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NMNonynauuun, HacenaBwune aHTUYHbIN KpbImM

JPEBHAA I PAHHECPETHEBEKOBASI TABPMKA

3 _35° 36°

CRIMEA IN
SCYPHIAN ERA

1 Scyphians
B3 2 Bosporan Kingdom and Chersonesus
[l 3 Kizil-Koba culture

BN 4 Tauri




CpeaHeBekoBbIn KpbIM (N0 onncaHuio
3.Yenebn)

. .’
. & MEOTHHCI:
(ASOBCKOE M\

——




Eurofever/PRINTO knaccudukaiimuoHHbIC KPUTESPUM IS
muaraoctuku CCJI

Hanun4yue noareBepxaawowero reHotnna reHa MEFV n,
Kak MUHUMYM OAMH U3 crieaAyroLlnX KputTepues:

- NPOAOIKNTENBHOCTbL anu3oaa 1-3 cyTokK
- apTpuT
- OONu B rpyaHOM KneTKe

- OONnu B XXUBOTE

Unu

Hannumne HenoaTBepXxaaroLwwero reHortuna reHa MEFV™n,
KaKk MMHUMYM ABa U3 CleayroLnX KpuTepues:

- NPOAOCIIKNTENIBHOCTbL anu3oaa 1-3 cyTokK
- apTpuT
- OONU B rpyaHOM KneTKe

- OONnu B XXUBOTE

CeHcuntusHocTb - 0,94, cneundunyHocTb - 0,95, TouHOCTb - 0,98.




Bbicbinanus npu CCJI




KnuHunyeckmne xapaktepuctmku CCJ1 KpbIMCKO-
TaTapCcKknx naumeHToB npu 1-m 1 nocnegHem
(OKOH4YaHWe nccnegoBaHusl) BanTax
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MpumeyaHnsa: p — AOCTOBEPHOCTb Pasnuuus Mexay KIMHUYeCKMMM nposiBneHusimu B aebrote 3abonesaHms 1 npu
nocnegHem BU3NUTE Y KPbIMCKO-TaTapcknx naumeHTos, * - p<0,05, ** - p<0,01, ***- p<0,001




[dnHamuka NnpogormKnTenbHOCTM nNpucTyna/bonen B XXnBoTe Npy NepBOM
1 NocrneaHeM BM3nTax Yy KpbIMCKO-TaTapCKMX NaLMeHTOB

[MpoAoNXKNTENbHOCTL NPUCTYMNA NPWX NEPBOM U
nocneaHem Bu3uTe
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BapuaHThl naToreHHbIX BapuaHToB y nauuenTos ¢ CCJI

KPBIMCKO-TATAPCKO HAIMOHAJIbHOCTH
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Tepanua N'MBIN y naumenToB ¢ CCJl KpbIMCKO-TaTapCKON
HaunoHanbHocTn (%)

Bce nauueHTbl ¢ CCJ1 KpbIMCKO-TaTapCKOW HaLUMOHabHOCTEN nonyyanu tepanuto konxuumHom 100,0%. CpeaHsas gosa
KONXUUUHA y KpbIMCKO-TaTapckux naumeHToB ¢ CCJ1 coctaBuna 0.035 mr/cytku mnm 1.5 mr/kr.
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OTIU4UTEIbHBIE 0COOCHHOCTH CaMbIX pacnpocTpaHeHHbIX AB3

