMIACE depe3 3, 6 u 12
MeCAIIeB Mocie Hayaja Tepanuu. OIEHUBANUChH: UIUTETbHOCTh M MHTEHCUBHOCTD
MPUCTYIa JIUXOpaaKd, OOJIed B KUBOTE, JIAOOpATOPHBIC IIOKA3aTeIN: YpPOBEHb
remoryioonna, COD, CPb, konudecTBO JIEHKOIMTOB M TPOMOOLMTOB. Y YaCTH
MareHToB (5 YeNOBEK) COXPAHSUIUCHh MPUCTYIHI JIMXOPATKH W OOJEH B KUBOTE
(MeHbIIIe NIUTEIbHOCTh U MHTEHCUBHOCTH), & TAKXKE CEPOJIOrnuecKas akTUBHOCTh BO
BpeMmsi npuctyna (noBeimienue COD, CPb, tpomOouuMTO3, JNEHKOUMUTO3, aHEMUs),
MOATOMY UM ObljIa yBEIUYEHA 7032 KOJXHUIIMHA 0 MAKCUMaJIbHOM - 2 MI/CYTKHU.

Y 2-X mDanuMeHToB OTMEYanach HENEPEHOCUMOCTh MAaKCUMAaJbHOM  J103bI
KOJIXUIIMHA U Y 3-X - Heah(dEeKTUBHOCTh Tepamuu, y | pebOeHka oTMeyanach
Hed(PPEKTUBHOCTh W HEMEPEHOCHMOCTh TEpalliM, B CBSI3M C 4YeM, MalUeHTaM Oblia

ununmupoBana tepanusi ' MBIL: 2-m nanuentam - Tonuinuzymao, 3-M - KaHaKUHyMao

(Tabm. 3.6).

Tabmuma 3.6 - JlaGopatopHasi aKTUBHOCTh Y KPBIMCKO-TAaTapCKUX M TYPEUKHUX

MAIMEHTOB C CEMEUHON CPeTM3EMHOMOPCKOM TUXOpaIKoi B Ae0t0Te 3a001eBaHus

JlabopaTopHbie Kpsimcko-TaTapckue Typeukue naueHTsl p
MPU3HAKU [TAIEHTHI (mediana, min; max)
(mediana, min; max)

['emornoGuH, /1 104,0 (98,0; 123,0) 115,0 (98,0; 128,0) |<0,001
JleiikouuTsI X 10/ 20,0 (6,0; 28,0) 8,0 (3,0; 30,0) <0,001
Tpom6orwmTst X 10%/1 400,0 (255,0; 485,0) 328,0 (270,0; 450,0) | <0,1
COD3, mm/u 51,0 (5,0; 104,0) 16,0 (5,0; 90,0) <0,001
C-peakTHBHBIM 52,0 (1,5; 104) 52,0 (32,0;98,0) |<0,001
OeJIOK, MI/JI

HpI/IManHI/IC P — AOCTOBCPHOCTL pa3jivniusd MCKAY J'Ia60paT0pH01>i AKTUBHOCTBIO B Ile6IOTC
3a00JIeBaHUS U IIpU MOCJIICAHCM BU3UTAX Yy TYPCUKUX MALUCHTOB C ceMeiHoM CpC,[[HSCMHOMOpCKOfI

JTIUXOPATKOH.
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[TonoxxuTenbHOW JTUHAMHUKK J1a0OpaTOPHBIX IMOKa3aTele Mpu TEPBOM U

nocienHeM Bu3uTe y Typenkux mamueHtoB ¢ CCJI He ormevanocs (pucynku 3.13,

3.14, 3.15).

115

116
114 +
112
110 +
108 104
106
104
102
100

98 T
1-1 BU3UT nocneaHUIA BU3KT

[Ipumeuanue: p — JOOCTOBEPHOCTh pa3ivuvs MEXKIYy YPOBHEM TI€MOIJOOMHA IpU MEPBOM H
IIOCJIEIHEM BHU3MTAaX Yy TYPELKUX ITAIUEHTOB C CEMEWHON CpPEeIU3EMHOMOPCKOM JIMXOPaIKOM.
p<0,001

Pucynok 3.13 - Jlunamuka ypoBHsI reMOTI00MHA (T/1) Y TYPEIKUX MAIllMeHTOB C

CEMENHOW CPEeIN3EMHOMOPCKOM JTUXOPAJAKOM MPU MEPBOM U MOCIICTHEM BU3UTAX

W
[Xe]
W

400
390 +
380
370
360
350 A
340
330 +
320 A
310 +
300 +
290 f
1-i BU3MT nocneHuR BU3IUT

L0

HpI/IMe‘{aHI/ICZ P — AOCTOBCPHOCTH PA3JINYUA MCKIAY KOJINUYCCTBOM TpOM6OI_[I/ITOB npu MnepBoM U

MOCJICAHECM BU3UTAX Y TYPCUKUX MMALTUCHTOB C ceMeHOoM CpC,Z[H3CMHOMOpCKOﬁ meopamcoﬁ. p<0,1
9
Pucynok 3.14 - Jlunamuka KojaudecTBa TPoMOOIUTOB (X107) y TypelKux HanueHTOB

C CEMEMHOM CpeTU3EMHOMOPCKON JINXOPAIKON IIPU MEPBOM U NOCIEIHEM BU3UTAX
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N
[=]

20
18 |
16 |
14 |
12 | 8

(= A ]
T R R

1-i BU3MT NOCNAeQHWUIA BU3UT

HpI/IMC‘IaHI/Iei P — AOCTOBCPHOCTH pPA3JIUYUUA MCKAY KOJINYCCTBOM HeﬁKOHI/ITOB IIpu IICpBOM H
MNOCJICAHEM BU3HUTAX Yy TYPCUHKHUX IMMAIMUCHTOB C CeMENHOU CpCI[PISCMHOMOpCKOﬁ J'IHXOpﬂI[KOfI.
p<0,001

. 9
Pucynok 3.15 - Jlunamuka kojudecTBa JielikonuToB (X10%) y Typerkux narueHToB ¢

CEMEHHOM CpGI[H?»CMHOMOpCKOfI J'IPIXOpElI[KOﬁ IIpH IICPBOM U ITOCICAHCM BU3UTAX

Otmeuanoces camxkenne CPb u napacranune COD, y Typeukux nanueHToB ¢ CCJI

IpY TICPBOM U TIOCJICIHEM BU3UTaX (pUCyHOK 3.16).

50

45

40

35

30

25

20

15 A

10

5 4

0 <

1-i BU3MT noc/AeHWIA BU3UT

HpI/IMe‘{aHI/ICZ P — AOCTOBCPHOCTL pa3jiniusad MCKAY YPOBHEM (6(0C) npu nepBoM MU MOCJICIHEM

BHU3HUTAX Y TYPELKHUX TAIMEHTOB C CEMEWHOM cpear3eMHOMopeKoit JInXopaakoit. p<0,001
Pucynox 3.16 - Ilunamuxa COD (Mm/4ac) pu IEPBOM U MOCIEIHEM BU3UTAX Y

TYPELKHUX MMALUEHTOB C CEMENHOU CPEIN3EMHOMOPCKOMN JIMXOPAIKON
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(]
¥}

60 -

40 -

20 - 5

10 -

1-i BU3MT NocAeAHWIA BU3UT

[Tpumeuanue: p — JOCTOBEPHOCTb pas3nuuus Mexay yposHeM CPb mpu nepsom u
IIOCJIEIHEM BHU3HMTAaX Yy TYPELKUX ITAIMEHTOB C CEMEHWHOM CpPEIU3EMHOMOPCKON JIMXOPaAKOM.
p<0,001
Pucynok 3.17 - lunamuka ypoBust CPb (Mr/1) mpu iepBoM # MOCIEeTHEM BU3UTAX Y

TYPELKUX MAIMEHTOB C CEMEMHOM CPEIU3EMHOMOPCKOM JIMXOPAJIKON

JleGroT Hayana 3aboneBaHus y Typeukux mamueHToB ¢ CCJI cocrapmsn 1 rox -
MUHUMaJbHBINA, 7 JEeT - MaKCUMajbHBIA. B cpegHeM, OT MOMEHTa Hayaja
3a00IeBaHUs 10 MOMEHTA TIOCTAHOBKHM JuarfHos3a mpoxoauT - 1,8 mer. YV kpbeImMcko-
TaTapCKUX TAIlMCHTOB OT MOMEHTa Hadajia 3a00JICBaHUS JI0 MOMEHTa IOCTAaHOBKH
nuarfosa: 1,2 roga — MUHUMaNBHBIN, 17 JIeT - MaKCUMaJIbHBIN, B cpemaHeM 4.6 jeT
(pucynok 3.18). [locTOoBEepHBIX pa3Wyvii B MHHAMAJIBHOM BO3pacTe Je0roTa
3a00JIeBaHUs y TYPEUKUX M KpbIMCKO-TaTapckux mnamueHToB ¢ CCJI He oTMedanocs,
OJIHAKO MAKCHUMaJIbHO€ BpEMs, COOTBETCTBEHHO M CpPEIHEE 3HAUYCHHUE MEXKIY
MUHUMAJIbHBIM U MaKCUMalbHbIM, 10 ycTaHoBIeHus auarHoza CCJI y KpbIMCKO-

TaTapCKUX MAIMEHTOB B 2 pa3a 0oJibllle, YeM Y TYPEUKHUX MallueHTOB.
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20,00 1 17,00
15,00 -
10,00 T 7,00
4,60
5,00 -
1,00 1,20 1,80
0,00 T T 1
Qél‘ @“’@\ ‘S;\l‘ B TypeuKne naumeHT b
& & o
2 2 Q
W~ ~ ¢
& © B KpbIMCKO-TaTapcKue
N &
naumeHTb|

[Ipumeuanue: p — OOCTOBEPHOCTh pPa3jIMYUid MEXAY BpeMeHeM (KOJIWYECTBO JIET) OT
MOMEHTa J1e0r0Ta 3a00JeBaHus 10 MOMEHTA TOCTAaHOBKU JMArHo3a ceMeWHas CpeIu3eMHOMOpPCKas

JTUXO0paZKa y TYPEIKUX U KPHIMCKO-TaTapckux manueHToB. p<0,001
Pucynox 3.18 - Bpemst (koJIM4ecTBO JIeT) OT MOMEHTA Jie0r0Ta 3a00JIeBaHUs 10
MOMEHTA MOCTAHOBKH JIUArHO3a CEMEMHON CPEAU3EeMHOMOPCKON JIMXOPATIKU Y

TYPCUOKUX U KPBIMCKO-TATAPCKUX ITAIITHCHTOB

Y KpbIMCKO-TaTapckux, Kak W y Typeukux nanueHtoB ¢ CCJI, Bpewms
YCTaHOBJIEHMSI IMarHo3a OT Ae0r0Ta MePBbIX KIMHUYECKUX MPOSIBICHUNA COCTABIISIIO
1,8 1 4,6 €T COOTBETCTBEHHO, YTO CPABHUMO C JINTEPATYPHBIMU JAHHBIMU: B PA3HBIX

cTpanax ot 2,5 no 5,5 ner [111, 177].



3.2 I'eHeTHYecKasi XapaKTePUCTHKA JeTell ¢ ceMellHO| cpeIu3eMHOMOPCKOM

JINXOPAAKOH

I'eneTnueckas

XapaKTEPHUCTHKA
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HarmucHTOB

HaIIMOHAJIBHOCTH, BKJIIOUCHHBIX B HCClIeioBaHue (Tabnuia 3.7).

KPBIMCKO-TaTapCKON

Tabnuna 3.7 - Bapuantel reHoB y namueHToB ¢ CCJI y KppIMCKO-TaTapCKHii U

TYPELKHUX MAllUEHTOB

Mytanuu MEFV (10 sk30H), n Kpsimcko- Typeukue p
(%) TaTapCKHUe TaI[MCHTHI
nareHTs (N=21) (n=40)

M694V 19 (90,47) 48 (68,5) <0.001
M680I 3 (14,28) 10 (14,5) <0.001
V726A 1 (4,76) 9 (13,0 <0.001
R761H 0 (0) 2 (3,0) <0.001
p.Arg408GlIn 1 (4,76) 1(1,5) <0.001
I'omo3uroTer M694M 3 (14,28) 18 (45,0) <0.001
I'erepo3uroTsl 15 (71,42) 10 (25,0) <0.001
KoMmnayH/1-reTepo3uroTsl 3(14.28) 12 (30,0) <0.001

HpI/IMeLIaHI/IC P — AOCTOBCPHOCTD pa3jiniuuAad MCKIAY T'CHCTHYCCKNMH BapyuaHTaMH KPBIMCKO-

TAaTapCKUX U TYPEIKHUX MAIUEHTOB C CEMEUHON CPeTM3EMHOMOPCKON JINXOPaTKON

Cpenn 21 manmenta KpbIMCKO-Tatapckoi HamuoHaidbHOCTH ¢ CCJI oTMeuanoch,
4yTo 7 neTed SBISIOTCA POACTBEHHUKaMHU (U3 OJHOM CeMbH), 2-€ JIpYrux JeTei
(cecTpbl) U3 IPYyrod CeMbH, YTO TOBOPUT O CEMEHHOM XapakTepe 3a00JieBaHUS U

OTPAXXAaeTCsl  YaCTOTOM  TE€TEPO3UIOTHBIX  BAapUAHTOB  MyTalMi, HUMEIOLIUX

KJIMHUYECKHUE MPosiBiIcHUs (pucyHok 3.19).
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%

M [lomosurotel M694M
KOMMAaYHA-reTepo3uroThl

M [eTepO3MroThl

Pucynox 3.19 - Pacnipenenenue rerepo- 1 TOMO3UTOTHBIX MyTanuii B rene MEFV y

KPBIMCKO-TaTapCKUX MAIIUEHTOB C CEMEUHON CPEIM3EMHOMOPCKOMN JTUXOPATKON

Y namuentoB ¢ CCJI KpbIMCKO-TaTapCcKOW HAIMOHAJIBHOCTH OO0Jee 4YacTo
BcTpeuaeTcss myrtanus B reie MEFV B rereposurorHom Bapuante B 71,42 % (15
NAIMEeHTOB) CIy4yaeB, YeM B TOMO3UIOTHOM U KOMITayH/A-T€TEPO3UTOTHOM BapHaHTaX
HocutenbcTBa — B 14,28% ciydyaeB cooTBeTcTBeHHO (3 manmenTta). B cpaBHeHuu c
JUTEpaTypHbIMU JITaHHBIMHM, TE€TEPO3UIOTHbIE HOCHUTENIM NATOT€HHOIO BapUaHTa,
MMEIOIIME KIIMHUYECKUE MPU3HAKU BeTpeyanuck B 15,0% ciyuaes.

Haubonee wacto BcTpewaemMoill MyTalMed Yy KpPBIMCKO-TATAPCKHUX MAllMEHTOB
SBJISICTCS MaToreHHbIi BapuaHT 10-ro sx3ona M694V (90,47%) — 19 manueHTOB, 4TO

COOTBETCTBYET JINTEPATYpPHBIM JaHHBIM (pucyHok 3.20).



7

%
90,47
90 -
80 -
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60
50
40
30 - 14,2
20 - 4,76 4,76
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Me94vV M6e80I1 V726A p-Arg408GIn

Pucynox 3.20 - Yactora naToreHHbix BapuantoB B rene MEFV y kpbiMcko-

TATAPCKUX MAIUEHTOB C CEMEUHON CPEAU3EMHOMOPCKOU JIMXOPATKOMN

VY4uuThIBasi TEHETUYECKOE POACTBO KPHIMCKO-TATAPCKOIO HACETIEHUS C TYPEIKUM,
HaMH Obla TPOBEIEHA CpaBHUTENbHAs XapaKTEPUCTUKA OCOOCHHOCTEW TEeHHBIX
BapraHToB CCJI Mexay KppIMCKO-TaTapCKUMU U TYPELIKUMH MAaUEHTAMM.

OtmeudeHo OoJiblliee YUCI0 TOMO3UIOTHBIX BapuaHToB B reHe MEFV y Typenkux
naiueHToB B 45,0% cnydyaeB (18 mauMeHTOB), YTO COOTBETCTBYET JUTEPATYPHBIM
JTAHHBIM, TeTepo3uroTHrix BapuantoB — 30,0% (12 mnanuMeHToB), KOMMAayH/I-

reTepo3uroTHeIX BapuantoB — 25,0% (10 manuenTtoB) (pucynok 3.21).

B roMo3UroTbl
H reTepo3vroTsl

HOoMnNayHAg reTepo3uroThbl
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Pucynok 3.21 - Pacnipenenenue BapuaHTOB MyTallUid Cpeid TYPEIIKUX MAlMEHTOB C
CEMEWHOW CPETU3EMHOMOPCKON JIMXOPAIKON
[Tatorennsie BapuanThl B 10-M sk30He rena MEFV: M694V - y 48 narnueHToB
(68,5%), V726A —y 5 maruenTos (13,0%), M6801 — y 6 maruenTos (14,0%), R761H
—y 1 nanmenta (2,5%); B cpaBHEHUU C JIUTEpaTypHBIMU JaHHbIMU: M694V — 51,0%,

V726A — 2.9%, M6801 — 9.2% [144, 145] (pucynok 3.22).

