OT3bIB
o¢HIHAIBLHOr0 ONNMOHEHTa, A0KTOopa MequnHMHCcKRX Hayk Temmok Haranuu
IlaByi0BHBI Ha AHccepTanHOHHYIO padoTy Uepubim Exatepunnl CepreeBHbl
«Kinnuko-mopdonoruyeckne H HMMYHONATOJOTHYECKHE ACEKTHI GOJIe3HH
Xedan-Xelan», NpeacTaBIeHHYI0 HA CONCKAHUE YUYEHOH CTeNEeHH KaHIuIaTa
MEAHIHHCKHX HayK 1o cnennaJbHocTH 14.01.10 — kokHbIe M BeHepHYeCKHE

00JIe3HH.

AKTyaJbHOCTb TEMBI.

CemeliHas noOpokadecTBeHHAs XpOHHUYECKas IMy3bipyarka I yxepo-Xeiu-
Xelnu - penkuil OyJUIe3HBIH T'€HOAEpPMAaTo3 C ayTOCOMHO-IOMHHAHTHEIM THUIIOM
HaclIeJOBaHUs M PELUJUBUPYIOMUM TedeHueM. [lepBUUHbEIM MOP(OIOrHYecKHM
DJIEMEHTOM TIIpM JaHHOM 3a00JieBaHMM SBISETCS IIy3bIPh. BEICHIIAHMSA
JOKAIU3YIOTCSI IIPEUMYIIECTBEHHO B KpPYMNHBIX CKJIagkaXx M Ha OOKOBBIX
IIOBEPXHOCTAX II€H, OJHAaKO BO3MOXXHA TIeHepaliu3allds I1aTOJOTHYECKOIO
IpoIecca C 3aXBaTOM CIIM3HMCTBIX O0OJOYEK IIOJIOCTH pPTa, HHINEBOJA, TOPTaHH,
BYJIbBBI, II€pHaHalbHON obnacT. 3abolieBaHHE YACTO MUMHUTHUPYET KIMHUYECKYIO
KapTHHY 0aKTepHalbHOTIO MM IPHOKOBOTO MOPAKEHUS KOXKH, UTO 3aTPYJHSIET €0
JIAarHOCTHUKY. |

B ocHoBe mnaroreHesa ceMeWHOW ITy3BIpYaTKH JIEKUT MyTaldsd IreHa
ATP2CI1, pacnonoxenHoro Ha xpomocome 3q21-q24. Ho tomsko y 70%
NAalMeHTOB MPOCIIEKUBAETCS OTATOLLIEHHBIN CEMEWHBI aHaMHE3, YTO TOBOPHUT O
BapHa0eIbHOCTU II€HETPAaHTHOCTH TIeHa W CYLIECTBOBAHUHM OIOJHHUTEIbHBIX
IIaTOreHeTUYECKUX (akTOpoB. PaHee mpoBoAMMBIE HCCIIENOBAHMS, HAIIPABIECHHBIE
Ha HW3y4YeHHE JECMOCOMABHBIX CHCTEM H MOJEKYJ aAre3ud KEepaTHHOIUTOB Y
NAlMEHTOB, CTPajaroluX JaHHbIM 3aboJieBaHHWEM, TIO3BOJIMJIA  BBISBUTH
IuGy3ur0 1eCMOCOMANBHBIX IPOTEMHOB B IUTOILIA3MY KIETKH C HOCIEAYIOLIMM
nepepacnpeieIEeHieM aHTUTEHOB, OJJHAKO MEXaHWU3M 3TOrO SIBJIEHHUS /10 KOHIIA HE

U3y4YeH.



HccnenoBanue METOAOM HPSIMOM UMMYHODITIOOPECIIEHIINH OUONITATOB KOXH
[Ial[MEHTOB, CTPAJAIOIINX CEMEUHOM ITy3bIpYaTKOW, B OOJBIIMHCTBE CJIIydyaeB HE
BBISBIIIET MEXKIETOYHOIO OTIOXeHMs aHtuten. OpHako B JIMTeparype
BCTPEYAIOTCA E€IWHHUYHBIE Cclydyaun OOHApy>XeHHsS HMMMYHHBIX KOMIUIEKCOB IIO
JECMOCOMaM M LUPKYJUPYIOIINX aHTUTE] B CHIBOPOTKH KPOBU OOJBHBIX, YTO
IO3BOJISIET IIPEANONOXUTh y4acTHE MMMYHHOM CHCTEMBI B MaTOre€He3€ HaHHOTO
3aboneBanusa. MccnemoBaHwe poJIM aHTHUTEN K aHTHIEHAM MEXKIETOYHOM
CyOCTaHLIMM II03BONIUT JETANbHO H3yYUTh MEXaHW3M aKaHTOJIM3a IPH JAaHHOM
3a00JIeBaHUM ¥ HAWTH OTIOJNHUTEIbHBIE THATHOCTUYECKHE KPUTEPHH.