Tun HacnepoBaHusA

BospacT gebtora,
ner

MpeumywecTBEHHO
3THUYecKoe
pacnpegeneHue

MyTtupylowmi reH

OnutenbHOCTb
TUMUYHOTO
o6ocTpeHusn

OTtnuunTenbHble
CUMNTOMBI

OTBeT Ha KONXMULUH

AyTOCOMHO-
peLEeCCUBHbIN

<20

TypKu, apabbl,
eBpeu, apMsiHe

MEFV

124 — 3 gHA

MneBpwuT,
3pu3nnenongHoe
Nopa)xeHUe KOXMK

Oa

AyTOCOMHO-
peueccrBHbIN

<2

EBponeniubl

MVK

3—6 aHen

JlnmcbageHonatus

Het

AyTOCOMHO-
[JOMWUHAHTHbIN

Pa3sHbIi, vyalle <
10

Bce pachbl

TNFRSF1A

3 oHA — 3 Hepenu

CwvnbHas 6onb B
MbILLLAX,
nepuopouTanbHbIv
oTek

Het

AyTOCOMHO-
[OOMUHAHTHbIN

<1

EBponeniubl

NLRP3

<24y

MHpykumsa nog
DencTenem
xonoga

Het

AyTOCOMHO-
JOMWHAHTHbIN

<20

EBponeiubl

NLRP3

1—2 aHsa

HelipoceHcopHasi
TYroyXoCTb

Het

NOMID/

AyTOCOMHO-
JOMWHAHTHbI

C poxnaeHus

EBponeniubl

NLRP3

Cronkoe

MopaxeHne
anndu3os
KocTen,
ancmopduyeckne
npu3Haku

Het

CAPS — KpvonupuH-accoumnmpoBaHHbIi nepuogudeckuin cuHapom; CINCA — XpOHWUYECKUn MnageH4yecKnii HEBPOSIOTUYECKUI KOXHO-apTUKYSIpHbIA cuHapom; FCAS —
CeMeViHbI XONo40BON ayToBoCnanuTenbHbIn cuHapoM; FMF — cemeiiHas cpeamaemHomopckas nuxopagka; runep-lgD/MKD, HIDS — cuHapom
runepuMmMyHornobynuiemun D; MKD — pgedunuut meBanoHaTkuHasbl; MWS, cuigpom Makna-Yannca; NOMID, mnageHyeckoe MynbTUCUCTEMHOE BOCNANMUTENbHOE
3abonesaHne; TRAPS — nepuogunyeckuii CMHAPOM, acCOLMMPOBaHHbLIN C peLienTopamu hakTopa HeKpo3a omnyxonu
van der Hilst JCH, Frenkel J. Curr Rheumatol Rep. 2010;12:101-7. Ko3anosa A.J1. U coaBrT. Megnatpus OHkorematonorns Ne 10 (111) / 2015; 38- 45. CanyruHa C. O. n
coaBT. lNegnaTtpuyeckas dapmakonorus. 2015; 12 (2): 209-217. Lachmann H J. et al. Arthritis Res Ther. 2009; 11(1): 212. Xia X et al. PLoS One. 2016 Jun

17;11(6):e0156981




PeHRI/Ie aAyTOBOCIIAJINTEJIbHBIE 3a0osieBaHUud

6 AeTeH C peJKMMH ayTOBOCNAJIUTE/IbHBIMM 3a00/IBAHUSIMU:

3 aeteir ¢ CAPS-cunapoMoM: 1 - apMAHCKOM HALlMOHAJIBHOCTH, 1 -
CJIaBAHCKOM  HAIlMOHAJIBHOCTH, 1 -  KpbIMCKO-TaTapCKOM
HAauMOHa/AbHOCTHU ¢ NLRP-12 (HenoJsiHast MyTanus),

1 peGeHOK KpbIMCKO-TAaTAPCKOM HanuMoHaJbHOCTH ¢ HIDS-
CUHApPOMOM (AePUUUT MeBaJIOHAT-KUHA3bI),

1 peGeHOK KpPBIMCKO-TAaTAPCKOM HaUMOHAJbHOCTH ¢ DADA-2-
CUHAPOMOM,

2e aeted c UHTepPEepPOHONATUAMU: CJIABSAHCKON HALLMOHAJIBHOCTH C
CUHAPOMOM CANDLE, 1 peb6eHOoK KPbIMCKO-TaTapCKOM
HAaMOHAJIbHOCTH C CMHApPOMOM SAVI.




HIDS-cuaagpom

AnamHe3 3abosieBaHuA: C poxJaeHUs pebOeHKa OECHOKOUT IepUhoAryYecKas
JIuXopajka nopropsmwiasca 1 pa3 B Mecal (ot 3 7o 7 fHel), CONPOBOXAAKLHECS
60JISIMU B ’KMBOTE COMPOBOXKJAIOIIYIOCS JIEUKOLIUTO30M, BbICOKOW CEPOJIOTUYECKOMN
aKTUBHOCTbIO. YacTble pecnupaTopHble HHPekuuu, OKW c poxaeHus, c 2Xx
POCTKOBOM LMTOIIEHUEH, remnartocimieHomeranven. [lposeneno 3 SIPS-nyHKunuu
(MckJItoYeH reMo6J1acTo3), 6UOICUs NMeYeHU — KPUIITOT€HHbIN renaTUuT?