%
68,5

60 -

50 -

40 -

30 -

14 13
20 -

10 -

Me94Vv M680I V726A R761H

Pucynok 3.22 - Pacnipenenenue TUIIOB MyTalluii Cpeid TYPEIKUX MMAIIMEHTOB C

CEMEWHON CPETN3EMHOMOPCKON JIMXOPAIKOM

B otnumunme OT KpBIMCKO-TaTapCKUX TMAIlMEHTOB, Y KOTOPBIX Mpeodagaiu
reTepO3UroTHhIE MaTOreHHble BapuaHThl B rene MEFV, y Typeukux mnaiueHTOB
O0TMEYaJoch NnpeoliaiaHue TOMO3UTOTHBIX U KOMITayH/I-T€TEPO3UTOTHBIX BApUAHTOB
(pucynok 3.21). Taxxke mokaszaHo npeoOsaganue myranuu B reie MEFV Bapuanra
M694V kak cpemu Typeukux (Kak M CpeId KPBIMCKO-TaTapCKHUX IMAIUEHTOB)

(pucyHok 3.22).
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3.3. Tepanusi nalHEHTOB ¢ CeMeHHOI CpeAN3eMHOMOPCKOM JTUX0PAAKOM

Bce manmentsr ¢ CCJI KphIMCKO-TaTapCKOM W TYpEIKON HAIMOHAJIbHOCTEH
nojydanu tepanuto kKonxunuHoMm B 100% ciyuaeB (pucyHok 3.23). Cpeansist 103a
KOJIXHIIMHA Y KpbIMcKO-TaTapckux narueHToB ¢ CCJI cocrabmia 0,035 mr/cyTku mnm

1,5 mr/xr.

%
45
40

35

42,8
285
30
25
20 14.2 14,2
15
10
0
V- 4

KaHakuHymab Touunmsymab apanumymab  3TaHapuent aHaKWHpa

%]

Pucynok 3.23 - Tepanus ['MIBI1 y kppIMCKO-TaTapCKHUX MAI[IEHTOB C CEMEMHOMN

CPEIM3EMHOMOPCKOM JINXOPATKOU

Bce 40 mammentoB (100%) c¢ CCJI Typeukod HAIMOHAIBHOCTH TOJIyYalln
Tepanuio KouxumuHoM. CpenHsis mo3a kojxuimHa coctaBuia 0,033 mr/kr, wm 1
MT/CYTKH.

VY 10 gereii (25,0%) ormeuanachk Hed(HEKTUBHOCTH TEPAIIMK KOJXUIIUHOM, U Y 1
pebenka (2,5%) HenmepeHOCHMOCTh KOJXHUIIMHA (IUCIENTUYECKHE PAacCTpoicTBa). 9
nereit mony4aroT Tepanuto [ MBIT: kanakuaymao - (77,7%) 7 manueHTOB, aHAKUHpA -

(11.1%)1 marment, Tormu3ymab - (11,1%) 1 manuent (pucyHok 3.24).
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Pucynox 3.24 - Tepanus [ UBI1 y Typerikux naiueHToB ¢ CeMEHOM

CPEAN3EMHOMOPCKON JTUXOPATKOM

Bce mamueHTsl, Kak KpbIMCKO-TaTapCKOM, Tak M TYPELKOW HAIMOHAJIbHOCTEH,
ucxogHo mnonydanu Ttepanuio KoiaxumuHoM (100,0%). Tepanuss ['MBII Obuia
IPUCOEINHEHA M3-32 HEA((EKTUBHOCTH W/WIM HENEPEHOCHUMOCTH KOJXUIMHA B

33,3% u 27,5% ciay4aeB, COOTBETCTBEHHO (pUcyHOK 3.25)

% EE 25

77,7
80 -~ B Typku
70 A

B Kpbimckue
60 - TaTapsbl
50 - 2,8
*
40 1 28,5
30 * * ek k
20 - 14,2 14,2
0 T T T T 1
KaHaKMHyMab Toumnmaymab aganumymab  sTaHapuent aHaKWHpa

IIpumeuanue p — JOCTOBEPHOCTH pa3Inuns Mex 1y noiaydaemon tepanueit I' IbI1 nannenTamu
KPBIMCKO-TaTapCKOW M TypelKoi HarmoHanbHocTu: *- p <0,05; ***-p<0,001

Pucynok 3.25 - CpaBHutenbHas xapakrepuctuka tepanuu [ MBI y kpsiMcko-

TaTapCKUX U TYPELUKUX MAUEHTOB C CEMENHON CPEANZEMHOMOPCKOM JINXOPAAKON
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bonpimiee konuuectBo mnarnueHToB (42,8% wu  77.7% COOTBETCTBEHHO) U3
nonyvaronux tepanuio MBIl ¢ CCJI, kak KpbIMCKO-TaTapCKOM, TaK U TYPELKOU
HAI[MOHAJBHOCTEN IMOJIyYyadld COBMECTHO C KOJXMIIMHOM KAaHAaKMHyMad, MEHbILEEe
KOJINYECTBO marueHToB tepamuto apyrumu ['UBII (pucyHok 3.25).

VY KpBIMCKO-TaTapCKUX MAIUEHTOB OTMEYEH OOJBIIMI IMPOLIEHT MAlUEHTOB C
HEMEePEHOCUMOCThIO/HEAD(HEKTUBHOCTRIO KonxunuHoTepanuu (33,3%) B cpaBHEHHH
¢ nureparypubiMu gaHHbiMA (15,0-20,0%) — mammeHTsl APYrUX TapreTHBIX TPYII,
OJTHAaKO HE MMeJa JIOCTOBEPHOW PAa3HUIIBI B CPABHEHUM C TYpEUKHMHU NAlMEHTAMHU
(27,5%). TIlo nwurepaTypHbIM HaHHBIM, Hed()()EKTHBHOCTE/HENEPEHOCUMOCTh
KOJIXMIIMHOTEpAanuu — OAWH W3 IMPEIUKTOPOB (OpMHUpOBaHUS aMuiongo3a. Taxxke
HEOJAronpsITHHIM MPOTHOCTUYECKUM IPU3HAKOM (OPMHUPOBAHUSA aMUIOUI03a Y
0onpHBIX ¢ CCJI sABHSAIOTCS: COXpaHSIOIIMECS MPUCTYNbl JUXOpPaAKu U 0ol B
KMBOTE, a TaKXke IpU T[OJHOM KIMHUYECKOM OTBETE  COXPAHSIOIIASICS
CEpOJIOTUYECKast AaKTUBHOCTD.

VYuuThiBas  BBILICTIPUBEICHHBIE JaHHbIE, JUIsI MPOTHO3a  (POPMHUPOBAHUSA
aMWION/103a Y  KPBIMCKO-TaTapCKUX  NAI[MeHTOB,  JlaHAa  CpaBHUTEJIbHAs
XapaKTEPUCTHKA MPOAOKUTENBHOCTH MpUcTyna U ypoBHsA C-peakTUBHOro Oernka,
KaK OCHOBHBIX KpuTepueB 3(PPEKTUBHOCTH Tepamuu, Yy MAIUEHTOB C
NEPEHOCUMOCTBIO M HENEPEHOCUMOCTHIO/PE3UCTEHCTHOCTBIO  KOJIXUIIMHOTEPAUU
(Tabnuia 3.8).

Cpenu nanuentoB ¢ CCJI KpbIMCKO-TaTapCKOW HAIIMOHAIBHOCTH OTMEYaJoCh Y
2-x manueHToB (9,52%) C HEMmepeHOCHMOCTHIO KOJXHUIMHA. Y TAIMeHTOB C
HEIEPEHOCHUMOCTBIO KOJIXMI[MHA COXPAHSUIUCh MPUCTYIBl MPOAOKUTEIBHOCTHIO
Oonee 2 4acoB ¢ YMEPEHHOW CEpOJIOTHUECKOW aKTUBHOCTHIO. HemonHas KIWHUKO-
nabopaTtopHas PeMUCCHS TTOCTY)KUJIa TTOBOJOM il nipucoenuneHus: tepanuu ['MBIT

JTAHHOW KOTOPTE MaleHTOB.
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Tabnuna 3.8 - OCOOEHHOCTH TeUEHUSI CEMEMHON CPeTU3EeMHOMOPCKOM INXOpaaKH

y HNallMEHTOB KPBIMCKO-TATAPCKON HAIMOHAIBHOCTU C IEPEHOCUMOCTBIO U

HCTICPCHOCUMOCTBIO KOJIXUIIUHA

[lepenocumocts | Hemepenocumocts/ | P
Xapakrepuctuku CCJI KOJIXUIIMHA PE3UCTEHTHOCTh K
(n=14) KoJIXuIuHy (N=6)
(mediana, min; (mediana, min;
max) max)
Bpewms hio) ycranosienus | 2,3 (2,0; 4,0) 8,5 (7,0; 12,0) <0,01
nuaraosa CCJL, r.
[Tpo10KUTETILHOCTD IPHUCTYIIA 0,0 (0,0; 0,03) 2,0 (0,0; 2,0) <0,01
(TTocaeHUM BU3KUT), Yachl
C-peaKkTUBHBIN OCITOK, MI/JI 2,5 (0,3; 8,0) 4,5 (3.5; 17,0) <0,01
Tprveuanue p — JOCTOBEPHOCTh pasiuumss y mammentos CCJI ¢ yJOBIETBODHTENBHOM

NEPCHOCUMOCTBIO U PE3UCTCHTHOCTBIO K KOJIXHUIUHY.

YuutbiBasi, 4To y OOJIBIIMHCTBA MAIMEHTOB BpeMsi OT Je0roTa 3aboJieBaHUs 10
MOCTAHOBKM JIMAarHO3a COCTABWJIO Y KPBIMCKO-TaTapCKUX ManueHtoB 4,6 ner, a y
MaIMEeHTOB ¢ HEA((HEKTUBHOCTHIO/HEMEPEHOCUMOCTRIO KOJIXUIIMHA 8,5 JIET, MOXKHO
MIPEANOJIOKNTh, YTO OAHUM U3 (DAKTOPOB, BIUSIONINX Ha OJIaronpHATHBIA IPOTHO3 U
3G ()EKTUBHOCTh KOJIXMUIIMHOTEpANUH, SBIsSETCS Oojiee paHHEE YCTAHOBIICHUE
JMarHo3a.

Hns ouenku sddextuBHOocTH Tepanuu y nanumeHToB ¢ CCJI ucnonb3oBaiics
uHJeKC ['a3nuHu. Y MNaiueHTOB KPBIMCKO-TaTapCKOM HAIMOHAJIBHOCTU (PUCYHOK
3.26), oTMeuanoch CHWXKeHUE nHaekca ['a3nuuu Oosee, yeMm B 2 pasa, B OTJIUYUHU OT
TypeUKUX TAaIMEeHTOB, y KOTOPHIX OTMEUYaJOoCh HapacTaHue WHiekca [ a3nuHu

(pucynok 3.27). Memuana wHaekca ['a3muHH y KpPBIMCKO-TATAPCKUX MAIlMEHTOB

cOCTaBuWJIA - 8, MakcuMaJIbHOE 3HaueHue — 10,1, MuHMMaNIbHOE 3HaUYeHue — 6,06.
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22

AnHamunKka nHaekca Masnmum y nauneHToB ¢ CCJ1 KpbIMCKO-TaTapCKoro
20 NpPOUCXO K AeHNA

18

16 +
14+ —’7
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10 +

p=0,014

0 O Memnana
WHpexc Masnuin e gebiote O . »%75%

Mu
Wrgexc Maanunn npu nocneaHem euanTe L. g

Pucynox 3.26 - lunamuka 3(eKTUBHOCTH T€PANTUU Y KPBIMCKO-TaTAPCKUX
MAIMEHTOB C CEMENHON CPEIM3EMHOMOPCKON JINXOPAIKOM MPU MEPBOM U MOCICTHEM

BHU3HTax

Menmnana nanekca ["aznuau y Typernkux narueaToB ¢ CCJI cocraBmma — 12,8,

MaKCUMaJabHOE 3HaueHue — 14,3, MuHnMajbHoe 3HaueHue — 9,4,

22

20

p=0,014

0 O Megnama
25%-75%

I MHREHMATEHO-

MAKCHMATEHO

Pucynox 3.27 - lunamuka 3pGeKTUBHOCTU TEpANUU Y TYPEIKUX MAIIHEHTOB C

CEMEUHOM CPEIU3EMHOMOPCKOM JINXOPAAKOU IIPHU IMEPBOM U TTOCIIEAHEM BU3UTAX
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W3 BhImenpuBeIeHHBIX TPAaPUKOB BUIHO, YTO WHACKC ['azmuHu cHu3micsa Oosee
yeM B 2 pasza y KPbIMCKO-TaTapCKUX MAlMEHTOB, YTO MOXKET CBHUIETEILCTBOBAThH O
TOM, YTO HE€ BCE NMAUHUEHTHI TYPELUKON HALMOHAIBHOCTH IOCTUINIM KIMHHUYECKOMN
pemuccuu. Bo3MOXHO, 3TO CBSI3aHO C T€HETHYECKMMH BapHaHTaMH MallMEHTOB C
CCJI Typeukod HAIMOHAJIBLHOCTH, Y KOTOPBIX MpeodsiajaloT TOMO3UTOTHBIE U
KOMMAayH/I-T€TEPO3UTOTHBIE BAapUAHThl MYTAIllMi, 4YTO CBHUJETEIBCTBYET O Ooiiee
TSDKEJIOM TEUEHUHU U OOJIBIEeH BEPOATHOCTH HEAP(HEKTUBHOCTH TEPAIIUU.

Taxoke orieHka 3(hPEeKTUBHOCTH TEpANKK OLIEHUBAJIACh 0 olleHKe miKaasl BAII B

neOroTe 3a00JIeBaHUS U TIPH MTOCIICAHEM BU3UTE (PUCYHOK 3.28)

120

100
80
60
40 +

20

0  Memmana

. . . 25%-75%

VASm VASfin I MHHHMATEHO-
MAKCHMAIEHO

-20

Pucynok 3.28 - Onenka 3¢ (GeKTUBHOCTH TE€paruH M0 IIKajle MHTEHCUBHOCTHU 00Jn
(BAILI) B ne6rote 1 mpu MOCAEAHEM BU3UTE Y KPHIMCKO-TaTaAPCKUX MAIUEHTOB C

CEMEWHOW CPEeIN3EMHOMOPCKON JTMXOPAIKOM.

[Ipu ouenke mkansl BAII y kpeiMcko-Tarpckux nanueHToB ¢ CCJI, BBIABIEHO
CHIKEHHE UHTEHCUBHOCTH 0011 O60Jiee ueM B 4 pasa.

OnenuBas s¢ddextuBHOCT, Tepanuu mnarueHToB ¢ CCJI mo mkane FMF50
(pucyHok 3.29) ObulO BbIsIBIIEHO, 4TO MeHee 20% ManueHTOB KPBIMCKO-TaTapCKOM

HAIIMOHAJILHOCTH HE JOCTUTIIM KIMHU4YecKor pemuccuu (50% oTBeT Ha Tepaliuio).
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1l
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0  Megnama

A : ; ; . 25%-75%
InternationalScale_in I MuHEHMATEHO-
InternationalScale_fin MaKCHMAIBHO

Pucynox 3.29 - Ouenka 3¢p(heKTUBHOCTH Teparuyi CEMEUHON CPeIn3eMHOMOPCKOM

nuxopajku 1o mkaie FMF50

Box & Whisker Plot

O Meanana

25%-75%
= I MurmnaTEHO-
= MaKCHMATEHO

Pucynok 3.30 - Ornenka tsxectu TeueHus CCJI o Pras et al.

OneHuBas pe3ynbTarhbl 3QpPEeKTUBHOCTU TEPANUU O LIKAJIE OLUEHKU TIKECTU
TEYCHUS] CEMEHHON CpeAM3EMHOMOPCKOM JIMXopaaku 1o Pras et al, BeIsBICHO, 4TO
6omnee 75,0% xpbviMcko-Tatapckux narueHToB ¢ CCJI qocTurim KiImHIKO-

nabopaTtopHoit pemuccuu (pucyHok 3.30).
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3.4. JTtHorpaduveckmne ocodeHHOCTH MoayocTpoBa Kpbim

Ha momenT mepemnucu HaceneHus, naTupoBaHHbIM 2018 rogom 4YHCICHHOCTH
HacenieHnst Kpeima coctaBuiia 1912622 yenoBek, emie OKOJIO 9 ThICAY YEIOBEK
npoxkuBaeT BpeMeHHO. KommuecTBo nerckoro HaceneHust B Kpeimy cocraBuino 380
TeicsiY U 83464 pebenka - B r. CeBacTomnode.

B KpeiMy BbIZETSAIOT 25 paliOHOB W TOPOAOB, a TakkKe Topon (deaepabHOTO
3HaueHnst CesBactromosib. [lo mamHpiM  mepenucu  Hacenmenus 2018 rona,

pacrpejiesieHie YUCICHHOCTH HACEJICHUS pailOHOB MPEICTaBICHO Ha pucyHke 3.31.

[Ipumedanue: qaHHBIE TIONYUYEHBI ¢ caiita https://rosstat.gov.ru/folder/56580

Pucynox 3.31 - Uucnennocts Hacenenus: Pecriyonuku Kpsim o nanasim POCCTAT

Ha 2018 rox
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Pacnpenenenne nacenenus B Pecny6nuke Kpeim u r. CeBacTorosne, KOJTUYECTBO

MPOXKHUBAIOIINX KPBIMCKHUX TaTap MpeCTaBIeHbl Ha pucyHKax 3.32 u 3.33

OtHuveckuit coctaB pecryonuku Kpsim Ha 2018 rox npeacraBieH Ha pucyHke 3.32

2,4%

M yKparHLbl
H pycckue
M KpbIMCKMeE TaTapsbl

APYTYe HaUMOHANLHOCTH

[Ipumeuanue naHHBIC TIOIYYCHBI ¢ caiiTa https://rosstat.gov.ru/folder/56580

Pucynox 3.32 - CoBpemeHHbIN dTHUYECKU cocTaB Pecrryonuku KpeiM (110 1aHHbBIM

2018 1.)