Taxum 06pa3oM, akTyalbHOCTh JUCCEPTALIMOHHOTO UCCIIEAOBaHUS YepHBIII
Exatepunsl CepreeBHbl, LENBI0 KOTOPOTO SIBISIETCS YCOBEPIIEHCTBOBAHME
JUArHOCTUKU Oonie3Hu Xenu-Xeind myTeM BBIABICHUS LUPKYJIHUPYIOIIUX MU
(UKCUPOBAHHBIX ayTOAHTHUTEIl, HE BHI3BIBAET COMHEHMIA.

Crenenp 000CHOBAaHHOCTH HAYYHBIX MOJIOKEHHI, BLIBOAOB H PEKOMEHIAIHIA,
chopMyTHPOBaHHBIX B JUCCEPTALHH.

Bce pesynpTaThl, BBIBOABI M IIOJIOXKEHHS, IIOJy4YeHHBIE B XOJ€
JHACCEPTALIMOHHOIO MCCIIEIOBaHUsl, COOTBETICTBYIOT IIOCTABIE€HHOW IIeIM U
3a/layaM; IOATBEPIKIAEHBI JOCTATOYHBIM KOJIMYECTBOM KIMHHYECKOrO0 MarepHaia,
IIPUMEHEHUEM HAJIEKHBIX METOJIOB CTATUCTHUYECKOH 00pabOTKH, UCIIOIB30BaHUEM
COBPEMEHHBIX JIAOOPATOPHBIX METOJIOB HCCIENOBaHUS (TaKuX, Kak MpSMOH
HEenpsIMOM METOIbl MMMyHo(uroopecueHur). [IpakTudeckne peKoMeHIaluu
JIOTWYHBI, 0a3UPYIOTCS] HA CTATUCTHYECKH JOCTOBEPHBIX JaHHBIX, IOJIYYEHHELIX B
XOl€ HAyYHOI'0 UCCIIEI0BaHUS.

Hay4ynasi 10cTOBEPHOCTH H HOBH3HA Pe3yJIbTATOB JUCCEPTALUOHHON PadoThI.

B Xxome puccepTallMOHHOrO WCCIIENOBaHUS BIEpPBBIE OBUIA IOIYYEHBI
JIOTIIOJTHUTENBHEIE JUArHOCTUYECKUE KPUTEPUH CEMEUHOM My3BIpYaTKH, TaKue Kak
BEIIBIIEHHE LHpKynupyromux I[gG kK aHTUreHaM CHCTEMBI JECMOCOMAILHOIO
anmapara M K psly aHTHUI€HOB CTPYKTYp OpPraHOB M CHCTeM, (PUKCHUPOBAHHBIX
agTUTENl Kinacca G B cucTeMe MEXKIETOUHBIX COeIMHEHWH W JPYruX TKaHEBBIX

CTPYKTYp I3IHAEpMHCA, a TaKXE€ HapPYIICHHUS OKCIPECCHH psAla aHTHICHOB
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JIECMOCOMAJIBHOIO annapara 4 MUTOCKEJIeTa MHOTOCIOMHOIO MJIOCKOTO 3MUTEINHUs
IIalUEHTOB.

JliuccepTaHTOM BHEpPBBIE YCTAaHOBIEH U IOATBEPXKIEH AayTOMMMYHHBIH
XapaKTep CEMEHHOM ITy3bIpYaTKy.

PazpaboTana Meronuka IOATOTOBKH HpOOBI Ui TPOBENCHHS HEMPSIMOif
MMMYHO(DIIOOPECLIEHTHOW MUArHOCTHKH CeMEHHOM ITy3BIpYaTKH, ITO3BOJISIOIIAS
oIpenensTh cnaboadGrUHHBIE ayTOAHTUTENA B CHBIBOPOTKU KPOBU OONBHEIX.

3HAYMMOCTDb VI HAYKH H NPAKTHKH NMOJyYEeHHbIX aBTOPOM JUCCEPTALHH
pe3yJIbTaToB.