C 30.04.2019 nosiBUJIMCB aJI0Obl HA TEMOPPAruyeCcKy Cblllb, OTEYHOCTb CTOI, T'/C
CYCTaBOB, roJieHeu, 6011 B HUXKHUX KOHEYHOCTSX, BSAJIOCTb, KAIPU3HOCTD. 3a 2 AHA
Jl0 MIOsSIBJIEHUsI JIaHHBIX »KaJlo6 y pebeHKa NMosiBUJIACh JUX0pPaaKa, 60U B XKHUBOTE,,
KUAKUKU cTya. B Mae 2019 roga pebeHOK MOCTYNMJ C reMoOpparuieCKMMHU
BbICBINIAHUSIMU HAa HXKHUX KOHEUYHOCTSX, 00/ B 2KUBOTE, PBOTY, >KUJAKHH CTYI.

3ano/io3peH ayTOBOCHAJUTENbHbIM CUHAPOM, IPOBEAEHO
MOJIEKYJIIPHO-TEHETUYECKOE UCCeJOBAHUE CbhIBOPOTKHU
KpOBH, BbIsiBJieHa MyTauusi B reHe MVK B 5 3K30He
c404C>T, B 11 3kK30He ¢1129G>A p.V3771 B
KOMIIayH/A-TeTEPO3UTrOTHOM COCTOSTHUH.
MHunuupoBaHa Tepanus KaHakuHymaoom 3.5 mr/kr 1
pa3 B 2 Mecsdla, AOCTUTHYTa KJWHUKO-JabopaTopHas
peMuccus




DADA-2 cuagpom

AHaMHe3 3a60JieBaHUs: bosieH ¢ 6TU MecAYHOTr0 BO3pacTa, KOrja BIepBble MOCTYIUJ B
JIUb ¢ asmobamMu Ha JIMXOpaJiKy, Kaiiesb. [Ipyu o06cienoBaHMM BbIsSIBJIEHA aHEMMS,
renaToJiMeHaJbHbIM CUHAPOM. [lepeBesieH B OT/e/leHHMEe BPOXK/IEHHOW U HACJIeICTBEHHOHU
natoJioruu. Ilpu o06c/ienoBaHUM BbisIBJieHA aHeMUs 2-3 cTelneHUM O0e3 oOTBeTa Ha
beppoTepanuio, cercuc, runorammaraiooyanHemus. [IpoBefgeHa Tepanus KOJOMHUIIMHOM,
BBUI, remoTpaHcdys3us. TemnepaTypa HopMasiM30Bajach, pa3Mephbl MeYeHH, CeJie3eHKU
YMEHBIINWJIMCh, B IOCJEAYIOIEM HOPMAJIU30BaJIHUCh.

[IpoBeneHa SIPS-nyHKiuss B ceHTsa6pe 2008r. 3akJ/irouyeHUe: amja3usi 3PUTPOUAHOTO
pocTtka. HckiwyeH remo6Jsacto3, remodaroguto3d. bbbl 3aBUCMM OT TpaHCHY3UU:
nepejuBaHuA 3pUTPOLUTOB 1 pa3 B 3-4 Hepgesu. [losydyan Tepanui npesjHU30JI0HOM
2Mr/Kr/cyT C OTBETOM Ha TEPAMNUIO.

B 8mu nemuem 8o3pacme - anaacmuueckull kpus. [Iposedena mepanusi npedHU30/10HOM C
NOJIHbIM 3(hheKkmom.

B so3pacme 9mu snem ommeuasacsv nepuoduveckas auxopadka no 1-2 0Hs e Hedesaw. B
¢espase 20182 nposedena SIPS-nyHKYusl, UCKAKOYEH 2eM06A/1CMO3.