B Kpeimy u r. CeBacronosie NpoXMBAaeT MOYTH 2 MHUIMOHA HACEJICHUs, U3
KOTOPBIX KOJHMYECTBO MPOXKHUBAIOIINX KPBIMCKUX TaTap (IO JaHHBIM MEpernucH
Hacenenuss 2018 r POCCTAT) cocraBisger 12.5% B pa3nuuHblx paiioHax
noiyoctpoBa Kpeim. Ha pucynke 3.33 mpenctaBieHO COOTHOIIEHUE OOIIeH
YUCIIEHHOCTH W JOJII KPBIMCKO-TaTapCKOTO HaceleHus 25 pailoHOB W TOPOJOB

Pecniy6muku KpeiM, a Takske r. CeBacTonosnb
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WY HaceneHuA

[ [ EPBMCEG-TATapCEOra HaceneHu A

20
17,2
18

15

Pucynox 3.33 - Pacnipenencnue Hacenenus B pecryonuke Kpeim u ropoge CeBacronons (Ha 2018 rojr), KOJIMIecTBO KPHIMCKHAX

TaTap
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3.5. KiuuHuyeckasi M TEeHETHYECKAsi XAPAKTePUCTHKA MalHEeHTOB C
CeMEeHOM CpeAM3eMHOMOpPCKOM Jmxopaakod B KpeiMy pasiaudHoi

HAaIIHOHAJBHOCTH

C 2016 rona B Kpsimy BbIsiBIIeHO 25 neteit ¢ quarno3om CCJIL.
N3 Hux: 2-e nered apMsSHCKOM HalMOHaNbHOCTH, 1 pebeHok (co CJoB
ponuTeneii) - CIaBIHCKON HAaIlMOHATBHOCTH, 1 pebeHok — je3ruH u 21 pebeHok -

KPBIMCKO-TAaTapCKOM HAIMOHAIBHOCTHU (pUCYHOK 3.34).

B KpbiMCKO-TaTapcKan
HaLMOHANbHOCTD
B 3PMAHCKaA HALMOHANBbHOCTb

nesruH

B CNaBAHCKAA HALMOHANBLHOCTD

Pucynok 3.34 - DTHHYeCcKuUE TPYIIIbI MALIMEHTOB C CEMEHHON CpeIn3eMHOMOPCKOM

muxopaakoit B Kpeimy (%)

VY kax10#l THUUECKOU Tpynibl uMeroTcs ocooennoctu teuenus: CCJILL

VY Bcex NManueHTOB apMSHCKON HAllMOHAIBHOCTH, KaK U Y KPBIMCKO-TaTaAPCKUX
NALMEHTOB, OTMEYaJIUCh NEPUOINYECKHE IPUCTYIIBI JUXOPAJIKH,
COIPOBOXKAAEMbIE OOJISIMU B )KMBOTE, TOLIHOTOM, pBOTOM, OOJISIMM B KOJIEHHBIX U
Ta300€IpEHHBIX ~ CYCTaBaX,  BBICOKOM  CEpOJIOTUYECKOW  aKTHUBHOCTBIO.
PoxenonoOHble BBICHIMAHUS Yy TMAIlMEHTOB JAHHOW JTHUYECKOM TpyMNImbl He
oTMeuyanuch. (O0a mnanMeHTa NOJy4Yald TEparnuio KOJXWIUHOM B jgo03e 1.5

MT/CyTKH. JIOCTUTHYTa KIIMHUKO-TA00paTOPHAS PEMUCCHSI.
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VY 1 nanuenTta — Je3ruHa OTMEYAIUCH KaT0Obl HAa IEPUOANYECKOE TTOBBIIIICHHUE
TEMIIepaTypbl Tena 10 CcyOoheOprIbHBIX IM(P, COMPOBOXKIAEMbIE OOJIIMU B
KUBOTE M YMEPEHHOM CEepOJIOTMYECKON aKTUBHOCTBHIO. Y peOeHKa OTMEYaroTcs
NepUOANYECKOE MOBbIIIeHne Oenka B Moue Oonee 1 r/n. Ha maHHbI MOMEHT mpu
MPOBEICHUH OWMOINCUU C HMMYHOTHCTOXMMHYECKUM HCCIEAOBAaHUEM TOHKOTO
KUIIEYHUKA Yy TMalHMeHTa He OTMedaloch amujionno3a. OIHAaKo, YYUThIBas
aHAJIOTUYHYIO CHMIITOMATHUKY y OTIa ManueHTa ¢ (opMHpOBaHHEM aMUIIOUI03a
MOYeK M TpaHCIUIAHTalMEeW 00enX MOouYeK, HaMu ObLI pacleHEH AMarHo3 Kak 3
dbenotun CCJI 1 Ha3HAYEHA Teparusi KOJIXUIIMHOM B J103¢ 1.5 Mr/cyTKku.

VY 1-ro mammeHTa ClaBSHCKOW HaMoHaNIbHOCTH (co ciioB poauteneir) CCJII
KJIMHAYECKU TIPOSIBISUIACH TEPUOJUYECKUMH TMOAbEMaMHU TEeMIEpaTypbl 10
cyOdeOopmnbHBIX U(P, KOTOpPasi COMPOBOXKIATACh SKCCYNATUBHBIM IIJIEBPUTOM,
BBICOKOH CEPOJIOTMYECKON aKTUBHOCTBIO, POYKENOJOOHBIMU BBICHIITAHUSMU.

Takke UMeNUCh OTIUYMS TMATOTCHHBIX BapuaHTOB B reHe MEFV B pasnbix
THUYECKHUX IPYIIaX, OOBACHAIONINE OCOOCHHOCTH KimHn4Yeckoro teueHust CCJI.

['enetnueckas xapakrepuctruka nanueHToB ¢ CCJI npencraBieHa Ha pUCYHKE

3.35.

%
80 71,42
60 -
40 -
) 14,28
20 - ’
8,0 8,0
: Y 4,0
0 . . . ./
KprMCKMe apMﬂHe cnasAHe nesrH
TaTapr
[ | rOMO3MFOTbI [ | r(-."TepO';‘»MFOTbI KOMI‘IayHﬂ,-FeTepO';‘»MFOTbl

Pucynox 3.35 - Pacnipenenenue naroreHusix BapuantoB B reae MEFV cpenun

NAIMEHTOB C CEMENHOM CPeU3EeMHOMOPCKOM JIMXOPAAKON Pa3HbIX STHUYECKUX

rpynn B Kpeimy.
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Haubonee wuwacto BcTpedaeMble maTOoreHHble BapuaHTel B reHe MEFV

MIPE/ICTaBIICHBI HA pUCcyHKE 3.36

% 80,0

80 -

70 -

60 -

50 A

40 -

30 A

20 - 8 12,0

10 7 00p ho OOOWO 0 o*0

0 T T T T -0-.

p.M694V p.M680I R761H p.V726A  p.Argd08GIn

.HprMCHHETaTapr .apMﬂHe M chagaHe Ne3rH

Pucynok 3.36 - [latorennsie Bapuantsl B rene MEFV cpean mannenTos ¢
CEMEIHON CPeTU3EMHOMOPCKOMN TMXOPAIKON Cpeu BCEX ITHUUECKUX TPYII B

Kpbimy.

HauGonee yacto BcTpeuaromuiics nmaroreHHsiii Bapuant M694V B rene MEFV
y 22-tn marmuentoB (88,0%), u3 wux - y 20-tm manmentoB (80,0%) kpbiMcko-
TaTapCKOW  HAIMOHANBHOCTH, y 2-Xx mnanueHTtoB  (8,0%)  apMsHCKOM
HAIlMOHAJIBHOCTU. MeHee YacTo BCTPEYaeMbld, OJHAKO OTHOCAIIMWCS K
BBICOKOIIEHETPAHTHBIM MMaTOTeHHBIM, BapuaHT B reHe MEFV — M680I, BcTpeuasncs
y  3-x  mammentoB  (12,0%)  kpBIMCKO-TATapCKOM  HAIlMOHAJIBLHOCTH.
HuskonenerpantHbie BapuanTel reHa R761H u Arg408GIn Bcrpeuanucs TOIBKO Y
nanuenTa-jaesruaa (4,0%) u 1 naruenta ciaaBsHCKON HanmoHanbHOCTH (4,0%)
COOTBETCTBEHHO.

VYyuuteiBas, yTo 00AbIIMHCTBO ManueHToB (84,0%), crpagatronmx CCJI Obutn
KPBIMCKO-TaTapCKOW HAIMOHAIBHOCTH, B HAIlle HCCIIECIOBAaHWE OBUIM BKIFOYCHBI

TobKO feTh ¢ CCJI KphIMCKO-TaTapCKOil HAIIMOHATLHOCTH.
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3.6. Pe3yabTarbl reHeTH4YeCKOro o0cCJeJ0BaHUSL 3A0POBOr0 B3POCJIOrO

HaceJIeHUs1 KPbIMCKO-TATAPCKOI HAMOHANBbHOCTH Pecny0iuku Kpbim

bruto mpoBeneHO CKPUHUHTOBOE HCCIIEOBaHUE 128 340pOBBIX B3POCIBIX
(crapmie 18 1eT) MOOPOBOJIBIIEB KPBIMCKO-TATApPCKOM HAIMOHAIBLHOCTH U3 25
paiionoB u ropogoB KpeiMma u 1. CeBactomons. [IpoBeaeHo TreHeTHueckoe
obcnenoBanue mytaruii B reHe MEFV B 10-m 5k30He. Bbut BEISIBIICHBI HOCUTENN
MaTOTeHHBIX BapuaHTOB cpeau 13-tu uenoek (10.2% uccienyemsbix).

Cpenu uccienyeMblX BblsBIeH 1 3m0poBelii Hocutenb (7,0%) maToreHHOro
BapHaHTa B TOMO3UTIOTHOM cocTossHuu W 12 Hocureneid (93,0%) maToreHHOTro

BapHaHTa B FETEPO3UTOTHOM COCTOSIHUHU (pUCyHOK 3.37).

%

H romo3suroTa
M reTepo3suroTa

Pucynok 3.37 - Tunsl naToreHHbIX BapuanToB B 10-M sk30He rena MEFV cpenn

B3POCIBIX 3I0POBBIX JUI KPHIMCKO-TaTapCKOW HAIMOHATBHOCTH

Pacnipenenenne BapuaHTOB MATOT€HHBIX BAapUAHTOB T'€HA CPEAU TPYIIIBI
B3POCIIBIX  3JIOPOBBIX, HCCIEAYEMbIX KpPBIMCKO-TATapCKOM HAIMOHAJIBHOCTU

MPEICTaBIICHBI HA pucyHOKe 3.38.
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%

W p.V726A
® p.M694V
p.M680I

Pucynok 3.38 - Bapuants! mytanuii B rene MEFV cpenn B3pocibIx 310pOBBIX

HOCHUTEIICH KpBIMCKO-TaTapCKOﬁ HanlMOHAJIbHOCTH

[laToreHHble BapUaHTBl Y B3POCIBIX 3J0POBBIX JOOPOBOJBLEB KPBIMCKO-
tTaTtapckoi HarmoHabHOCTU: M694V —y 69,0% (9 uccnenyemsix), V726A, M680I
—y 15,5% (2 uccaemyeMbix) COOTBETCTBEHHO.

HeoOxonmuMo OTMETHUTh, YTO BCE B3pOCIbIE JOOPOBOJBIBI CUUTAIA CEOA
3I0POBBIMU U HE UMENH KIMHUYecKuX npuzHakoB CCJI.

YuuThiBas, 4YTO CpeId B3POCIBIX 3J0POBBIX JOOPOBOJIBLIEB KPBIMCKO-
TaTapCKOW HaIlMOHAIBHOCTH, ObLIO BbIsIBIEHO 10.2% OeccCUMNTOMHBIX HOCHUTENEH
naToreHHoro Bapuanta B rene MEFV, onupasicb Ha CKpUHUHTOBBIE HCCIIEIOBAHUS
cpenu Typeukoro Hacenenus (BbigBieHo 10,0% OecCUMNTOMHBIX HOCHTENEH
NaTOreHHbIX BapuaHToB B reHe MEFV), MoxxHO mpeamonoxuts, uro B Kpbimy
10% wnHaceneHuss KPBIMCKO-TATapCKOW HAIMOHAIBLHOCTU SIBJISIIOTCS HOCUTEISIMU

JAHHOT'O TATOTEHHOTO BapuaHTa — MpUMepHoe yucio Hocutenen 200 yemoBek.
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TJIABA |IV. JU®DPEPEHIIUAJIBHAS TUATHOCTHKA CEMEWHOM
CPEJIUBEMHOMOPCKOM JIUXOPAJIKU C IPYTUMHU
AYTOBOCITAJIMTEJBHBIMUA 3ABOJIEBAHUSAMU. OIIMCAHUE
CEPUU KIIMHUYECKUX CJIYYAEB.

CemMeiiHass ~ cpeU3eMHOMOpPCKasi  JIMXOpajaka  SIBISETCS  «IUarHO30M
UCKIIIOUCHUs».  HeoOXoamMo  WCKIIOUATh ~ WHQPEKIUOHHYIO  MATOJIOTHIO
(OakTepualibHbIC, BHPYCHBIE, TPHOKOBBIC WH(EKIUU, TJINCTHbIC WHBA3WUH,
TyOepKyJie3), reMo0J1acTo3bl, ayTOMMMYHHBIE 3a00JI€BaHMUSI.

YyuTpiBas, UYTO BCE  IANHMEHTHI, KOTOPHIM  OBUIM  HCKIIFOYCHBI
BHIIICTIPUBE/ICHHBIC ~ 3a00JIeBaHMsl, WMENIU KIWHUKY, cxonHyto ¢ CCJI
(mepuogMYecKkass JMXOpajaKa, BBICHIIAHUS Ha KOXKE, CYCTAaBHOW CHHIPOM,
COMPOBOXK/IA€MbIE€ BBICOKOM CEpOJOTHYECKON aKTUBHOCTHIO), MOATOMY OBLIO
HEeoOXoauMo mpoBecTd AuGGepeHIIUaIbHYI0 JIUATHOCTUKY —TEePUOIUYECKUX
JUXOpPaJoK C JAPYTHMH ayTOBOCHAJIUTEIBHBIMUA 3a0oneBaHusMu. C  IEIbIO
npoBenaeHus AudPepeHmanbHOi  TMAarHOCTUKH, JaHHBIM —TaIlldeHTaM  ObLIO
MIPOBEICHO TIOJHOE MOJEKYISIpPHO-TeHeTHIecKoe oOcnenoBanue - NGS-maHens.
OpHako He y BCeX MAIMEHTOB OBUIM BBISIBJICHBI MATOTCHHBIE BAapUAHThI B T'EHE
MEFV. beuin oOHapyXeHbl Apyrue BapHaHThl T€HOB, MPUBOSAIIME K OoJiee
PEAKUM ayTOBOCIIAIUTEIHHBIM 3a00JIEBaHUSM.

Hwuxe npuBeneHbl KIMHUYECKUE ciaydan AuQdepeHInanbHOl JUAarHOCTUKH C
JPYTUMHU ayTOBOCTIAIMTEILHBIMH 3a00JICBAaHUSMHU, KOTOPBIE BCTPEUATIUChH B HAIIICH

KJIMHUYECKOU IMPAKTHUKE B XO0AC UCCICAOBAHNA B TCUCHUC IMOCIICAHUX 4 jer.

Cemeitnwtit cayyait CCJI ¢ Pecnyonuxe Kpvim (006a pooumens u 7 demeit).

B 2016 rony B8 'bY3 PK PJIKb r. Cumdepomnons noctynuia AeBoYka 8 JieT,
M0 HAIMOHAIBHOCTU KPBIMCKAsl TaTapka C kajo0aMu Ha MEepUOIUYEcKHe 00U U
OTEYHOCTH B KOJICHHBIX W TOJICHOCTOITHBIX CyCTaBax, YTPEHHIOI CKOBAHHOCTH /0 |
yaca, Ha (¢OHE TIOBBINICHHWS TeMmIepaTtypbl 10 (eOpwibHBIX  1Hp,

COIIPOBOXKIACMBIC OoNsIMH B JKUBOTE H JUCIICTICHYCCKUMH paCCTpOﬁCTBaMH.
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JlanHble kanoObl OECrOKOST B TEUEHHE MOJYrojaa ¢ MEPUOAMYHOCTHIO 1 pa3 B
mecsl. OOBEKTUBHO: OTEUYHOCTHh KOJEHHBIX, TOJCHOCTOMHBIX CYCTaBOB, MECTHO
HaJ| CycTaBaMHu TeMIIepaTypa IOBBIIICHA, ABWKEHUS B HHUX OTPAHUYEHBI M3-32
6omm, Temmeparypa Tena 38.3°C, BBICOKas CEpONOTHYEcKas AKTUBHOCTh —
noBeimienne COD, CPb. B pesynbrate o00cCien0BaHUsS JUAarHOCTHUPOBAH
IOBEHWIbHBIA ~UJUOMATHYECKUI apTpUT, CcycTaBHas (opma, OJIUTroapTpur.
Haznauena Ttepamnusi OUKIOPEHAKOM, METOTPEKCaTOM U (DOIMEBOW KHUCIOTOM.
Uepes 4 naHs TemmepaTypa Telda HOPMAalM30Ballach, CYCTaBHOM CHHIPOM
KynupoBaH, ceposiornueckasi aktuBHocTh (COJ, CPB) cuusmnuce. Uepes mecsn
peOCHOK BHOBH OOpaTWJICS TOBTOPHO C aHAJOTHYHBIMU kanoOamu. bbiia
3alo/I03peHa  CEeMEiHas  CpeIM3E€MHOMOpCKas  JIMXOpaJika,  MPOBEIECHO
MOJIEKYJIIPHO-TEHETUYECKOE HCCIIEeI0BaHNE, BbIsiBIeHA MyTanus B 10-M 3K30HE
reaa MEFV MG694V B romo3urotHom coctossiHud. PebGeHKy OblI Ha3zHaueH
KOJXUIIMH C TIOCTETNICHHBIM YBEIMYEHHEM J103bl 110 2 wMr/cytku. Yactora u
WHTEHCUBHOCTbH IMPUCTYNOB YMEHbIIUIUCh. PebeHok Obul HampasieH B ®I'BHY
HUUW Pepmartonoruu um. B.A. HacoHOBOM, rae el Oblia MHUIIMUPOBAHA TEparus
KaHAaKMHYMaOoM 2 Mr/Kr/Mecsi] U KOaxuiuHoM 1.5 mr/cytku. OnHako y peOeHka
COXPaHSUINCh TPUCTYIBI JINXOPAJIKH, COMPOBOXKIAaeMble OOISIMU B JKUBOTE H
pBOTOM, cycTaBHBIM cuHApoMoM. Ha ¢one mpucrtyna y pebeHka MOsSBHIACH

reMopparuueckast Chillb Ha KOXe B 00J1acTi 1o100poika (pucyHok 3.39).
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Pucynox 3.39 - 'eMopparudeckue BbICHIIIaHUs B 001aCTH MOA00POJIKA Y
MAILUEHTKA C CEMEUHON CPEAU3EMHOMOPCKOMN JTUXOPATKOU

Jlo3a xamakmHymaba ObUTa yBemWYeHa TIOCTETICHHO 10 4 MTI/KI/MecCSIl [0
JOCTHKEHUS KITMHUKO-J1a00paTOPHON PEMUCCHUH.