JluccepTaHTOM  NOATOTOBIEHBI  IMPAKTUYECKHE  PEKOMEHJAUUU  II0
IUAarHocTuke U AudQepeHnranbHON IUAarHOCTHKE CeMeHHO# Imy3slpdyaTku (B
YaCTHOCTH, VCIIOJIB30BaHUIO METOJIOB IIPSIMOM %4 HEIpsIMOii
AMMYHOQIIIOOPECIIEHIINK), BEJCHHIO TMAI[HEHTOB COBMECTHO CO CMEXHBIMH
CIEL[MATIUCTaMU, a TaKXe O0CJIeI0BaHUI0 KIMHUYECKU 3JO0POBBIX POJICTBEHHHKOB
OONBHBIX. 3HAYMMOCTh IIONYYEHHBIX pE3yJbTATOB IOATBEPXKIAETCS HX
BHEJIPEHUEM B IIPAKTUKY OTHENECHHS IEPMaTOBEHEPOJIOTMH U JIE€PMATOOHKOJIOTHH
I'bY3 MO MOHHKU um. M.®. Bragumupckoro, '6Y3 MO MOKKB/] u T'AVY3
MO «Kopon€Bckuil K0XHO-BEHEPOJIOTHUECKUH IUCIIaHCep», & TaKXKe B yueOHBIi
npouecc kadeapsl nepMaToBeHeposoruu u aepmartoonkonorun ®YB I'BY3 MO
MOHHKH wM. M.®. Brnagumupckoro u kKadeapsl KOXHBIX W BeHEPUYECKHX
oonesneit ®IMMIOB I'BOY BIIO Iepsoro MI'MY um. .M. CeuenoBa Munsapasa
Poccun.

JIM4yHbIN BKJIA.

Bce sTamsl HaydHOro uccieqoBaHMsS OBLIM BBIOJHEHBl JUCCEPTaHTOM
nu4yHO. ABTOp mpoBen cOOp W aHaIM3 HAYYHOW JIMTEpaTypsl IO TEME
MCCIIEI0BaHMsI, CHOPMYIMPOBAN LieNb U 3aJjauu, OIpeIeNil HeOOXOUMBIH 00heM
Marepuaja. B ycClOBHSX KOXHOTO OTAENEHUS BeNl MAIMeHTOB C CeMeWHOM
Ily3BIPYaTKOX (OCYIIECTBISNT OCMOTp, cOOp aHaMHe3a, MPOBOAMI 00CIeOBaHHE U

JedyeHre OONBHBIX, 3a00p OHoIOTHYecKoro MaTepuaia). IlomydeHHbIe pe3ynbTaThl



JUCCEPTaHT AQHAJIM3UPOBAJ, NPUMEHSS] COBPEMEHHBIE METONbI CTATHCTHYECKOM
006paboTKH, IUIHO CHOPMYITHPOBAIT BEIBOIBI M MTOJOMKEHHSI.
JIOCTOHHCTBA U HEJJOCTATKH CONEPKAHUS JHCCEPTAUH.

Juccepranus COCTOMT U3 CIEAYIOIIMX pa3/eioB: BBeIeHUs, 0030pa
JUTEPATyphl, ONMCAHUS MaTepyaja M METONOB HCCJIENOBaHUS, TpeX TIJaB
COOCTBEHHBIX MCCIIE[IOBaHMM, 3aKIIOYEHHs, BHIBOJOB M CIIMCKA JIMTEPATYPHL.
Pabota nsnoxeHa Ha 176 cTpaHUIax MaIIMHOMMCHOTO TEKCTa, HWIITIOCTPHUpPOBaHa 3
tabmunamu ¥ 120 pucynkamu, 3akmodaromumu B cebe 30 dotorpadmit u 74
MuKpodoTrorpaduu. bubnuorpapuueckuii ykasaTeab BKIOUaeT B cebs 36
OTE€YECTBEHHBIX U 221 MHOCTPaHHBIX HCTOYHHKOB.

B rnaBe «Beedenuu» nuccepTaHT OOOCHOBBIBA€T AKTyaJIbHOCTH TEMEI,
ompezieNIIeT LENb M 3aJa4d MCCIENOBaHUS, OIKCHIBAET HAyYHYI0 HOBU3HY H
IIPAKTUYECKYI0 3HAUYUMOCTHh pabOThl, MPHUBOJUT TIIOJOXKEHHUS, BBIHOCHMBIE Ha
3aIlHUTY.