24.10.18 (9 net) koHcyabTHpoBaH B HMUI| AI'OU um. /l.PorayeBa., Ay BepupuKanuu
JIMarHo3a MpoBeJIeHO reHeTU4YeCcKoe rcciefoBaHue naHesb NGS. BbisiBjieHa MyTaunus B
reHe ADAZ B 3k30He 2 oOOHapyXeHa 3aMeHa OJHOT'0 HYKJIeOTHJla B TOMO3UTOTHOM
cocTtosaHUM €.39C>D, BoicTaB/IeH AUArHO3: AePULHUT adeHO3UHAe3aMuHa3bl-2 (ADA2).
MHunyMpoBaHa Tepanus IJTaHapuentoMm 35 Mr I/K exeHeJesbHO. JlocTUTrHyTa
KJIMHUY€eCKast peMUCCUS




Nurepdepononarumn: CANDLE-cuaagpom

AHaMHe3 3a60J/1eBaHUSA: BIepBble BBICHIIIAHUA MOSABUJIKWCH Ha 3
JleHb Tocje poxJeHUs (Ha JiMLe TpU MNATHA COCYJUCTOrO
XapakKTepa), KOTOpble NMOCTENEeHHO paclpoCTPaHAJINCh U Yyepe3 1
Mecsl, BOBJIEK/JIUCb BepXHHE W HWXXHUE KOHe4yHoCcTH. B 5,5
MecsLeB — OTeK BEPXHUX U HUXKHUX KOHEYHOCTeH, KOTOPBIU ObLI
KyNMpOBaH BBeJleHueM ropMoHoB. B ntone 2017 r pe6eHOK cTa
’KaJIOBAThC Ha €1ab0CTh B HOTaX C yTPeHHENW CKOBAaHHOCTHIO [0
20 MuHyT. [loIBUIMCb KOHTPAKTypbl B MACTHO-(PaJaHTOBBIX
CycTaBax, FeJIMOTPONHBIN 0TeK. Pe6beHOK KOoHCynbTHpOBaH B HUU

PeBmatosioruu. BricTaBiieH JIUAarHo3: IOBeHUIbHBIN
WAYONaTUIYECKUN [epMaTOMUO3HUT. PebeHOK moJsiydas MeTpeKkcaT
15mr/m*2 /nen; nnakBenusa 200 mr % 1. B cenTsabpe 17 roza
NOSBUJIACh OTEYHOCTb JIEBOTO KOJIEHHOTO CycTaBa, 00Jib B
KOJIEHHBIX U T'OJIEHOCTOIHBIX CYyCTaBaX, BbICBINIAHUSA Ha KOXe -
6e3 pauvHaMuKU. HampaBseHbl B NeJUaTPUYECKYH) KJMHUKY
Cankr-IleTepOypra, 3anoi03peH ayTOBOCHAJIUTENbHBIA CUHPOM
(npoteacomHoe 3a6osieBaHue CANDLE-cunzpom), myranusa B
reHe He BbIsABJIeHa. HasHayeH TopauuThHUOG 1 T B CyTKU C
HenoJIHbIM 3¢pdekToM. B guBape 19 roga posa TodaueTuHUO
yBeJuynHa Jo 1,5 T B cyTkd. JlocTUrHyTa KJUHHUKO-
JlabopaTopHasi peMHUCCHS.