Uepes 4 wmecsma B xupyprudeckoe otnaenenune [bY3 PK PJAKB .
Cumdeporosst 00paTUIUCh POIUTENH MALMEHTKH ¢ pedeHkom 1,5 met (OpaTom) ¢
»)ano0aMu Ha OCTPYIO 0OJIb B )KUBOTE, JIMXOPAJKOU, IATHUCTO-TIATYJIE3HON CHITBIO
Ha BbICOTE JTMXOpajku (pucyHok 3.40), OOMsIMU B MBIIIIAX HIWKHUX KOHEYHOCTEH

1 BBICOKOM ceposiornyeckoit aktuBHOCTHIO (COD - 58 mm/uac, CPb - 47 mr/m).

Pucynok 3.40 - [IaTHucTO-NIanmysie3Has Chlllb Ha JIMLE U TYJIOBULIE Y

MAIMEHTa C CEMEMHON CpeIn3EMHOMOPCKOM JIMXOPAIKOM
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boin  3amomo3pen  ocTphlii  anmeHaunuT. PebeHky Oblma  mpoBedeHa
ANMEHAPKTOMUS, TIPU THCTOJOTUYECKOM HCCIICOBAHUU YAAJICHHOTO OTPOCTKA U
OOHapyKeHbl MPHU3HAKU AaCENTUYECKOTO BocnajeHus. B TeueHue Tpex gHEH
TEeMIIepaTypa Tella HOPMaJIM30Bajach, CEPOJOTUYECKAs] aKTHBHOCTh CHHU3HIIACK.
Uepes nBe Hemenu y peOeHKa BHOBB MOSBIISIOTCSA KajoObl Ha OCTPyr0 OO0JIb B
YKUBOTE, COMPOBOKIAAEMYIO PBOTOM Ha BBICOTE JIMXOPAJKH, TOSIBISIETCS OTEYHOCTh
u 00Jib B 00OMX TOJICHOCTOITHBIX CyCTaBaxX, OTEYHOCTh W TUIEPEMHUS MOIIOHKU

(pucynok 3.41).

Pucynox 3.41 - OTe4HOCTh MOIIIOHKH y MAIMEHTa C CEMEHHOU

CPEIM3EMHOMOPCKOM JINXOPATKOU

VYuuteiBasi, uto y crapmei cectpsl BbicTaBieH auarHo3 CCJI, peGenky
HA3HAUYCH KOJXWUIIMH C TIOCTETNICHHBIM YBEIMYEHHEM JI03bI 110 2 MI/CYTKH.
NHTEHCUBHOCTh MPHUCTYNOB YMEHBLIWIACh, OJHAKO YacTOTa M  BbICOKas
CepoJIOTUYECKass aKTUBHOCTh COXpaHsIach. PeOEHKY MPOBEACHO MOJICKYJSPHO-
reneruueckoe oocnenopanue B HMUILL JIT'OU um. [Imutpus Poradesa, BbIsiBIIeHA
mytarusi B 10-m sk3oHe rena MEFV MG694V B TOMO3UTOTHOM COCTOSIHUHU.
Pebenok 6w HanpaBnen B ®T'BHY HUMU Pesmaronorun um. B.A. HacoHoBoi,
rie eMy OblIa MHUIIMMPOBAaHA Teparusi KaHaKuHymMa0oM 2 Mr/kr/mecsi. OgHako y

pebeHKa COXPaHsITMCh MTPUCTYTIBI JTUXOPAJKHU, COMPOBOXKIaeMbIE OOJISIMU B JKUBOTE
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Y PBOTOM, CyCTaBHBIM CHHJIPOMOM, ISTHUCTO-MAITYJUIE3HON ChINbIO Ha Tene. [Jo3a
KaHakKMHymMaba Oblga yBenuuyeHa 0 3 Mr/Kr/mecsi + KOJIXuiuH 1,5 mr/cyTku.
JlocTurHyTa KIMHUKO-1a00paTopHasi peMHUCCHS.

[ToBTOpHO 0OOpPAaTUIUCH POAMTENM BBILIEYKAa3aHHBIX MAMEHTOB ¢ OpartoM (3
roga) ¢ JKamobaMM Ha OHH30IB IOBBILCHHS Temmeparypsl 1o 39,5°C,
noBTOpsOIIMECS 1 pa3 B HENEN, IUI0OXO KYNUPOBAJIUCh AHTUIIMPETUKAMU,
TPaH3UTOPHBI CHUHOBHUHUT C JIOKAJBHON THIEpEeMHEl 000MX KOJICHHBIX, MPaBOrO
TOJICHOCTOITHOI'O CyCTaBa BO BpEMSl MPUCTYNA JIUXOPAAKH, 3SMU30IUYECKU -
MEJIKOTOYEYHAas ChITb (Ha BBICOTE JTUXOPAJKH), YTPEHHSISI CKOBAHHOCTB OoJiee yaca
B KOJIEHHBIX M TOJICHOCTONHBIX CyCTaBax. B MOMEHT »smnu3ofa JUXOpaaKu
OTMeYaJlach BBICOKasi cepojiornyeckas akTuBHOCTH (nossimieHne COD, CPb), B
MEXIPUCTYIHBIA TEPUOJ JIabOpaTOpHbIE IOKA3aTeN HOPMAJIU30BbIBAIUCH. B
CBSI3M C THUIMYHOM KIMHUYECKOW KapTUHOM M CeMEHHBIM aHaMHE30M ObLI
ycraHoBiaeH juarHo3 CCJI, OblI0O MPOBENEHO MOJIEKYJISIPHO-TEHETUYECKOE
oOcnenoBanue pedbeHka, BeisBiIeHa MyTarus ¢.2080A>G, p.M694 B rene MEFV B
IETEPO3UTOTHOM COCTOSIHMM. Dbl  Ha3HAayeH KOJIXUMLIMH C IOCTENEHHBIM
yBeIu4YeHueM 103bl 10 1,5 wmr/cytku. JlocTUrHyTa KIMHUKO-JIa0opaTopHas
pemMuccus.

Poaurenu BeilienepeynCIIEHHBIX MAUEHTOB 00PaTUIINCh C pEOCHKOM O-TH JIET
C JKaJIo0aMM Ha AMU30/bl JTUXOPATKH J10 39-4OOC, COMPOBOXKAOIINECS OOJIIMHU B
KUBOTE, pBOTOW, OOJNSIMH B  TOJIEHOCTOIMHOM  CyCTaBe, JIU30JaMHU
KPYIHOIISITHUCTOW 3YJSLIEH ChIIIM Ha TeJle, OTEUHOCTh M TUIIEPEMUS IPABOro yxa

(pucyHok 3.42).
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Pucynoxk 3.42 - OTe4HOCTh YITHOM paKOBUHBI Y peOeHKa ¢ CeMEMHON

CPEAN3EMHOMOPCKOM JTUXOPAIKOU

JlanHBIE KaT00Bl OSCIOKOWIM C POKIACHHS, OJHAKO 3a IOCICIHUE MECSIIBI
4acTOTa U UHTEHCUBHOCTh YBEJIUYMIMCH 10 | pa3 B Hexemto. B cBA3u ¢ TUIIMYHON
KIIMHUYECKON KapTUHON M CeMEHHBIM aHaMHe30M ObuLT ycTaHoBjieH auarHo3 CCJI,
OBLJIO TIPOBECHO MOJICKYJIIPHO-TEHETHYECKOe 00cIe[oBaHNe PeOCHKA, BBISBIICHA
mytarus ¢.2080A>G, p.M694 B rene MEFV B rerepo3urotHoMm coctositHuu. beui
HA3HAUYCH KOJXUIMH C TIOCTETICHHBIM YBEJIMYEHUEM 103kl 70 1,5 Mr/cyTkwm.
JlocTurHyTa KIMHUKO-Ta00paTopHas peMHUCCHS.

Ponurenu BeIIenepedncIICHHBIX MAIIUEHTOB oOpaTuiack ¢ peoenkoM 11-u jer
(cecTpoit) c kaobamMu Ha TOJOBHBIE OONMM B TeUCHHE 4-X JIET, TOBBINICHUEM
TeMIiepaTypbl 10 GeOprIbHBIX U@p 2 pa3a B HEASTIO, HA BBICOTE JIMXOPAIKH -
KPYIHOISITHUCTAas: POXKENoao0Hast 3yJsiiasi Chillb MO BceMy Teny. Okono 6
MeECSIIIEB Ha3aJ MOSBUIMCH OOJM B MPaBOM KOJIEHHOM CyCTaBe, OKOJIO 3 Helelb
HaszaJl TMepuoauyeckas Oo0Jib B MPABOM Ta300€APEHHOM CYCTaBe C PE3KUM
OrPAaHUYECHHEM  JBMXKEHHM B  HEM. YUWThIBas CEMEUHBIM  aHaMHE3,
muarHoctupoBana CCJI, BeisBieH matoreHHbld BapuaHT ¢.2080A>G, p.M694V B
rene MEFV B rereposurotHom cocrossuuu. Haznauen konxuiuH B no3e 1,5 mr B

CcyTKH. JIOCTUTHYTa KIIMHUKO-TAa00paTOpHAst PEMUCCHSL.
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Cectpa mpobOaHma BBHINICTIEPEYUCICHHBIX MAIMEHTOB B BO3pacTe 8-M JIET
MOCTYIIHJIA C ’KaJIoOaM¥ Ha MOBHITIICHUE TEMIIEPaTyphl Tea 10 GeOpmIbHbIX udp,
IJI0X0 KynupyeMas aHTUIUPETUKAMH, KPYMHOISITHUCTYIO POXKEMNOJ00HYIO CHIMb
Ha BBICOTE JIMXOPAJKH, OOJIb B MKPOHOXKHBIX MBIIIIIAX, TOJICHOCTOIHBIX CYCTaBaXx,
00nM B JKMBOTE, COIMPOBOXKJIAaeMble PBOTOM, nuapeeil. IIpoBeneHa renernyeckas
JIMarHOCTUKA — BBISABJIEH NaToreHHbIM BapuaHT ¢.2080A>G, p.M694V B rene
MEFV B rerepo3uroTHoM cCOCTOSIHMM, ObliIa Ha3HAY€HA Tepanus KOJXULHHOM, C
MOCTENICHHbIM ~ YBEJIMYEHUEM J03bl 110 2 MI/CYTKM C HEIOCTaTOYHOMN
s PexkTuBHOCTHIO. Y pebdeHKa BO3HMKJIA TOIIHOTA, PBOTA, AUapes, MOBBLIIICHUE
AJIT, ACT 6Gonee 3-x Hopm (Bbimie 200 Ex/mur). B cBs3u ¢ HENMEPEHOCHMOCTRIO U
Her((PEeKTUBHOCTRIO Tepanuu, pedeHok Obul HampaBieH B OIAY HUU
PeBmatonorun um. B.A. HacoHnoBoii, rme eil Obula MHUIIMMPOBAHA TEpamnus
KaHaKMHymMaboMm B no3e 2 Mr/kr/mecsan ¢ aekabps 2018 roma. Jlocturayra
KJIMHUKO-71a00paTopHasi peMHUCCHSI.

Cectpa mpoOaHja BBHIIIENEPEYUCICHHBIX MAaIllMEHTOB B Bo3pacte 1.5 et
MOCTYIUJIA C ’KaJIo0aMH Ha MOBBIIIICHUE TEMIIEPaTyphl Tesa 10 PeOpuabHbIX 1udp,
IJI0X0 KynmupyeMas aHTHUIUPETHKAMH, KPYMHOIBSITHUCTYIO POXKEIOJIO0HYO CHIIb
Ha BBICOTE JIMXOPAJKH, OOJIb B KOJEGHHBIX M Ta300€JpPEHHBIX CYCTaBax,
HEBO3MOXKHOCTh BCTaTh Ha HOTH, OOJHM B KUBOTE, COMPOBOXKIAEMbIC PBOTOM,
nuapeeid. JlanHbie »kanoObl BOZHUKIM B Bo3pacte 1 roma 2 mecsues. [IpoBeneHa
reHeTUYecKass JUAarHOCTMKAa — BBIABJICH MaToreHHbld BapuadT ¢.2080A>G,
p.M694V B rteme MEFV B KoMmayHA-reTepO3UTOTHOM COCTOSHUH, Oblia
Ha3HayeHa Tepanus KoiaxuiuHoM B gao3e 0.5 mr B cytkum B Mapre 2021 r.
JlocTurHyTa KIMHUKO-I1a00paTopHasi peMHCCHSL.

Pomurenn: Oter: ¢ paHHEro AeTcTBa OECIIOKOWIN )KaloObl HA MEPUOTUIECKOE
MOBBIIICHUE TeMIlepaTypsl 10 (ebpunbHbix 1udp 1 pa3 B Hemeno, MIOXO
KyIIUPYEeMYI0 aHTUIUPETUKAMH, TOSBICHUE POXKETOJ00HON, KPYIMHOMSTHUCTON
3yASIICH CBHIMM Ha BBICOTE JIMXOPAAKA IO BCeMy Teilny, OOMM B IKUBOTE,
COMPOBOXK/IA€MbIE PBOTOM M KHJKUM CTYJIOM, OOJIM B CyCTaBax BEpPXHHUX W

HMOKHHX KOHC‘IHOCTCI\/'I, IMOSACHUYHO-KPECTIHOBOM OTACJIC ITO3BOHOYHHKA. vy OTIa
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Obuta BhIsiBIIeHA MyTanus ¢.2080A>G/G, p.M694V B 10-m 3k30He rena MEFV B
roMo3uTroTHOM cocTtossauH. J{maranoctupoBana CCJI. Ha3znaueH KOIXHWIWH B J03€
0.5 mr 3 p/a, KOTOpast YaCTUYHO YIYUIINJIa COCTOSTHUE TAIlUEHTa, PU YBEIUYCHUH
JI03bl KOJXWIIMHA 10 3 MI B CYTKH, Juxopaaka u npyrue mnposisienus CCJI
Ky[UPOBAJINCh, HO TOSIBISUIACH HETEPEHOCUMOCTh IpernapaTta (00 B KUBOTE,
cnasmbl, auapesi, ppora). B cBsi3u ¢ Hed(PEKTUBHOCTHIO M HENMEPEHOCUMOCTHIO
TEepanuu KOJIXUIIMHOM 2 MT/KI/CyTKH, HHUIMUPOBaHA Tepanus KaHAKHHyMaOoM B
no3e 150 mr/mecsiy ¢ JOCTHXKEHHEM KIMHHUKO-Ia0opaTopHOi pemuccuu. llpu
oOce0BaHNM, ¥ OTLA TaKKe OOHApYKEH JIBYCTOPOHHUU CAKPOWJIMHT, HaJU4He
anturena HLA-B27, Obu1 BbICTaBiIEH BTOPOM JHMArHO3: AHKWJIO3HPYHOUIUI
cnoraunoaptput (6one3up bextepena). Coueranne CCJI u Gone3nu bexrtepena
omucaHa B JIMTEpAType, Kak HanboJjee yacTble KOMOpOUAHBIE 3a00eBanus. Jlen u
mpajie]l Mo OTIIOBCKOM JIMHUH MPEAbSIBISUIA TE K€ JKaJIOObl C paHHUX JIET, YMEPIIU
B Bo3pacte 40-45 neT oT HEYTOYHEHHOTro 3a00JIeBaHMs MOYEK, YTO HE MO3BOJISET
WCKITIOUNTh HaJWYHe aMIJION03a Kak TUMUYHOTO ociokHerus CCJI, yuuTsiBas
ceMelHbI aHaMHe3. B cBa3M ¢ HEIPDEKTUBHOCTHIO M HEMEPEHOCUMOCTHIO
TEpanmuu KOJXUIIMHOM B J03¢ 2 MI/KI/CyTKH, WHUIMUPOBAHA Tepamus
KaHaKMHyMaOboMm B 1103¢ 150 Mr/Mecsiy ¢ JOCTHKEHHEM KIMHHUKO-Tab0paTOpPHOM
PEMUCCHHU.

Mate: mnpenpsBIsAiIa  KANOOBI Ha TEPHOAWYECKHE OONb B IKUBOTE,
CONpOBOXKIaeMyt0 cyodeopunuTeTom. JlanHble xkano0bl Oecriokowmn 1 pa3 B 2-3
Mecsma. BeigBaena wytamus  ¢.2080A>G, p.M694V B rtene MEFV B
IeTEPO3UTOTHOM COCTOSHUH. [losydana Tepamuio KOJXHIIMHOM B g03¢ 1 mr B
CyTKH. JIOCTUTHYTa KIIMHUKO-Ta00paTOpHAst PEMUCCHSL.