Ilepsaa 2naeéa TOCBAIIEHA SNUAEMUONOTHH, OTHOJOTHH CEMEHHOIM
Oy3BIpYaTKM M €€ accolualuu ¢ JApyruMu 3aboneBanusmu. [logpoOHO
OIMCHIBAETCS KIMHUYECKas KapThHaA 00Ne3HH OT MaHH(ecTaluy 0 epexoa ee B
XpOHHYECKYI0 (OpMy M rocrnuTaiu3aiui. JleTalbHO 0OCYKIAalOTCS BCE 3BEHBS
IaToreHe3a U IaToreHeTudeckue ¢akTopbl. [IpuBOIATCS MOCIeAHHWE NAaHHBIE O
kanplueBbix AT®azax, ramioHeIOCTaTOYHOCTH KalbliMeBBIX HacocoB SPCAL,:
BO3MOXXHOH pOJIM UMMYHHOH CHCTEMEI B IIATOT€HE3e reHOIepMaTo3a.

Bmopas 2naea otpaxkaeT naHHBIE O MaTepUajax U UCIOIb3yeMBIX METOJaX
uccinenosanus. IlogpoObHO omnmcana rpynma OONBHBIX, YyKa3aHbl KIHHHKO-
aHaMHecTHYecKkue gaHHble. [IpuBOASATCS TPOTOKONBI BCeX JaOOPaTOPHBIX
METOIOB. BBIABICHUS LUPKYJIUPYIOIIMX H (UKCHUPOBAHHBIX AyTOAHTHTEI,
ONpeseNeHns] JKCIPECCHHM psiila aHTUIEHOB JI€CMOCOMAaJBHOTO  armapara
(KagreprHOBBIM KOMIUIEKC, IIAKOTIIOOWH, JeCMOCOMAJbHBIM IPOTEUH) M Oenka
IUTOCKEJIETA - HUTOKEpAaTHHA 5 MHOTOCIOMHOTO IJIOCKOTO SIUTEIHS.

B mpemebeii 2nage onucaHa KIWHUKO-MOpdoiiorudeckas KapTHHA

CEMEMHOM Iy3bIpY4aTKH B HcciaemyeMoil rpymnme. OO6cyxaar0Tcsi BOIPOCEHI
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SIUAEMHUOJIOTHH, KIIMHUYECKON KapTUHBI TallUEHTOB HA MOMEHT MaHU(eCTaIluu U
TOCIHTANIA3alMH, CEMEHHOIO aHaMHe3a, COIyTCTBYIOLIEH maTtojoruu. JletasbHO
IIPOAHAIM3MPOBaHbl JaHHBIE JIOKAJIM3alMM BBICBHIIAHUN C yKa3aHWEM 4YacCTOTHI
BCTpe4aeMoCTH. I IpoBoauTCsl CpaBHEHUE NaHHBIX CPEOU MY>XUUH U JKEHIIHH.

I'nasa uemeepmaa mocsllieHa OOCYXAEHUIO NAHHBIX, IMONYYEHHBIX B
pe3ysbTaTe BBISBICHHS LUPKYIHPYIOIIMX ayTOAHTHUTEN U (PUKCUPOBAHHBIX
UMMYHHBIX KOMIUIEKCOB, a Takxke (C3 KOMIIOHEHT KOMIUIEMEHTa B CTPYKTypax
SIUAEpPMHCA IIPU CEMEWHOM ITy3bIp4YaTKe, ITONy4eHHBIX C IIOMOIIBIO METOJOB
MMMyHOQUIIOOpECLIEeHIIUK.  Taike  JHCKYTHpYeTCs  BOMPOC  ONpeeiIeHHs
JOTIOJTHUTENIBHBIX ~AHTUTE]I K aHTUIeHaM HEKOTOPBIX CTPYKTYp cepiua:
HMMYyHOITIOOynIMHOB KiaccoB A u M. PaccmaTtpuBaeTcs pojib  CHCTEMBI
KOMIIJIEMEHTA B IaTOT€HEe3€ U3y4yaeMoro 3a00eBaHusl.

Ilamaa 2naeéa onuchiBaeT JaHHBIE, IONYyUYEHHBIE B Pe3yIbTaTe WU3yUeHHS
9KCIPECCUH OEIKOBBIX KOMIIOHEHTOB JECMOCOMAIIEHOTO amlrapara U IATOCKEIeTa
MHOT'OCJIOMHOIO INIOCKOro snurenus. IIpuBoauTcs neTanbHas MOJIEKYJISPHO-
Ouojoruyeckas  XapaKTepUCTHKa  OENKOBBIX  KOMIIOHEHTOB CHCTEMBI
MEXKJIETOYHOI'O COENMHEHHS M IuTocKenera. JluccepTaHToM OBLIO BBISBIEHO
HaunboJiee MHTEHCUBHOE IMOBPEXACHUE B KaIFePUHOBOM KOMILIEKCE MOJIEKYIL.