Nurepdepononarun: SAVI-cuaapom

AHaMHe3 3a60J/ieBaHHUs: >KajioObl Ha Cbillb B 006JIaCTH , roJieHeu, O0éaep, 4acTble OCTPbIE
pecnMpaTopHble 3ab60JieBaHUS, MEPUOAUYECKYI0 JIMX0paJiKy 1 pa3 B 2-3 Mecslia, OTEYHOCTh
roJIEHOCTONHBIX W KOJIEHHBIX CYCTaBOB, [AUCIPOINOPIMOHAJBHOCTh TYJOBHUIA W JIHUIIQ,
OTCTaBaHHWe (GU3UYECKOTO U TCUXO03MOILMOHAJbHOTO Pa3BUTUSI MOSIBUJIMCb C poxaeHUs. C
pOXK/JeHUsl pebeHKa O0eCOKOAT MUTPUPYIOLMe KPYIIHbIE, HE3Y/sllMe, pO30Bble NSATHA (BHadaJjle
Ha >KMBOTe, 3aT€M Ha HW)XHUX KOHEYHOCTSX), MOCTENEeHHO MSTHA PerpeccupyroT, OCTaBJAA
9KXMMO3bl, IlepuoJiuyecKass OTEYHOCTb KOJIEHHBIX M TOJIEHOCTONHBIX CycTaBoB. Ilocie
MCYEe3HOBEHHUS 3KXMMO30B OCTAIOTCA y4acTKU Junoaucrpoduu, amuorpoduu. Ilpu ocmortpe
JIUCTAPMOHUYHOCTD pa3BUTHUS, JIUCIIPONIOPLIMOHATIBHOCTD TYJIOBULQ, JIMa C
JIUNOAXCTPOPUAMU U aMUOTPOPHUAMHU (OTCYyTCTBUE KOMOYKOB bulIlla, 1MCIPONOPLMOHATbHOCTD
JUIla C OTCTaBaHWeM JiMlleBoro otaesna 4yepena). MHWckitodyeHol TORCH-undeknyy,
reMaToJIOTu4ecKue 3aboJieBaHu4, 3anoz03peHa MHTepdepoHOonaTusl. [IpoBeseHo
MoJIeKy/IsIpHO-reHeTH4Yeckoe ucciaegopanue (JJIOU HMUI um. [iImutpus PoraueBa), BoiiBJIeHA
mytauusa B reHe TMEM 173 ¢.505¢>T, p. Agr169Trp, B retepo3uroTHOM COCTOSIHUH,
BbIcTaBsieH AuarHo3: STING-accouuupoBaHHasi BacKyJonaTus C e610TOM B [IeTCKOM BO3pacTe
— cuHapoM SAVI. Hazanuen Todamutunu6 0.5 mr 5 p/a, BBUT' 0.5 r/kr 1 pa3 B mecan, —
HemnoJIHasl KJIMHUKO-/1abopaTopHasi peMUCCUs




OcobGeHHOCTH pacupegejIeHUsa PeIKuX
AyTOBOCIHAJINTEJIbHBIX 3200/ I€BAHUH B
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HanuoHnaJabHBIE OCOOEHHOCTHU pacipeaeieHU
peIKNX ayTOBOCIIAJINTEJIbHBIX 32400/I€eBAHUI B
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BeiBoasl

1. B KpbiMy BbIsIBJIeHA HaWOOJIbIIAsg 4YacTOTa BCTPEYaeMOCTH
ayTOBOCIHAJIUTEJIbHbIX 3a00JIeBaHUM CpeAy KPBIMCKO-TATapCKOTO
HacesieHUs — 80.6% cpeay Bcex ayTOBOCIHAJUTEJNbHBIX 3a00JIEBAaHUM
1 84,0% cpeau CCJI (B rpymniie UCCaeyeMbIX).

2. Tlo cpaBHeHHIO C JIUTepaTypHbIMU AaHHBIMU febroT CCJI GoJsee
paHHUHK (A0 2X JieT), O0JibIIAA 4YaCTOTA JIMXOPAJKHU C CYCTaBHBIM
cungpomoM (100%), yacTtoTta abgoMuHasbHOro cuHApoma (76,0%)
CpaBHUMa C JdTepaTypHbIMU JaHHbIMH (80,0%), MeHee d4acTo
pa3BuTHe OoJsied B rpyaHou kieTke (14,0%) u poxenomoOHBIX
BbicbinaHuM (28,0%) B CpaBHEHUU C JIUTEPATYPHBIMU JaHHBIMU
(25,0% u 50,0% cOOTBETCTBEHHO).

3. DboJsblmag d4acTtoTa NalMEHTOB, HWMEWIIUX KJHWHHUYECKHE
npoasyieHusa CCJI ¢ reTepo3sUroTHbIMU BapuaHTaMu B reHe MEFV
(71,0%) B cpaBHEHMH C IUTEPATYPHBIMU JaHHbIMU (15,0-18,0%).

4. BoJsiblllee KOJIMYECTBO MALMEHTOB C He3I()PEKTUBHOCTIO H /WU
HEIlepeHOCUMOCTbI0O Tepaluu KOJXUIMHOM, mnoaydawiux ['UBII
(33,3%) B cpaBHEHUU C JUTepaTypHbIMHU AaHHbIMHU (10,0-15,0%), us
HUX 00JIbIIIAS YAaCTh MOJIy4aeT Tepalrio KaHaKuHyMaooMm (42,8%).
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