Martp u oter sSBisIUCh HocuTenssMu myTtanuu B rene MEFV B 10-m sk30He
MG694V. V otna Obliia BbIsIBIEHA MyTalllsi B TOMO3UTOTHOM COCTOSTHUM, y MaTepu
— B TETEPO3UTOTHOM COCTOSIHMM. 7 JIeTei: 2-€ W3 HHUX HUMEIT MYTaluio B
TOMO3WTOTHOM COCTOSIHMHM, OCTaJbHbIE 5 — B TETEPO3UTOTHOM COCTOSHUU

(pucynok 3.43).
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M694V /M694V M694V /-

omm

M694V/M694V M694V/M694V M694V /- M694V /- M694V /- M694V /- M694V/M806I

Pucynoxk 3.43 - PonocnoBHasi CEMbU ¢ CEMEMHOM CpeIrM3eMHOMOPCKOM

JINXOPATKOU

HGO6XOI[I/IMO OTMCTHUTBb, YTO BCC YICHBI CCMbH, HC3aBHCHMO OT BapHaHTa

MyTallu, UMCJIN KIIMHUYCCKHUC IIPOABICHUSA 3a00JIeBaHM.

Jugppepenyuanvnan ouaznocmuxka ¢ cuHOpomom Oeuyuma mesanioHam-
Kuna3zvl. Knunuueckuit npumep

PeGenok 3 net, KppIMCKO-TaTapckoil HauuoHaidbHOCTH mocTynui B I'BY3 PK
PJIKB r. Cumdepomnons ¢ xxanobamu Ha reMOpparu4eckie BhIChIIaHUs Ha HUKHUX
KOHEYHOCTSIX (pucyHOK 3.44), 00onu B )KUBOTE, PBOTY, AMAPEI0, OO M OTEYHOCTH
TOJICHOCTOMHBIX M KOJICHHBIX CYCTaBOB, MHTEHCUBHBIE OOJM B HKPOHOXKHBIX

MBIIIIIAX, TOJIOBHYIO 00b, IEPUOANUECKYIO JINXOPAIKY.
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Pucynok 3.44 - 'emopparuueckue BBICHIIIaHUS TIPU CHHAPOME Jedunnra

MCBAJIOHATKMHA3bI

[Tpu cbope anamHe3a OBLIO BBISBICHO, YTO C POXKICHHUS peOCHKA OCCIOKOUT
nepuoAnYecKas JMxopajka, nmopropsomascs 1 pa3z B mecsn (oT 3 1o 7 aHen), c
00NsIMU B KMBOTE, JICHKOIMTO30M, TPOMOOITMTO30M, BBICOKOW CEPOJIOTHYECKON
aKTUBHOCTbBIO, YACThle peCUpaTOpHble MHPEKINUH, OCTPbIe KUILIEYHbIE MHPEKIUU
C POXAEHUS, C 2-X pOCTKOBOM LMTONEHHEN, renaTocruieHoMeranuen. [Iposeaeno 3
OMONCMM KOCTHOTO MoO3ra (MCKIIOYEH TeMo0JacTo3), OHWOICHs TeYeHH —
KPUNTOTE€HHBIW renaTut?

3anogo3peH  ayTOBOCHAJIUTENbHBIA  CHUHIAPOM  (CHUHApPOM  AeduuuTa
meBanmoHaTknHazel), B HMUILL JITOU um. Imutpust PoradeBa ObLIO MPOBEACHO
MOJIEKYJIIPHO-T€HETUYECKOE UCCIIEI0BAHUE CHIBOPOTKH KPOBH, BBISBIICHA MyTalUs
B rene MVK B 5-M sk30He ¢.404C>T, B 11 sx3one c.1129G>A p.V3771 B
KOMIMAayHA-TE€TEPO3UTOTHOM  cOCTOsiHMU.  BeictaBnen — guarnHo3:  CJIIMK
(runepummyHorioOynuHemuss D). MHunuupoBana Ttepanusi KaHaKMHymMaOoMm B
no3e 3.5 Mr/kr 1 pa3 B 2 mecsiia, JOCTUTHYTa KIMHUKO-JIA00paTopHas peMHUCCHUS

3a00JIeBaHU.
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Jugppepenyuanvnan ouazHocmuKa c CUHOPOMOM oepuyuma
aoenozunoexamunasot 2 muna (DADA-2 cunopom). Knunuueckuii npumep

PeGeHoK KphIMCKO-TaTapCKOW HAllMOHAIBHOCTH, OOpaTHIICS B BO3pacTe §-MU
JIET ¢ XKanobaMu Ha IepHOAYECKYI0 InXxopaaKy 10 40°C, BEIpaKeHHBIMH GOIISIMHE B
MBIIIIIAX TOJICHEH, TenaTOCIICHOMETralinen, 3-X POCTKOBOM IMTONECHUEH,
noBeiieHueM ypoBHa AJIT, ACT 6onee, yem B 3 paza (Beime 200 E/mm). U3
aHaMHe3a 3a0oJieBaHMs: peOEHOK OoJieH ¢ 6-M MecAsYyHOro BoO3pacTa, Korja
BIIEPBbIE TIOCTYMUJ B JETCKYI0 HWH(MEKIMOHHYIO OOJBHUIYy C XKajnobaMu Ha
JUXO0paJiKy, Kamienb. [Ipu oOclieoBaHUM BBISIBIIEHA aHEMMsI, Te€MaTOJMECHAIbHBIN
cungpom. llepeBeneH B oTheneHrE BPOXKICHHOW U HACIIEICTBEHHON MAaTOJOTHHU.
[Tpu oOcnenoBaHuy BIsIBJICHA aHEMUS 2-3 cTeneHH 0e3 0TBeTa Ha GeppoTepanuio,
cencuc, runorammariaoOynunemusi. Ilposenena tepanust komomunumHom, BBUT,
remotpancdysus. TemnepaTtypa HOpMaIM30BaIach, pa3Mepbl NEYCHH, CEIEC3CHKU
YMEHBIIWINCH, B TOCIEAYIONIEM HOopMaiu3oBaiauck. IIpoBenena Ouorncus
KOCTHOTO Mo3ra B ceHTs10pe 2008 r. 3akiitoueHue: ania3usi SpUuTPOUJTHOTO POCTKA.
Hckmrouen remobiacto3, remodaronuto3. beur 3aBucHM 0T reMoTpaHc]y3uii:
nepenuBanus  spurpouutoB | paz3 B 3-4 Hemenu. Ilomywan Ttepanuto
MPEAHU30JIOHOM B J103¢ 2 MI/KI/CYT ¢ OTBETOM Ha Tepamuio. B 8-Mu neTHem
BO3pAacCTe - arylacTuueckuid kpu3. [IpoBeaeHa tepanus NpeaHU30JI0HOM C MOJIHBIM
apdexTom. B Bo3pacTe 9-Tm neT oTMedariach nepHoaMYecKas Juxopaaka mo 1-2
nHsa B Hedemto. B despame 2018 r. mpoBemena OworcHs KOCTHOTO MO3ra,
UcKIItoueH remo0Oancto3. 24.10.2018 r. (9 ner) koncynsTupoBan B HMULL II'OU
uM. JI. Porauema, mis Bepudukanmuu AuarHo3a IPOBEIACHO TEHETHYECKOE
uccienoBanne nanenb NGS. Brwiisiaena mytamus B reHe CECRI1: B 3kx30HE 2
oOHapyXeHa OJIHOHYKJICOTHJHAs 3aMeHa B TOMO3WUTOTHOM  COCTOSTHUU
¢.39C>Ap.C13, BricTaBieH quarHo3: aeduuT ageHosunae3amuaasbi-2 (DADA2).
NuunuupoBaHa Tepamnus 3TaHapuenTtoM B no3e 35 mr n/k exenenenbHo, BBUT.
Hocturnyra kiuHu4deckass pemuccus. CoxpaHsieTcss TrenaTocruieHoMeranus, 3-X
pocTkoBass nuToneHus. OT aJUIOT€HHOW TPAHCIUIAHTALMU Te€MOIO3TUYECKUX

KJIICTOK MAaTh OTKa3ajaacCh.
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ugppepenyuanvnaa ouaznocmuxa c unmepgphepononamuimu: cuHOpoOM
CANDLE. Knunuueckuit npumep

PebGeHok ciiaBsHCKOW HAIIMOHAJIBLHOCTH BIIEpBBIE OOpaTWiICs B Bo3pacte 9-u
MECAIIEB C JKalo0aMM Ha BBICHITIAHUA COCYIHUCTOTO XapakTepa Ha KOXKe

KOHEUHOCTEH, TYJIOBUIIA, JTUIIA, HE 3y ISIIUE, TTOSBIISIONIUECS CaMOCTOsITEILHO 0e3

HapYIICHUS TUCThI, CAMOCTOSTEIbHO Kynupytomuecs (Pucynok 3.45).

—

Pucynox 3.45 - XapaktepHublie KoxHbI€ BbickITanus pu cunapome CANDLE

AHaMHe3 3a00JieBaHUs: BIEPBbIC BBHICHINIAHUS MOSBUIUCH HAa 3-M JIeHb TOCIe
pOXJieHus (Ha JUIEe TPH TSTHA COCYJIUCTOTO XapakTepa), KOTOpble MOCTETIEHHO
pacnpoCTpaHsIUCh, yepe3 1 Mecsll BhIChINaHUs MOSBUIMCH Ha BEPXHUX U HIDKHUX
KOHEUHOCTsX. B 5,5 mecdAineB oTMeuancs OTeK BEPXHHUX M HUKHUX KOHEUHOCTEW,
KOTOPBIM OBLT KYNUPOBAaH BBeJCHHEM TpeaHu3ojoHa. B utone 2017 r. pebeHok
CTaJj *ajoBaThCsl Ha CIa0OCTh B HOTaX C YTPEHHEH CKOBaHHOCTHIO 10 20 MUHYT.
[TosBUTMCH KOHTPAKTYpPHI ISICTHO-(DAJIAHTOBBIX CYCTaBOB, TEIMOTPOITHBINA OTEK.
Pebenok koncynetupoBan B HHWUM PeBmartonorun wum. B.A. HacoHoBo¥.
BricTaBiieH AuarHo3: FOBEHWJIBHBIM HIUONMATHYSCKUAN JepMaTOMUO3UT. PebeHok
noJrydan MetoTpekcar 15 mr/m*2/Henento; ruapokcuxyiopoxu 50 mr B cytku. B
ceHtsiope 2017 r. mosiBWIIaCh OTEYHOCTH JIEBOT'O KOJIGHHOIO CycCTaBa, 0Ojlb B

KOJICHHBIX W T'OJICHOCTOIIHBIX CYCTaBaX, BBICBIIIAHHA HA KOKC — oe3 JUHAaMHWKH, Ha
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TYJOBUIIE, BEPXHUX W  HWKHUX KOHEYHOCTSIX  NOSBWINCH  yYaCTKHU
JUMOJUCTPOPUHN, acUMMETpus KOMOYKOB bemra, ydactku wMuotpoduu Ha

KOHCYHOCTSX (pucyHOK 3.46).

Pucynox 3.46 - Jlunonuctpoduu npu cungpome CANDLE (knmunnyecku u mo

V3U-nanabIM)

Hanpasnen B mneauatpuueckyto kianHuky Cankrt-lIletepOypra, 3amomo3peH
ayTOBOCHAJIMUTENBHBIN  cuHApOM  (mpoTeacoMHoe 3aboneBanue CANDLE-
CHHJIPOM), MyTaIlis B TeHe He BhIsiBJIcHA. HasHaueHn TodauutuHuO 3.75 MI B CyTKH
¢ HenoaHbIM ddextoM. B ssuBape 2019 r. no3a TodauutnHMOa yBEIMYeHa J0 5 MT

B CyTKU. JIOCTUTHYTA KIIMHUKO-JTA00paTOpHAsi peMUCCUsl 3a00JIEBaHMS.

Jugppepenyuanvnan ouacnocmuxka ¢ unmepgepononamueir: SAVI-
cunopom. Knunuueckuii npumep.

PeGeHoK KpBIMCKO-TaTapCKOW HaIlMOHANLHOCTH. BrepBbie oOpaTuics B
BO3pacTe §-U MecsIEB C KajnodamMu Ha OTCTaBaHUE B (PU3NYECKOM U YMCTBEHHOM
pa3BuTHH, (HAOMIOMATUCh y TEHETHMKAa C TOJI03pEHUEM Ha cHHApoM Mebuyca)
(pucynok 3.47). Taxke y pebeHKa ObUTH KajloObl HA TIEPUOIUUECKYIO JIMXOPAIKY,
BBICHIMIAHUS Ha KOXKE HIPUTEMATO3HOTO XapakTepa, MEpexXOsline B KPYyITHbIC

9KXHMO3bl, OCTaBJIAIOIIUC YYaCTKH J'II/IHO)II/ICTpO(bI/II/I, oo B HKPOHOKHBIX
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MbIIIAax, OTCYHOCTL T'OJICHOCTOIIHBIX W KOJICHHBIX CYCTABOB C OI'PpaHUYCHUCM

JIBIDKCHUH B HUX.

Pucynox 3.47 - Dpuremaro3Has cblilib Ha Koxe ipu SAVI-cunnpome

PonuTenu peGenka mpenbsBIIsIIN KajJo0bl Ha CHIb B 00JIaCTH TOJeHEH, O&nep,
4acThIe OCTPBIE peCIIMpaTOpPHbBIE 3a00JIeBaHUSs, IEPUOTNIECKYIO TUXOpaaky | pa3 B
2-3  Mecsilia,  OTEYHOCTh  TOJICHOCTONHBIX M KOJIEHHBIX  CyCTaBOB,
JTUCIIPOTIOPIIMOHANILHOCTh  TYJIOBUIIA W JIUMIA, OTCTaBaHWE (PUIUYECKOTO U
MICUXOAMOIIMOHATILHOTO Pa3BUTHUS TOSIBUIIUCH C POXKAEHUA. Takxke OeCrOKOWIU
Kano0bl Ha MUTPHUPYIOIIWE KPYIMHBIC, HE3YISIINE, dPUTEMATO3HBIC BBICHITIAHUS
(BHayaJie Ha >KMBOTE, 3aT€M HAa HIKHUX KOHEYHOCTSX), IMOCTENEHHO IMsITHa
pEerpeccupyroT, OCTaBJIsIsl SKXHMMO3bI, IMEPUOJUYECKAs] OTEUYHOCTh KOJEHHBIX H
TOJICHOCTOIHBIX CYCTAaBOB (PUCYHOK 3.48).

[locne w#cCUE3HOBEHUS HSKXMMO30B OCTAaBAIUCh YYACTKU JUINOAUCTPOUH,

aMUOTPOPHH.



Pucynok 3.48 - Dxxumo3sl ¢ nunoguctpodueii npu SAVI-cunapome (ctaaun)

[Ipu ocmoTpe HAWCTApMOHMYHOCTH PA3BUTHS, JUCIPONOPIMOHATBHOCTh
TYJIOBHINA, JIUIIA C JTUMIOIUCTPOPUIMUA M aMHOTPOPHAMU (OTCYTCTBHE KOMOYKOB
bumnra, tucnponopmoHaIbHOCTD JUIlA ¢ OTCTaBaHUEM JIMIICBOTO OTJIENIa yepera).
beimn  uckmouenst TORCH-wmHpeknmm, TreMaToIOTHUECKHE —3a00JIeBaHMS,
3anojio3peHa  uHTepdepoHonarua. [IpoBeneHO  MOJEKYJISIPHO-TEHETHYECKOE
uccienopanue (JAI'ON HMUL] um. Imutpusi PoraueBa), BhIsBI€Ha MyTalusi B
reae TMEM 173 ¢.505¢>T, p. Agrl69Trp, B rerepo3uroTHOM COCTOSHHH,
BbicTaBieH pauarHo3: STING-accommupoBanHas BacKyjomaTusi ¢ Je0I0TOM B
neTckoM Bo3pacte — cuHApoM SAVI. Haznmauen todammrunan® B mo3e 12,5
mr/cytkn, BBUI' 0.5 r/kr 1 pa3 B mecsan. [locturHyta HemomHas KIMHHUKO-

nabopatopHas peMHuccHs 3a00JIeBaHUS.

Jugppepenyuanvnas ouaznocmuka ¢ 106EHUTLHBIM UOUONAMUUECKUM
apmpumom ¢ cucmemHnvim Hauanom. Knunuueckuii npumep.

Bnepsrie poautenu pedbeHka 00paTHIIUCh B BO3pAcTe 8-M MECAIIEB ¢ Kajlobamu
Ha TIEPUOIUYCCKYIO JIMXOPAJAKY, KPYIHO-TIITHHCTYIO CBIITb HA TEJie Ha BBICOTE
JUXOPAIKU, 00Th U OTpaHUYCHUE ABIKCHUN B HIDKHUX KOHEUHOCTSIX.

AHamHe3 3a00JIeBaHMsI: BBIIICNIEPEUYHCIICHHBIE >KaloObl TMOSBHINCH B Mae
2020 r. IIpu obGcnemoBaHuy - TaOOPATOPHO: aHEMHS, BHICOKAs CEPOJIOTHUYECKas
aKTUBHOCTh. VICKITIOYEHBI CHUCTEMHBIE 3a00JIeBaHUS COCAMHHUTEIHHOW TKaHH,

reHepain3oBaHHas UWHQeEKIHs, TremMobsacTo3. BricTaBieH mpenBapUTENbHBIMN
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nuario3: HOBEHWJIBHBIM WIMOMATUYECKHM apTpUT C CHUCTEMHBIM HadalioM,
ayToBOCTanuTeNnbHbli  cuHapoM?  IlpoBeneHO  MOJIEKYISIPHO-TEHETHYECKOE
obcnenoBanue. Jluxopaaka ¥ CycTaBHOM CHHIIPOM KYNHUPOBaHbI HOYNpodeHOM,
COXpaHsIOTCs BbIchIMaHus. OOpaTuiach Ha KOHTPOJb Yepe3 3 Mecslia ¢ jkaao0aMu
Ha aMUOTPO(UIO, CHIKEHHE MAacChl Tejla, AHEMHMIO 2 CTENEHH, OTEYHOCTb,
nepopManuil0 M OTpaHUYEHUE [JBWKEHUM B KOJIEHHBIX, JIy4e€3allsCTHBIX,
TOJICHOCTOMHBIX U JIOKTEBBIX CyCTaBaX, KOHTPAKTYpPbl BBIIICMIEPEUUCICHHBIX

cycTtaBoB (pucyHok 3.49).