Huccepranyss  odopmieHa B  TpaJuIMOHHOM  CTWJIe, HaIlKcaHa
aKaJeMUYECKMM  S3BIKOM, XOpOIIO MIUIIOCTpUpoBaHa (QororpadusMu U
MHKpO(OTOrpadusMu, 4To0 UIMeeT HECOMHEHHYIO IIEHHOCTb.

IIpyHIMNIMANBHBIX 3aMe4YaHWil 1O JUCCepTallMOHHON pabore HeT. B
JUCCEPTALlM HMMEIOTCS OTHEJIbHBIE OIEYaTKH, CTUJIMCTUYECKHE IOTPEITHOCTH,
KOTOPBIE HE BIIASAIOT Ha MTOJIOXKUTEIBHYIO OLIEHKY NaHHOU paboTHlI.

HHTEepecHO NpOJOKUTH HCCIEOBAaHUS COBMECTHO C KapIHOJOTaMHU II0
KOppeNSlMA YPOBHS JOIOJHUTENBHBIX AaHTUTEN K aHTUIeHaM HeKOTOPHIX
CTPYKTYp CepAla ¥ KIMHUIECKUMHU NPOSIBICHUSIMHU.

3akJioueHue.
Huccepraius Yepusimn Exatepunbl CepreeBHbl Ha TeMy: «KimHHKO-

MOp(}OoIOruUecKrue 1 UMMYHOIATONOTHIECKHe acleKThl Gone3nu Xeinu-Xeinm»,
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Mpe/CTaBJIiCHHAs: HAa COMCKaHWE Y4YEHOM CTENEeHM KaHIuJaTa METUIIMHCKHX Hayk
1o C\HEHI/IaJ'ILHOCTI/I 14.01.10 — koxxHble W BeHepuUyecKHe OOJIE3HM, SBIIETCS
3aKOHYEHHOM Hay4HO-KBaJU(UKALUOHHOK pabotoii. Pabora Hecer B cebe
pelIeHrue aKTyallbHOM HAy4yHOM 3aJadd - YCOBEpLIEHCTBOBAHHME IUATrHOCTHUKU
Oonesnn XeHnu-Xeunu, myTeM BbISBIEHHs JOMOJHHUTENBHEIX IMAIHOCTUYECKUX
KpUTepUeB 00JIe3HU.

IIpencraBiaeHHble B JUCCEPTAllMU BBIBOJIBI, IOJIOKEHHS H IPAKTUYECKUE
PEKOMEHJallMKM MMEIOT BaXXHOE 3HAYEHUE JJIsl JEPMATOBEHEPOJIOTHH.

HuccepranvonHas paboTa IOJHOCTBIO COOTBETCTBYET TPeOOBAHUSAM
nyHkra 9 «llonoxxeHMs O NPUCYXKAEHHUH YYEHBIX CTEleHei», yTBEPMKIEHHOIO
IMocranosnenuem IpaButensctBa Poccuiickoit @enepau Ne 842 ot 24 ceHTsabps
2013 roma, a ee aBrop Uepnsimr E.C. mOCTOMH MpHCYXIEHUS yYEHOU CTENEHH
KaHOuJaTa MeIWIUHCKUX HayK Mo crneuranbHocTd 14.01.10 - KoxxHEBIE U

BEHEPHUYECCKHUE Oone3HH.

OduunanbHbIii ONMOHEHT:

IIpodeccop kadeapbl KOXKHBIX U

BeHepHuueckux OonesHelt uM. B.A. PaxmaHoBa
denepanbHOro rocy1apCTBEHHOIO OFOIKETHOTO
00pa30BaTENbHOIO YUpeXKIeHHs BBICIIEr0 00pa3oBaHus
IlepBoro MocKOBCKOTr0 rocyqapCTBEHHOT'O
MEeIHIUHCKOro yHuBepcutera uMeHu .M. CeueHoBa

MI/IHI/ICTepCTBa 3APaBOOXpaHCHH

Poccutickoit @enepanuu,

119991, r. Mocksa, yn. bonpmas ITup
8 (495) 609-14-00
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