Pucynok 3.49 - CycTaBHOI CHHAPOM MPU CHCTEMHOM (OopME FOBEHUIHHOTO

UIMONAaTUYECKOT0 apTpUTa

Jluxopaaka u ChIIb HE BO300HOBISLIMCH. [IpoBeneHa MyHKIHS TPaBOTO
KOJICHHOTO CyCTaBa C BHYTPUCYCTAaBHBIM BBeJeHHEM jaurpocnaHa 0,5 MiL
Hasznauen metunnpennu3osnon B ao3ze 0,5 mr/kr. [lo pesynpTaTaM MOJIEKYJISIPHO-
TEHETUYECKOTO UCCIEJOBAHUS — MATOT€HHBIX BAPUAHTOB B T€HAX, OTBETCTBEHHBIX
3a pa3BUTHE MEPBUYHOIO0 UMMYHOE(UIINTA U ayTOBOCHAIUTENBHBIX 3a00I€BaHUN

HEe BbIABJIEHO. BrictaBineHn amarno3: IOMA ¢ cucremMHbIM HayajioMm. PeOeHOK
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HanpasiieH B [lennarpuueckyio kinHuky CankT-IleTepOyprckoro MeauIMHCKOTO
YHHBEpPCUTETa, HA3HAUCHA Tepamusl ToImim3ymaboM B no3e 12 mr/kr 1 pas B 14
nHeH, MeroTpekcaT 15 Mr/m*/menemio. JIOCTHTHYTAa KIMHHKO-TaGOpaToOpHas

pemuccus 3a00J1eBaHu.

Jluppepenyuanvhan OouacHocmurka c¢ cycmagHoul @opmoit 106eHUTbHO20
uouonamuy4ecko20 apmpuma (AHKUI03upyouwiezo cnonouauma). Knunuueckuii
npumep.

JleBouka KpBIMCKO-TaTapCKOM HAlMOHAIBHOCTH, BIEPBBIE OOpaTWiIach B
Bo3pacte 7 jet. 3aboneBanue BnepBblie BO3HUKIO B 2011 r. IlosiBriics cTOMKUI
CyCTaBHOM CHHApPOM Ooyiee 3-X MecslleB B KOJIGHHBIX CYyCTaBaX, YTPEHHSS
CKOBAaHHOCTh Ooyiee 1 waca, OBLIM BOBJICUYCHBI KOJCHHBIC, TOJICHOCTOITHBIC M
Ta300€e/JpeHHbIE CYCTaBbl, IUXOPAJKa B YTPEHHHUE YaChl, MTOJMA/ICHUS - BBICTABJICH
muarHo3 HOUWUA ¢ cucremusiM HawanioM. Ha ¢one mnpoBoaumon Ttepanuu
METOTpeKCcaToM 15 Mr/M*/HENeN0 COXPAHSIIOCh MPOrPECCHPOBAHIE CYCTABHOTO
cuaapoMa. HasznaueH MeTunmpenHu3ogoH 16 MI/CyTKu, YyBelWyYeHa J03a
MeToTpekcara a0 20 MF/MZ/HCI[GJHO.

B aBrycre 2013 r. Ha3HaueHa Ouojoruueckas Tepamusi NpernapaTom
afauMymMad — JOCTUTHYTO YAaCTUYHOE YJIYYIlEHHUE, COXPAHSIICS CYyCTaBHOM
cugapoM. C utoHs 2014 r. cmena tepanuu MBIl Ha ToumMnmm3zymad, oTmeHa
METHWINPETHU30JIOHA, COXPAHSIUCh NPU3HAKU aKTUBHOTO apTpUTa Jy4de3arsiCTHbIX
CyCTaBOB M MEJKUX CYCTaBOB OO€UX KHUCTEH pYyK, OO0Jb B Ta300€qpEHHBIX
cycraBax. B Hosi6pe 2015 r. mosBWiIMCh OOMM W OTrpaHUYCHHUE ABHUIKCHUU B
Ta300€eJPEHHBIX CcycTaBax (meopmupyrommii apTpo3). ITpoBeneno
SHIOMPOTE3UPOBAHUS 000MX Tazo0enpeHHbIX cycTaBoB B 2016 u 2017 rr. B 2019
r. u3-3a HEIOPEKTUBHOCTH TEpanuu TOIMIN3YMaOOM, MPOrPECCUPOBAHUEM
CYyCTaBHOIO CHUHApPOMa (KHCTH, JIy4€3aIsICTHBIE, JOKTEBBIE, T'OJIEHOCTOIIHBIE U
KOJICHHBIE CYCTaBbl) — CMEHa Tepanuu oOpaTHO Ha aaanumymad. KynupoBan
CYCTaBHOM CHHIPOM, OJHAKO B Bo3pacte 17 yeT y peOeHKa MOosSBUIUCH KaloObl Ha

MEePUOANYECKYIO JINXOPAAKY ¢ yacToTou 1 pa3 B 2-3 Hejenu B TeueHue 3-4-X JTHEH,
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COMPOBOXKIaeMyt0 OOJSIMH B JKMBOTE, TOIIHOTOH, OOJSMH, OTEYHOCTHIO W
OTPaHUYEHUEM JIBIDKEHUN B KOJICHHBIX, TOJCHOCTONHBIX W Jy4e3amsiCTHBIX
cycraBoB. Ha BbicoTe JMXOpaJKu BbISIBJICHA BBICOKAs — CEpOJIOTMUYECKas
aKTUBHOCTb, KOTOpPasi HOpManu3oBaiach uepes 3-4 qus. 3anogo3pena CCJIL.
PebGenky mnpoBeleHO MOJIEKYJISIPHO-TEHETHYECKOe O0CieI0BaHue, BBISBICHA
myTtanus B 10-m sk3one rena MEFV komnayna-rereposurora P.M6801/p.V726A,
HLA B27. BeicraBnen auarso3: FOMA, cepoHeratuBHbINA, MOJMHAPTUKYISPHBINA
BapuanT, HLA-B27 accouunpoBanusiii. CCJI. K tepanuu meroTpekcarom B J103€
10 mr/™*/Henemo, afgamuMyMaboM, T06aBICH KOIXHIMH B 03¢ 1,5 MI' B CYTKIL.

JlocTUrHyTa KIMHUKO-I1a00paTopHask peMHUCCHSL.

Hayuonanvnwie ocobennocmu pacnpeoenenusn peoKux
aymoeocnanumesbHvlx 3a001e6anuii ¢ Kpvimy.

Pacrpenenenne 10 HalMOHAIBHOCTH TAIMEHTOB C 0OoJiee  PEIKUMHU
ayTOBOCTIAJTUTSIIBHBIMUA CHHIPOMAMH:

- uaTepdepononatuu: cunapom SAVI — 1 pebGeHOK KpPBIMCKO-TaTapcKOM
HarmoHanbHOCTH, cuHAPOM CANDLE — 1 peGeHoK claBSHCKOW HaIIMOHATBLHOCTH;

- CDMK: 1 peGeHOK KphIMCKO-TaTapCKOM HAIIMOHATILHOCTH;

- DADAZ2 — cuapom: 1 peGeHOK KPBIMCKO-TaTapCKOM HAIIMOHATILHOCTH;

- pedenok ¢ cucteMHo popmoit FOMA KpbIMCKO-TaTapCKOM HAITMOHATIBHOCTH;

- pebeHOK c aHKwiIo3upyromuM crnouamioaptputom u CCJI kpeIMCKO-
TaTapCKON HAIMOHAJIbHOCTH.

Cpenu Bcex nerell ¢ ayToBOCHAIUTEIbHBIMU 3a0o0seBanusiMU B Kpbimy 85 %

COCTaBHJIM MALMEHTHI KPHIMCKO-TaTaAPCKOW HAaIMOHAILHOCTH (prcyHOK 3.50).
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Pucynok 3.50 - OcobeHHOCTH pacTipefieieHus] peIKUX ayTOBOCTIATUTEIbHBIX

3aboneBanuii B Kpeimy (%)

Cpenu  Bcex  ayTOBOCHAJIMTENbHBIX  3a00J€BaHMl  OOJBIIYIO  YacTh

NPEACTABISIIA  MAIMEHThl  KPBIMCKO-TaTapcko HarmuoHaiasHocTH — 80,6%
(pucynok 3.51)
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Pucynox 3.51 - HanmonaasHbIe 0COOCHHOCTH pACTIPEACICHHS PEIKUX

ayTOBOCIIATUTENBHBIX 3a00sieBanmii B Kpeimy (%)

OpHako, y4uThIBas Malyl0 BbIOOPKY M PEIKOCTh JAHHOM MAaTOJIOTMH, PEIKHE
ayTOBOCIAJIUTENbHbIE 3a00JIeBaHUs HE OBLUIM BKJIIOYEHBI B OCHOBHYIO TPYIIILY
UCCIICNOBAaHUM W  TPUBEIECHBI B  BHUAE  KIWHUYECKUX IPUMEPOB U

muddepeHINaTbHON JUATHOCTUKY MEPUOINIECKUX JTUXOPATIOK.
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I'TABA V. 3BAKVIIOYEHUE

B Hamem wucciienoBaHuM aHo onucaHue neguarpudyeckux ciaydaeBs CCJII B
PecnyOimke KpbsiM cpein marueHToB KPhIMCKO-TaTapCKON HAITMOHATBHOCTH.

Hano oTmeTuTh, uTO HAOMIONAIOTCS NI€TH M JPYTUX HAIMOHAIbHOCTEH (2
pebeHka - apMSHCKOM  HAlMOHAJBHOCTH, | peOeHOK -  CIaBAHCKOU
HaIMoOHaJIbHOCTH, | pebeHok - ne3ruH). Opnako netu, ctpagatoume CCJI
KPBIMCKO-TaTapCKOM HallMOHAIBHOCTH, cocTaBmiid 84,0 % OT 00IIero KoJIUYecTBa
nereit, Habmonaromuxcs ¢ CCJI B PecniyOnuke Kpbim.

Huarnoctuka CCJI gBisieTcs NpeuMyIIeCTBEHHO KIMHUYECKOU. Pa3paboTaHbl
6 HaOOpOB JMArHOCTHYECKHUX TECTOB, U3 KOTOPBIX TOJBKO IMOCIEIHUE KPUTEPUU
Eurofever/PRINTO conepxaT MyHKT O JIMarHOCTHYECKOW POJIM MYTallMd B T'€HE
MEFV [56, 57, 66, 72, 73]. 1o Beixona kputepueB Eurofever/PRINTO B 2019 r.
HanboJiee pacCHpPOCTPAHCHHBIMUA B KIMHMYECKOW MPAaKTHKE ObLIM KpuTepuu Tel-
Hashomer 1997 r., B KOTOpBIX B KaY€CTBE OJHOTO M3 TUATHOCTUICCKUX KPUTEPHEB
YUUTHIBAJIACh JTHUYECKAs TpyNIla NalWEeHTOB, B KOTOPYK BXOAWIH €BpPEH-
cedapapl, apalbl, apMsiHE U TYpKH [56]. B mocneqHux KIMHUYECKUX KPUTEPUSIX
Eurofever/PRINTO Takke oAHMM U3 KpUTEpUEB YyKa3bBaoch BoctouyHo-
Cpean3zeMHOMOPCKOE MPOUCXOKIECHUE NAUEHTa, K KOTOPbIM aBTOPbI OTHOCHWIIM
TYpOK, apMsiH, eBpeeB-cedap10B, apados [72, 73].

VYka3zanuil Ha TO, YTO KPBIMCKHE TaTapbl MOTJIM Obl BXOJUTh B TApPTETHYIO
rpynny HET, paBHO KakK U Teorpauueckd KpbIMCKHE TaTapbl, HaCENSIOIINe
KpbIMckHii 0JIyoCTpOB, HE UMEIOT PSIMOTO reorpaduyecKoro MpOUCX0oXKIECHUs K
pernony Boctounoro CpenmzemHomopbs. [lo Hamiemy MHEHHIO, 3TOT (akT,
BO3MOXKHO, CTOMT pacCMaTpuBaTh KakK OJMH M3 KIIOYEBBIX B BOIPOCAX
runoanardoctuku CCJI B rpynme KppIMCKHX TaTap. B HacTosiiee Bpemsi BBICOKUN
YPOBEHb MUTpAIvs HACENCHUs, MEeKHAIMOHAIBHBIC OpaKy 3a4acTyr0 3aTPYAHSIOT
CaMOMICHTU(PUKALNIO UHAUBUAYYMA.

HocutenbctBO ~ matoreHnbix  BapuantoB reHa MEFV  naumbGonee

pacinpocTpaH€Ha Cpeau apMsiH (HOCI/ITGJII/I KOMIIaAYHA-TCTCPO3UTOT COCTABJIAIOT
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42.5%, a Hocuremu rtomo3uror — 14.5%), yacrora HocuTenabcTBa - 1:4-5
(pacopoctpaneHHocth 1:100); eBpeeB, HACETAIOUIUX CPEAUIEMHOMOPCKUI pErUOH
- 1:5-8 (pacnpoctpanenHnocts — 1:250); Typok — 1:7 (pacnpoctpaneHHOCTh 1:395),
apaboB — 1:5 (pacmpoctpanennocts 1:100) [3-5]. YacTtoTa O€CCMMITOMHOIO
HOCHUTEJILCTBA Y apMsH - 1:4, eBpeeB u Typok -1:4 [3-5].

Onucanbl ciy4yaw, Korjga reorpaduss TpOXUBaHUS BiIMsUIA Ha TEUYCHHE
3a0oneBanusi. Hampumep, AeTH TYpeIKOro MPOUCXOXKACHUS, TPOKUBABIINE B
['epmManuu u apyrux crpanax 3amanHoil EBpombl, uMenu 0Oosee Jerkoe TeueHue
3a00JieBaHMsl, IO CpaBHEHUIO ¢ pojacTBeHHuKamu B Typuuwm [5, 139]. Oanako, y
B3POCJIBIX TAIMEHTOB TYPEIKOTO MPOUCXO0KICHHUS, TPOKUBABIIKX B [ 'epMaHuu, HE
BBISIBJICHO PAa3JIMYUi, MO CPaBHEHHUIO C MallMEHTaMH, MPOKUBaBIIMMHU B Typruu
[37, 54].

Cpean ocoOeHHOCTEHM KIMHUYECKOW KapTHHBI Y TAIMEHTOB KPBIMCKO-
TaTapCKON HAIIMOHATBHOCTHU CJIEYET OTMETUTh OOJIBIIYIO OO JIETEH C Ae0I0TOM
miaame 2 aet — 44,0%, ¢ me6rotrom miamme 5 et — 55,0% mo cpaBHEHHIO ¢
JMTEPAaTyPHBIMU JaHHBIMU (110 2-X JieT — 15,0%, mo 5-tu et — 60,0%) [112].

Btopoii 0COOEHHOCTBIO CleAyeT OTMETUTh MEHBIIYI0 YacTOTy JeTed C
NEPUTOHUTOM — 76%, 10 CPaBHEHHUIO C JIUTEPATypHBIMHU JaHHBIMHU, 82-96% [88].
bonu B rpynHO# KJI€TKe, CBSI3aHHBIE C IJIEBPUTOM, ObLITH y 14% ManueHToB, 4To B
I[EJIOM COOTBETCTBYET JMUTEpaTypHbIM JOaHHBIM (MeHee 18%), »TO OOBICHSET
YBEIIMYEHHUE JOJIM MAlHMEHTOB C IJIEBPUTOM, MPOMOPLUUOHAIBLHO Bo3pacty [111,
173].

Yactora aprputa B Hameil koropte coctaBuia 100,0%. Dto sBisieTcs
HamOoJiee BhICOKMM mokazatenem misa nereir ¢ CCJI mo cpaBHEHHIO C APYTUMHU
nonynsuuaMu. Tak, yactora apTputa B apabckux crtpaHax cpeau aerei ¢ CCJI
cocraBisier a0 37,0%, B Typuuu - mo 47,0% wu wHambombInas 4acTtoTra Cpeau
eBpeeB-cedapao — 77,0% [37, 38, 166, 173]. B OonpIIMHCTBE ClIy4aeB 4acToOTa
apTpuTa KOPPEIUPYeT ¢ YaCTOTOW HOCHUTEIHCTBA BBICOKONICHETPAHTHOTO LIS
M694V, yacToTa KOTOPOro B HalllEl KOTOPTE SIBISETCS OJHOM U3 CaMbIX BBICOKHUX

u3 u3BecTHbIX — 90,47%, Torma xKak B TypelKOW MOMYJSIIMU YacTOoTa ajesuisl B
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obmieit rpynne naunueHToB ¢ CCJI cocraBnser 68,5%, B rpymme manueHTOB C
octpeiM apTputoMm 63,0% [111]. U3BecTHO, YTO pPEUUIMBUPYIOUIUNA apPTPUT
SBJISIETCS] HE3aBUCHUMBIM MPETUKTOPOM Pa3BUTHSI A A-aMHIIOU03a, YTO YKa3bIBAET
Ha (PaKT KIMHWUYECKOW M MPOTHOCTUYECKOW 3HAYMMOCTH apTPHUTA y TMAIUCHTOB C
CCJl [67, 68]. CnemyeT OTMETUTb, 4YTO WHTCHCHUBHBIC OOJIM B HHUXKHHUX
KOHEUHOCTSX, BcTpeuaronuecs y 50-66,0% marmuentoB ¢ CCJI, y Hammx
nareHToB ObTu BeIsBICHBI B 100,0% [84, 111]. Yacrora pokemnomoOHBIX
BBICBHIMTaHUM coctaBuia 28,57 %, 4TO COOTBETCTBYET JUTEPATYPHBIM JaHHBIM: 3-
46,0% [111, 159]. Tak ’xe Kak apTPUT, HHTCHCUBHBbIC OOJIM B HUKHHUX
KOHEYHOCTSIX, TaK ¥  POXENOMOOHBIC BBHICHITAHMS  ACCOIMUPOBAHBI  C
HOCHUTEJIbCTBOM BBICOKOIIEHETpaHTHOro aiens M694V. B rpyre maiueHToB ¢
POXKENOOOHBIMU BBICTIAHUSIMHM 4YacToTa ajiens M694V Oblna mpakTH4ecKu B 2
pasa Bhlllie, 4eM B 001Iei rpyrre namueHToB [111, 159]

B nareii rpyre naiyeHTOB ¢ pOXKEN0100HBIMH BBICHITIAHUSAMHU BCE MAIUCHTHI
uMenu mytanuio  M694V B rereposurotHom (35,0%) wiM TOMO3HTOTHOM
coctostiuu (10,0%). M3ydeHnue pacmpoCTpaHEHHOCTH MYyTallMi IOKa3ajo, YTO
HamOosee wyacTto Obuta wmyrtammss M694V  — 90,47%, dro TmpeBBINIAcT
auteparypHbie nannabie: ot 36,0% - B Apmenuu u Cupuu a0 65,0% - y eBpees [4,
40, 41].

[Ipn uzyyeHun >(P(HEKTUBHOCTH TEpANHUM, HEXKEJIATEIbHbIC SBICHUS OBLIU
3aperucTpupoBanbl y 2 manueHToB (9,5%), monydaBHIMX KOJXUIIMH: TAAPPEHHBINA
cuHapom (N=2), mpuBenliee K OTMeHe KkoyxuimHa W HazHaduenuto [UBIT u
TPaH3UTOPHOE YBEIIMYEHHUE AKTUBHOCTH TCUYCHOYHBIX (EPMEHTOB, TpeOOBaBIIce
BPEMEHHOTO TIepephIBa B TEPAIUH.

Y4uuThiBash TeHETUYCCKOE POJCTBO, OBUT MPOBEICH CPABHUTCIBHBIA aHAIHM3
nuHamuku TedeHuss CCJI Mexay manreHTaMu KPBIMCKO-TATapCKOM U TYpEeUKO
HAIlMOHAIBHOCTU.  PacmpeneneHne  MyTamwii  cped  KPBIMCKO-TaTapCKHUX
namueHToB ¢ CCJI cocraBuno: 14,28% romo3urotueie wmytanuu, [1,42%

reTepo3uroTpie mytanuu, 14,28% - KoMmayHA-TeTepO3UTOTHBIE BapHAHTHI.
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Cpenn typenkoro Hacenenus ¢ CCJI: 45,0% romosurorneie mytaruu, 25,0%
rerepo3urotHsie mytanuu, 30,0% KoMmayHI-TeTepO3UroTHI.

HeobxoaumMo ~ OTMETHTh, YTO Yy  MallMEHTOB  KPBIMCKO-TATapCKOIO
MIPOUCXOXKIICHUS BCTpPEYACTCs OONBININNA TPOIECHT MAIMEHTOB C T€TEPO3UTOTHOU
MyTalel, UMEIIUX KIMHUYECKUE MPOSIBICHUS 3a00JIeBaHUs, Y€M OIKMCAHbI B
auteparype. PacnpeneneHue BapuaHTOB MyTalluid Cpeld KPBIMCKO-TaTapCKUX
narueHToB: 71,42% mnanueHToB SBISIIOTCA HOcuTensmMu Mmytaruu M694V, ugto
ropaszio BbIIIE, YEM OMHUCAHO B JIUTEpaType Cpeau APYruX ITHUYECKUX TPYII;
cpenmd Typeukoro HaceleHus 68,5% mamueHTOB SIBISIIOTCS  HOCUTEISIMHU
BBICOKOIIEHETpaHTHOW MyTammun MG694V, YTO COOTBETCTBYET JHMTEpaTypHBIM
JlaHHBIM [ 144].

B cpeanem ne0roT 3a007€BaHUS Yy KPBIMCKO-TATAPCKUX IALMEHTOB OoJjiee
paHHUN — 2 roja, 4eM y Typeukux nanueHtoB. [lepuog or MOMeHTa Hayana
3a00JieBaHuUs /10 TOCTAaHOBKMU JuarHo3a B Kpeimy B 4,6 1., a B Typruu — 1,8 ner, u
MPEBBINIACT B 2 pa3a, HO COOTBETCTBYET JAaHHBIM JIMTEPATyphl - B CTpaHaX, IJe
CCJI sBnseTcss peakuM 3aboJeBaHUEM, CpeHEe BpeMs OT MOMEHTa JebroTa
3a00/leBaHUsl O MOMEHTa YCTAaHOBJICHHS JIMAarHo3a COCTaBIsLIO 5,5 Jer.
Kimnanueckass kaptuHa CCJI y manveHToB TYpeUKOW HAIMOHAJIbHOCTHU
3HAYUTEIBHO OTJIWYACTCS OT KIWHUYECKONW KapTUHBI TMAalMEHTOB KpPBIMCKO-
TaTapCKOW HaIMOHATBHOCTH. JIMXopagka M apTpuT MpeodiafaroT y MalueHTOB
KpbIMCKO-TaTapckoit  HarmoHanbHocTH  (100,0%), y Typeukux MalueHTOB
auxopanaka otmedaercs y 82,5%. Y KpbIMCKO-TaTapcKuX MAIleHTOB OTMEYaeTCs
npeobsananue cyctaBHoro cunjpoma y 100,0%, aptpanruu y 100,0% nanueHToB.
bonu B rpyiHOM KJIETKE y TypelKUX MalreHToB BeTpeuanuck yanie (30,0%), yem B
IPYyIIEe  HCCICAYEMBIX  KPBIMCKO-TaTapckod  HamuoHanbHOocTH  (14,28%).
JlocTOBEpHBIX pa3auyuii 4acTOThl abaoMHHANBHBIX Oojeil cpemm nereir ¢ CCJI
KPBIMCKO-TaTapCcko  HamuoHaimpHOCTH  (76,19%), Tak w  Typeunkou
HannoHanbHOCTH (75,0%) oTmedueHo He ObLI0. PokemnomoOHbIE BBICHITIAHUS
BcTpevaroTcss 'y 28,57 % KpBIMCKO-TaTapCKUX TMAIMEHTOB, a Yy TYPEIKHUX

IMHalMMCHTOB — B 22,5 % CIy4acB COOTBCTCTBECHHO M TAKXKE JOCTOBCPHBLIX paBJ'II/I‘{I/Iﬁ
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He umerorcd. Ciieqyer OTMETUTh, YTO Y KphIMCKO-TaTapckux nauueHtoB ¢ CCJI
NpyU TEPBOM M MOCIEIHEM BHU3UTAaX OTMEYanach IOJOXKUTENIbHAS JUHAMHKA
nabopaTopHbIX TmoKa3zatene — HopManmuzauus COD u CPb, B oTiuuue ot
TypeUKuX nanueHToB (He3HauutenpbHoe cHwkeHne COD um CPbB). Taxxe He
OTMEUEHBI 1I0CTOBEpHBIC paziauuus cpeau naueHToB ¢ CCJI kppIMcKo-TaTapcKon
M TYPEUKOM HAUMOHAIBbHOCTH, mnonaydaromux Ttepanuio [UBII B cBs3u ¢
Hed((PEKTUBHOCTHIO W/WIIM HETIEPEHOCUMOCThIO Konxunmaa — 33,3 % u 27,5 %
cooTBeTcTBeHHO. [lpu pacuere wuHnaekca ['aznuHM 3(dPEeKTUBHOCTH Tepamnuw,
BBISIBJICHO CHM)KEHHUE aKTUBHOCTH 3a0oJieBaHUs Oojiee, 4eM B 2 paza B 00eux
rpynnax wuccienyeMbix. OaHako MpU pacCMOTPEHHM Tpaduka cuera HHACKCA
["a31uHM BBISIBICHO, YTO Y MAIIMEHTOB TYPEIIKON HAIMOHAIBHOCTH YacTh U3 HUX HE
JIOCTUTJIA KJIMHUYECKOU peMuccuu (MHAeKC ['a3nuHu ocTaBaics BBICOKUM).

[Ipu ouenke >(PpPeKTUBHOCTU TEpanmuu y KPHIMCKO-TaTapCKUX MMAlUEHTOB C
CCJI (mkana uarencuBHoct 601 BAILL; onenka orBera Ha seuenue npu CCJI
no mkane FMF50; mexnynapomnas mkanma Tsokectu CCJI, omenka TsokecTd
teuennss CCJI mo Pras et al.) BeIsIBICHO HOCTHIXKCHHME KIMHHUKO-1a00paTOPHOM
pemuccun 6onee, yeM y 75,0% mamuentoB ¢ CCJI KphIMCKO-TaTapCKOM
HallMOHAJIBHOCTH.

B namem uccnenoBanun Bcem namueHTam (100,0%) Oblia Ha3HaueHa Tepamus
KOJIXHUIIMHOM, KOoTOpast Obl1a 3¢ dekTuBHa y 66,7% MmanueHToB, 4TO COOTBETCTBYET
auTepatypHbiM AaHHBIM - 51-68% [104, 129]. Pe3ucTeHTHOCTh K KOJXHUIIMHY
onmuchIBaeTcs Ha ypoBHE 2,7-10%, B HAIIIECH rpyIine HCCIeayeMbIX IO KOJIXUITAH-
PE3UCTEHTHBIX TalMeHTOB coctaBmwia 33,3 %, YTO TOCIYXKUJIO IOBOJOM K
N00aBJIICHUIO TEHHO-WH)XXCHEPHON OWOJIOTMYECKOW Tepamuu K MPOBOJAUMOMN
tepanuu KonxuimHoM [104, 129, 138]. ¥V 2-x (9,5 %) manueHTOB MMena MECTO
HEMEPEHOCUMOCTh KOJIXUIIMHA B BUJIE AUAPPEUHOTO CHHAPOMA, YTO HE MO3BOJIKIIO
HA3HAUUTHh KOJXUIIMH B 0o0Jiee BBICOKOM 03¢ W HAJACKHO KOHTPOJIUPOBATH
3a00jieBaHUE U MOTPeOOBAIO HAa3HAUeHUs Ouosormyeckod tepanuu. Kpme storo,
2-m gapyrum namuwentam (9,5%) B QemepambHOM IieHTpe ObLIA  YCIEUTHO

HWHUIOVHUPOBaHa TCPaAIInsi TOHI/IJII/I3YM8,6OM. TOHI/IJ'II/IBYM36 MOIKCT paCCMaTPpUBATLCA,
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KaK BO3MOKHas TepareBtudeckas onuus s nanuentos ¢ CCJII [10, 40]. Onnako
4yepe3 roJl MpOBOJAUMON Tepanuy, y MAallMeHTOB C MOHOTEpaNue TOIHIN3yMadbom
B0300HOBWIMCH TpHUCcTybl CCJI, 4TO MOCIYX U0 MOBOJAOM i J00aBICHUS
TEepanuu KOJXUIMHOM, TOCIE 4ero OblIa JOCTUTHYTa KIMHHMKO-TAbopaTopHas
pemuccusa. Pe3UCTEHTHOCTh K KOJXMIIMHY, PAaBHO KakK M HENEPEHOCHUMOCTb,
SBJIAIOTCSL TIPU3HAKAMM BBICOKOM AaKTUBHOCTH 3a00JIeBaHMsI, TJIOXOTr0 MPOrHO3a,
pUCKa  aMHJIOMJ03a M YacTO  aCCOUMHUpPOBAHA C  HOCHUTEIBCTBOM
BBICOKOIIEHETpaHTHOU MyTanuu M694V, oco6eHHO B TOMO3WTOTHOM COCTOSIHUU
[122, 129]. Takue maueHThI, 3a4acTyl0 TPEOYIOT OMOJIOTUYECKON Teparuu IJist
KOHTpOJIsT Haj 3abosneBanueMm [68]. B mamelr koropre 43,0% mnamueHTOB ¢
PE3UCTEHTHOCTHIO U HEMEPEHOCHUMOCTBIO  KOJIXMIIMHA OBLIM  HOCUTEISIMU
TOMO3UTOTHOTO reHotuna M694V, uro koppenupyeT ¢ JIUTepaTypHbIMU TaHHBIMU
[93]. IlamumeHThl M3 HaWIEW KOTOPTHI C MPU3HAKAMU HEMEPEHOCHUMOCTH WIH
PE3UCTEHTHOCTH K KOJIXMIIMHY UMEJHU 0oJiee TSKEIoe TeueHHue 3a00JIeBaHUs, YTO
MPOSIBIISIIOCH COXPAHSIOMIMMHUCS MIPUCTYIAMU TPOJAO0KUTEIBHOCTHIO IO 2-X 4acoB
y TIOJIOBHHBI MalMeHTOB W Oosiee BbicokuMu ypoBHsiMu CPb, necmoTpst Ha
npoogumyro tepanuio [MBII, 4To Takke COOTBETCTBOBAJIO HOCUTEILCTBY
reHotunnia M694V. Hasnauennas tepanusi MBIl Owbuta sddextrBHa y Beex
MAIMEHTOB, HWCXOJbl Tepanmuu OBUIM COMOCTABUMBI C TPYIIONH MaIMEHTOB,
MOJTY4YaBIINX KOJIXMIIMH, 32 UCKIIOUEHUEM JIBYX BBIIICIIEPEUNCICHHBIX MAallMEHTOB
(coxpansumich nobiieHue yposHs CPB).

CnyyaeB amMuionj03a y HallUMX MAalMEHTOB 3a(UKCUPOBAHO HE OBLIO, YTO
CBSI3aHO C MAaJIEHbKOW BBIOOPKOM, METCKUM BO3PACTOM MAIlMEHTOB (HEOOJbIIas
MPOJIOJDKATEILHOCTh  3a00JICBaHMS), CPABHUTEIBHO HEBBICOKAs MPOTOPIUS
MalMeHTOB, TOMO3UTOTHBIX IO BhICOKONEHETpaHTHONH MyTauuu M694V, kotopsie
paccMaTpuBaroOTCs Kak (hakTophl prucka amriono3a [129].

Bbr110 TIpOBENIEHO MCTOPUKO-ITHOTpaPUUIECcKOe HccieaoBaHue (popMupoBaHUs
nomyJsiuu KpbIMCKkUX Tatap [152, 153]. Taxxe Obl10 mpoBeaeHO 0oOcIeA0BaHHUE
B3POCJIOTO  3/I0POBOTO  HACEJICHHS  KPBIMCKO-TAaTapCKOW  HAIMOHAJIbHOCTHU

(moGpoBosiblbl) — 128 yenmoBek u3 25 paiioHOB U ropojoB KpeiMa u ropoja
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Cesacronons. beuto BeisiBiieHO (13 wemosek) 10,2% HocuTeneli MyTalyivi B TeHE
MEFV. Cpenn HUX BbIBIEH | 340pOBBIM HOCHUTENh MyTalMd B T'OMO3UTOTHOM
coctossHUM Hu 12 HocuTenell reTepo3uroTHhix BapuaHToB. W3 Hux 69,0%
UCCJIETyEeMBbIX SBIISIICH HOCUTENISIMUA TaTOreHHOTo Bapruanta M694V.,

HeobxoauMo OTMETUTb, UYTO BCE B3POCIBIC-TOOPOBOJIBIIBI CUUTAIN CeOs
3I0POBBIMU U HE MMENH KIMHWYEeCKUX npu3HakoB CCJI. DTo naetr BO3MOXKHOCTh
IPEANOJIOKUTh, YTO, C YYETOM YHUCIEHHOCTH HACEIEHHS KPBIMCKMX TaTap Ha
nonyoctpoBe KpbiMm — okono 230 teicsu yenoBek, 10,2% HaceneHHUs] KPHIMCKHX
Tatap, BO3MOXHO, SBISIIOTCA HOocuTensiMu myrtauuu B rene MEFV (okxomno 20
Thicsiu HaceneHus). Huskas BoeiaBisiemocts CCJI B Kpwimy, ckopee Bcero,
OOBSICHSIETCSI HEJOCTAaTOYHOM OCBEJOMJICHHOCTHIO MAlMEHTOB W Bpaudel oOuiei
cnequanbHocTn 0 npobneme CCJI cpean KpbIMCKO-TaTapCKOTO HACENEeHUs B
PecnyOnuke KpbIM, a Takke TeMm, 4TO K Bpauyy OOpallaroTcs, Kak IMpaBuio,
HAIUEHTHI ¢ 00Jiee BIPAXKEHHON KIMHUYECKON KapTUHOM.

HecMoTpst Ha OnM3KO€ MCTOPUKO-3THOTPA(UUECKOE M T€HETHYECKOE POJCTBO
KPBIMCKHX TaTap W TYPOK, KJIMHUYECKHE MPOSBICHUSA, KaK M TI'€HETHYECKUE
ocobenHoctr CCJI 3HAUUTENBHO OTIMYAIOTCS y KPBIMCKUX TaTrap HE TOJBKO OT
TYpPELIKOTO HACEJEHMsI, HO U OT JAPYTUX ATHUYECKUX TPYII CPEAU3EMHOMOPCKOTO
permona c¢ CCJI, omnucaHHbBIX B JHTEpaType. ITO JA€T BO3MOXKHOCTH
NPEANOJOXKUTh, YTO KpPBIMCKHE TaTapbl SBISIOTCA OTACIBHOM TapreTHON
ATHUYECKOW Tpymmoi, seisroieiics HocuteneM mytanuu CCJI, He omucaHHOMN

paHee B IuTepaType.
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BuiBOABI

1. JlokazaHO, 4TO KPHIMCKHE TaTaphl SBJISIOTCS OT/IEIBLHON STHUYECKOMN IpyNIIoi,
B KOTOpOI paHee He OblIa OMHCaHAa ceMeWHash CPEeIU3eMHOMOpPCKas JUXOPaIKa.
VYcranosneHo, yto 10,2% 370pOBBIX B3pPOCHBIX JIIOAEH KPBIMCKO-TATapCKOIO
npoucxoxaeHus (23400 yenoBeK) SBISIIOTCS HOCUTENISIMHU IMATOT€HHBIX BapUAHTOB
rena MEFV: 93,0% nHocuTenu reTepo3uroTHsIx BapuaHTOB, 7,0% rOMO3UTOTHBIX
BAPUAHTOB; W3 HUX — HOCHUTEIM BBICOKOIIEHETPAHTHOTO BapHUaHTa MYyTalluu
M694V  sBmstorcs  69,0% uccnenyembix. OpHUEHTHPOBOUYHAS YHCIEHHOCTD
MAILMEHTOB C CEMEMHON CPEAU3EMHOMOPCKOM Iuxopaakor B KpeiMy cocraBisier
200 genoBeK cpeau MAMeHTOB KPHIMCKO-TaTAPCKOTO MTPOUCXOXKICHHUS.

2. YCTaHOBJCHO, 4YTO Yy TAIMEHTOB KPBIMCKO-TATAPCKOW HAIMOHAIBHOCTH
uMeroTes kimHudeckue ocobeHHoctu teuenus CCJI, takue kak Oosiee yacras
maxopanaka (100,0%), aptputr (100,0%), aprpanruu (100,0%), Gonu B rpyaHoit
kietke (14,28%), 6omu B xuBoTe (76,19%), poOKemogOOHBIE BBICHITIAHUS
(28,57%).

3. TlokazaHo, 4TO y neTeit KPBIMCKO-TaTapCKOTO MIPOUCXOXKICHUS B CPABHEHUU C
TYPEIKUMH TMalMeHTaMu Yalie BcTpeuanuck auxopaaka (100% vs 82,5%, p<0,01);
aptput (100,0% vs 25,0%, p<0,001); aprpanruu (100,0% vs 47,5%, p<0,01); pexe
oonm B rpyanoi kierke (14,28%, vs 30,0%, p<0,05) u ¢ oaMHAKOBOW YaCTOTOM
oomu B xuBoTe (76,19%; vs 75,0%) u poxenomnoOubie Bbichimanus (28,57% Vs
22,5%) (p>0,05).

4. OrmnpeneneHo, 4To y NalMeHTOB KPhIMCKO-TaTapckoi HauuoHaiabHocTH ¢ CCJI
TeHETHYECKUE OCOOCHHOCTH  MMATOTeHHBIX BapuantoB B rene MEFV
XapaKTepU3yIOTCS:

- 0oJiee BBICOKOM 9aCTOTOM T€TePO3UTOTHBIX MATOTEHHBIX BapuaHToB — 71,42%; o
CPaBHEHHMIO C MalMEHTaMU TYPEIKOW HallMoHaIbHOCTH - 25,0 % (p<0,001);

- OoJsiee BBICOKOM 4acTOTON BTCPEUYaeMOCTH MATOTreHHbIX BapuaHToB M694V rena

MEFV - 90,5 %, mo cpaBHEHHWIO C MalMEHTAMH TYPEIKOW HAIMOHATHHOCTU —

68,50% (p<0,05).
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5. BeisBieHno, yto y mamueHToB ¢ CCJI yacTtoTa KOJXUIIMHOPE3HCTEHTHOCTH
COCTAaBWJIA Yy AETEN KPBIMCKO-TATAPCKOro MpoucxXoxacHus - 33,3% (u3 Hux 9,5%
HEMEPEHOCUMOCTh TEpanmuu KOJIXMIIMHOM) u 27,5 - y JeTedl TypernkKoro
IPOUCXOXKJEeHNA. YacToTa MNPUMEHEHHS TIE€HHO-UHXXEHEPHOH OHOJIOrHYeCKOn
Tepanuu cocraBuia 33,3% y NalMeHTOB KPHIMCKO-TATapCKON HAIMOHAIILHOCTH, U
27,5 % y marueHToB TypelKol HallMOHAJBLHOCTH: KaHaKUHyMad nomydanu 42,8%
NAlMEHTOB  KPBIMCKO-Tapackoil  HauumoHanbHOocTH W 77,7%  Typeukou
HAIlMOHAIBHOCTH;  TouMiu3yMad: 28,5%  manuMeHTOB  KPBIMCKO-TaTapCKOU
HanmoHaneHOocTM W 11,1% - Typeukod HamumoHanbHOCTH. Ilpm ouenHke
s dextrBHOCTH Tepanuu: O6osee 75,0% manueHTOB Kak KPhIMCKO-TaTapCKOM, Tak
U TYPELKOW HAllMOHATTHOCTU AOCTUTIIN KIMHUKO-Ta00paTOPHOI peMUCCHUM.

6. IlokazaHo, 4TO Cpeay BCEX ayTOBOCTIATUTENbHBIX 3a00neBannii B Kpeimy mosis
JIeTel KPhIMCKO-TaTapCcKo HanoHalbHOCTH cocTtaBuia 80,6%. Cpenn nmauueHToB
C MEPUOINYECKUMU JIUXOpaJKaMu BeIsiBIeHO 6 neteit (19,4%) ¢ npyrumu peakuMu
ayToBocramuTenbHbIMu 3a00aeBanusmu (CCJI — 80,0%; cuaapom SAVI — 3,3%;
DADAZ2-cunnpom — 3,3%; CANDLE-cungpom — 3,3%; HIDS-cunapom — 3,3%;
cucremuas popma FOUA — 3.3%).

7. PazpaboTtan anroput™m JIUATHOCTHKUA U JU(PepHIMATbHON JUATHOCTUKH
ayTOBOCTIAJIUTENbHBIX 3a0oneBaHuil B KpbIMy Ha OCHOBaHMM JaHHBIX 00
DIUJAEMHUOJOTHM  CEMEWHOM  CPAM3EMHOMOPCKOM  JMXOpPagKh MW JPYTIHX

ayTOBOCTIAIMTENIBHBIX 3a00JIeBaHuM (PUCYHOK 3.52)

HaI_II/IeHT C ICPUOINICCKUMHU

JIMXOopaadKaMH B aHAMHC3C

l

HckmounTs Ipyryro NpUYUHY JUXOPAIKU:

MH(DEKITMOHHYI0, OHKO-TE€MaTOJIOTUYECKYIO

l

Hamnpasuts k peBmaronory

!
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CootsetctBue kpurepusm CCJI Eurofever, 2019

" e

HET
MonekynsapHO-TeHETUYECKOe NGS-nanens
tuniupoBanue (rex MEFV)
na
Haznauenue xonxununa Hasznauenue tepanuu [' MBI

Pe3ncTeHTHOCTR/HEEPEHOCUMOCTh KOJIXUIIMHA

Pucynok 3.52 - AITOpUTM AMArHOCTUKU U JICUCHUS] Y TTAIIUEHTOB C

MNEPUOANICCKUMU JINXOPAJAKaAMU.

IIpakTyeckue peKoMeH AU

1. Heobxoaumo mupokoe MHPOPMUPOBAHUE Bpadyeil pasHBIX CHEIHAIBHOCTEH O
Hamnuuu CCJI B momymnsiniuu KpbIMCKHX TaTap, a Takke HWH(popMupoBaHHE 00
OCHOBHBIX CHUMITOMAax, TMO3BOJSIOIIUX 3aMO0J03PUTh  ayTOBOCHAIUTEIBLHOE
3a00JIeBaHUE C MPEAJIOKEHUEM pPa3pabOTaHHOTO AIrOpUTMa MapIIpyTU3aIuu. 2.
[InaHupyeTcss BKIIOUUTH BOIPOCHI MEAUKO-TEHETUYECKOTO KOHCYJIbTUPOBAHUS U
MpeHaTalbHON THUAarHOCTUKU ayTOBOCTIAIMTENIPHBIX 3a00JICBAHUM B MPAKTUUECKYIO
paboTy MEAMKO-TEeHETUYECKHUX IEHTPOB, IIEHTPOB IUIAHUPOBAHUS CEMbH, Bpaueu
pPEBMATOJIOTOB, UMMYHOJIOTOB.

3. Heobxoanmo uH(opMuUpOBaHHE NalueHTOB KPBIMCKO-TaTapCKOM
HAIMOHAIBHOCTA O CYIIECTBYIOIIEH MpoOjeMe CEeMEHHON Cpean3eMHOMOPCKON
JUXOpPAJKU  JUIsi  CBOEBPEMEHHOro  oOpalleHuss K  Bpady-peBMaroJiory,
YCTAaHOBJICHHIO JIMarHO3a W CBOEBPEMEHHOMY JICUCHHIO (10 (HOpMHUpPOBAHUS

OCJIO)KHEHMM B BUJe aMmiIonso3a). HeoOxoaumo mnpoBeneHHE IIKOI IO
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ayTOBOCTIAJTUTEILHBIM 3a00JIEBAHUSIM ISl CEMEH, T/I€ €CTh XOTs ObI OJMH TAIUEHT
c CCJL

4. Heob6xomumo BkItouyaTh B Kpyr auddepenuuansuoro auarnoza CCJII u apyrue
ayTOBOCTIAJUTEIIbHBIE  3a00JIeBaHUSI Yy  TAIMEHTOB  KPBIMCKO-TATapCKOTO
MPOUCXOXKJICHUS TPU HAJUYUHM TOBTOPSIOIIMXCS SMU30J0B JIMXOPAJIKH B
COUETAHUU C BOCHAJIUTEIBHOW aKTUBHOCTBIO, IPU UCKIIOUECHUU JIPYTUX MPUYUH
JUXOPAIKH.

5. BceM mnamMeHTaM KPBIMCKO-TaTapCKOTO TMPOUCXOXKIEHUS TMpPU HAITUYUH
AMU30J0B  IMUKIWYECKONM  JIMXOPAJKH  PEKOMEHJOBAHO  HCIIOJIH30BAaHUE
nuarnoctrueckux kputepueB CCJI (Eurofever, 2019), coop cemeitHoro anamHe3a,
U TPOBEJICHHE MOJICKYJISIPHO-TEHETUYECKOTO TUIUPOBAHUS  JJisi  TIOHMCKa
NaTOT€HHBIX BapuaHTOB BO 2-M U 10-m 3kx30Hax rena MEFV. [Ipu otpunarenbHbix
pe3yibTaTax TEeHETUYECKOrOo  HCCIEOBaHUS  PEKOMEHJIOBAaHO  IIPOBENICHUE
PACHIMPEHHOTO MOJIEKYJISIPHO-TEHETUYECKOTO HCCIE0BaHUsl € TMPUMEHEHHUEM
TaHEe M TEHOB WJIM TIOJTHOAK30MHOTO cekBeHupoBanms (NGS manens).

. [Imanupyercsi BHEAPEHHE B KIMHUYECKYIO MPAKTUKY Bpadeil 0OIIei MpaKTUKH,
CO3JaHHBIX  KJIMHHKO-TUAarHOCTHYECKMX M  TEPaANeBTUUCCKUX  aJTOPUTMOB
naiueHToB ¢ CCJI u cuctema MapmipyTU3alli OKa3aHUs MOMOIIM MalMEHTaM C
nogo3penrueM Ha AB3 (pucyHok 3.52).

6. PekoMeHI0BaHO TEHOTUITUPOBAHKE OJIMKAWIINX POJACTBEHHUKOB TMAIMEHTOB C
yctaHoBieHHbIM fuarHo3oM CCJI, 0cOOEHHO MpW HATUYHMK AMU300B JIMXOPAIKH
WJIN «HEOOBSICHUMO» BOCTIAJTUTEIIBHON aKTHBHOCTH B aHAJIM3aX KPOBH.

7. Bcem nanuentam ¢ yctaHoBiieHHbIM auarapo3oMm CCJI pekoMmenpoBaHa 6a3oBast
Tepanusi KOJXUIIMHOM B BO3PACTHBIX J03UpoBKax. HeoOxomuma orieHKa Hamu4us y
MalMeHTa MPU3HAKOB KOJXHIIMHOPE3UCTCHTHOCTH W MEPEHOCHMOCTH KOJIXUITMHA
Kaxaple 3 Mecsana. [lpy HaIMuuyM TPU3HAKOB KOJIXUITUHOPE3UCTEHOCTH WITU
HEMEPEHOCUMOCTH  KOJXIIMHA  TOKAa3aHO  HAa3HAYCHUE TeHHO-WHKEHEPHOU
OMOJOTMYECKOM Tepanuu OJOKaTOpoM UWHTepiielkuHa-1B. Y mnanueHToB C
«BeposaTHbIM»  auarHo3zoM  CCJI  pexomeHayeTcs  Ha3HAY€HUE  Tepamuu

KOJIXMOUHOM Ha CpPOK 6 MECALCB OJId OLICHKHU 3(1)(1)€KTI/IBHOCTI/I H B ClIydyaec
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nonoxurenbHoro d3ddexra ycranosnenne nmumarnoza CCJI “ex juvantibus”
coriacHo kputepusm Tel-Hashomer,

7. Bcem marmmentam ¢ CCJI HeoOxoauM KOHTPOJIb 3((PEKTUBHOCTH MPOBOIUMOMN
Tepanuu: omnpenenenre ypoBHell CPb, ceiBopoTouHOoro ammionaa A, 4vucia
JEHKOIMTOB U HEUTpODUIIOB nepudepruueckol KpOoBHU, UCCIEIOBAHUE CYTOYHOU
NPOTEUHYPUH BO BHENPUCTYITHOM TMEpUOJAE Kaxkable 3 Mecsia, €KETHEBHOE
3anonHeHre naHeBHUKa AIDAIl ¢ exeMecsyHbIM TMOJICUETOM €ro 3Ha4YeHUM.
KoHTposb 0€30MacHOCTH MPOBOJAMMOM TE€paluu 3aBUCUT OT BHJIa MPUMEHSIEMOTO
JEKapCTBEHHOTO TMpernaparta WM WX KOMOHWHAIIMM, a TaKXke KIMHUYECKUX

IIPOSIBJICHUN U JTOJKEH OCYIIECTBIATHCA | pa3 B 1-3 mecsna.
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CIIMCOK COKPAIIEHUI
AB3 — ayToBOocnanurenbHble 3a00JI€BaHUS
BBUI" — BHyTpUBEHHBIM UMMYHOTJIO0YJINH
I'bY3 PK PJIKb — Pecniy6nmkanckas JleTckas KinHA4YecKasi 00JTbHHIIA
['BII — reHHO-UH)KEHEPHBIE OMOJIOTHYECKHE TpernapaThl
HMUL] JI'OM wum. JIM. PoraueBa - HanuoHanbHBIH  MEIUITMHCKUI
MCCIIEOBATENIbCKUN LEHTP JAETCKOW I€MAaTOJOTHHM, OHKOJIOTMM M MUMMYHOJIOTHH
nmenu Jimutpusa Porauesa
JAK oI'bOY BO CIIOITIMY M3 PO - Jlerckas KIMHUKA (QeaepaibHoe
roCyJlapCTBEHHOE  OIOJKETHOE  00pa30BaTelIbHOE  YUPEXKICHHE  BBICHIETO
oOpazoBanust  «Cankt-IleTepOyprckuii  rocyAapCTBEHHBIA  IMEIUATPUUECCKUIN
MEIMLIMHCKAN YHUBEPCUTET» MHMHUCTEPCTBA 3ApaBooxpaHeHus Poccuiickon
denepanuu
JIHK - ne3oxcupruOOHyKIEHHOBAS KUCIIOTA
NDA — uMmmyHO(DEpMEHTHBIN aHAIHU3
NJI-1 — uatepneiikus - 1
HIIBC - HecTeponHbIle MPOTUBOBOCIIOIUTEIBHBIE CPEACTBA
[IIIP - monumMmepasHas uenHas peakuus
CAMK — cunapom neduniura MeBaioHAT-KWHA3BI
CCIJI - cemeliHas cpeIn3eMHOMOPCKAas JTUXOPagKa
COD - ckopoCTh OCenaHus SPUTPOLIUTOB
CPb — C-peakTuBHBIi Oenok
OI'AY HMMUI[ HIBHA - ®PenepaibHOE TOCyAapCTBEHHOE ABTOHOMHOE
yupexaenne «HanrnoHanpHbId MEAULIMHCKUN UCCIEN0BATENBCKUN LIEHTP 310POBbS
nere» MuHncTepcTBa 31paBooxpaneHus Poccuiickon Oenepaunu
®I'bHY HHWUN Pemaromorun wum. B.A. HaconoBoii — ®enepanbHoe
rocyapCTBEHHOE OIOPKETHOE HayuyHOE yupexkaeHue HaydHo-uccnenoBaTenbCKui
WHCTUTYT peBmatosiornu uM. B.A. HaconoBoit

FOUA — 10BE€HUIbHBIN UAMONATUYECKUN apTPUT

ANA - Anti Nuclear Antibodies
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ASL-O - antistreptolisin-O

CANDLE - Chronic Atypical Neutrophilic Dermatosis with Lipodystrophy and
Elevated temperature

CAPS - cryopyrin-associated syndrome

CINCA/NOMID - Chronic Infantile  Onset  Neurologic  Cutneous
Articular/Neonatal Onset Multisystem Inflammatory Disease

CRMO - chronic multifocal osteomyelitis (Mamxun cuaIpOM)

DIRA - deficiency of the interleukin 1 receptor antagonist

DADAZ2 - deficiency of the interleukin receptor antagonist

IFN - interferon (uatepdepon)

JMP-cungpom - Joint contractures, Muscle atrophy, microcytic anemia and
Panniculitis-induced lipodystrophy syndrome

FCAS - Familial Cold Autoinflammatory syndrome

FMF - Familial Mediterranean fever

HIDS - Hyper-IgD with periodic fever syndrome

HLA - Human Leucocytes Antibodies

MEFV - mediterranean fever

MWS- Macla-Wells syndrome

NGS - next generation sequencing (cekBeHHPOBaHHE HOBOTO MMOKOJICHHS TCHOB)
PAPA - pyogenic arthritis, pyoderma, acne

POMP - Genok co3peBanus MPOTEACOM

PRAS - proteasome-associated syndromes

PHAPA — Periodic Fevers with Aphtous stomatitis, Pharyngitis and Adenitis

SAA - Serum Amyloid A

SAVI — STING-associated vasculopathy

TNF - tumor necrosis factor
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