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(54) CIIOCOB  MPOTHO3UPOBAHUS
PA3ZBUTUS XPOHUYECKOM ITOYEYHOMN
HEJOCTATOYHOCTH

(57) U3o06pereHne OTHOCUTCS K 00JIACTH MEAUIIMHBI, a
MMEHHO MEJMIIMHCKON JHArHOCTUKE U MpeJHA3HAYCHO
JUIS  TPOTHO3MPOBAHUS  Pa3BUTHS  XPOHHUYECKOM
MOYCYHOW  HEJOCTATOYHOCTH Y  JIMI[  Ka3aXCKOM
MOMYJISIITHH.

Croco6 ocymecTBIsieTCs MyTeM IMpoBeAeHus 3abopa
nepueprIecKoil BeHo3HOW KpoBH U BeigeneHue THK.
[IpenpacnonaoKeHHOCTh JIMI] Ka3aXCKOH MOMyJALUN K
Pa3BUTHIO XPOHUYECKOM IMOYEUHOW HEIOCTATOUYHOCTH
OTIpPENIeNIAIOT IYyTEeM TeHOTHNHPOBAaHHE JOKYCOB, C
noMompto TexHonorun JHK — Owuo-uumor (umm-
cucteMbl). B kauecrBe OHO-uMma Ha  CTaauH
THOPHUI3AIMA HCHOJB3YIOT MOUIOKKY ¢ HabopoMm
AMMOOMIN30BaHHEIX Ha Hed 24  cHenupuIHBIX
nykneorunoB:. PVTL1 (rs2648875); APOL2, APOL4
(rs4821469); UNC13C, AC025272.1 (rs76158983);
RN7SKP27, AC018467.1 (rs2681019); DHX35,
LINC01734 (rs926392); NRG1 (rs2439312); TET3
(rs6546886); LINC02140, LINC02183 (rs9921518);
ABCA4 (rs17110736); CPSF2 (rs1009170);
AL138731.1, EPHAT7 (rs594442); RIN3, SLC24A4
(rs4904947); PDZRN3 (rs11128347); RNU7-88P,
DIAPH3 (rs73206603); FAM151B (rs145768835);
AC013410.2, AC013410.1 (rs4972593); ABRACL,
REPS1 (rs11961816); AP001782.1, PHBP17
(rs55847827); SLC16A3, AC132872.2 (rs12601558);
DLGAP2 (rs2404298); STEAP1B (rs17364464); GAS2
(rs7111546); ABRACL, REPS1 (rs11961816);
TALDO1 (rs4963124). Uzo0OpereHne obOecmedynBact
(G QEeKTUBHBIH  CrOCOO  NMPOrHO3MPOBAHMS  pPHUCKa
pa3BUTHA XPOHUYECKOW MOYEUHON HEAOCTATOYHOCTH Y
JII Ka3aXCKOH MOy IsILUU
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N300peTeHne OTHOCHTCA K 00JacTH MEIUIMHBL, a
MMCHHO MCIMIUHCKOW IUATHOCTUKE W TPEAHA3HAYCHO

JUIA IMPOTHO3UPOBAHUA pa3BUTHUA XpOHI/I‘leCKOﬁ
MOYECYHOM HCAOCTATOYHOCTU y JINIY KazaxcKou
TMOMYyJIAUHN.

Crioco6 ocymecTBisieTcs MyTeM NpoBeAeHUs 3abopa
nepugepruieckoit BeHo3HOU KpoBu U BhiAenenune JTHK.
IIpenpacnonoKeHHOCTh JUI Ka3aXCKOM MOMYyJISALUU K
Pa3BUTHIO XPOHUYECKOW IMOYEYHOW HENOCTATOYHOCTU
ONIPEZIETAIOT IIyTEM T'CHOTHUIHPOBAHUE JIOKYCOB, C
nmomonipio TexHonorun JIHK - Owo-umrmoB (uwmrr-
cucrteMbl). B kauectBe OWo-uMma Ha  CTaauH
rHOpUN3alMM  MCIIOIB3YIOT TOJUIOKKY C Habopom
MMMOOMIM30BAaHHBIX Ha Hed 24  crnenuuuHBIX
HYKJIEOTH/IOB. N3obperenue obecrieunBaer
BO3MOKHOCTb OIpPENeNICHUs] HYyKJICOTUAHOTO COCTaBa B
24 nonumopdueix mosunmsx: PVT1  (rs2648875);
APOL2, APOL4 (rs4821469); UNC13C, AC025272.1
(rs76158983); RN7SKP27, AC018467.1 (rs2681019);
DHX35, LINC01734 (rs926392); NRG1 (rs2439312);
TET3 (rs6546886); LINC02140, LINC02183
(rs9921518); ABCA4 (rs17110736); CPSF2
(rs1009170); AL138731.1, EPHATY (rs594442); RIN3,
SLC24A4 (rs4904947); PDZRN3 (rs11128347); RNU7-
88P, DIAPH3 (rs73206603); FAM151B (rs145768835);
AC013410.2, AC013410.1 (rs4972593); ABRACL,
REPS1 (rs11961816); AP001782.1, PHBP17
(rs55847827); SLC16A3, AC132872.2 (rs12601558);
DLGAP?2 (rs2404298); STEAP1B (rs17364464); GAS2
(rs7111546); ABRACL, REPS1  (rs11961816);
TALDO1 (rs4963124) 4ro, B CBOIO O4Yepe/ib, MO3BOISET
OXapaKTeprU30BaTh MOTCHIHATIBHYTO
MPEAPACIONIOKEHHOCT K Pa3sBUTHIO XPOHHYIECKOU
MOYEYHOW  HEJOCTATOYHOCTH y JIMI  Ka3aXxCKOW
nonyssinud. M3o00perenne odecrnednBaeT 23 eKTUBHBIN
crnoco0 IIPOTHO3UPOBAHUS pucka pa3BUTHS
XPOHUYECKON II0YEYHOM HENOCTATOYHOCTH Yy JIUIL
Ka3aXCKOU IOIYJISALUH.

XpoHnueckass TodedHas HepoctaToyHOCTh (XITH)
SBIISIETCA MPOOIEMOil 31paBOOXpaHEHHsI BO BCEM MUpE,
Poct 3abosneBaeMocTi HaOIIOMACTCS KAaK B Pa3BUTHIX,
TaK ¥ B pa3BUBAIOLINXCSA CTpaHax. 3abosieBaHuUE
ABJISIETCS OYE€Hb KOBAPHBIM M Ha MPOTSHDKEHHH MHOTHX
JeT XPOHMYECKOTO TEUEHHS MOXKET MPUBECTH K
PasBUTHIO TEPMHUHAIBHOM CTaanM, KOTOpas Tpedyer
NPUMEHEHHE paJuKalbHBI CpPEACTB M  CIOCOOOB
TEparmuy  IMyTeM  HCIOJB30BAaHMA  JHaiH3a WM
TpaHCIUTaHTAI[MH MTOYKH, YTO HECOMHEHHO MPUBOJHUTH K
Pa3BUTHIO HEOIATONPHUATHBIX UCXOJOB IS MallMeHTA.

Pannsis ~ gumarnoctuka  XIIH  Hecmotps  Ha
COBPEMEHHYIO CHCTEMY 3IpaBOOXPAHEHHUS BBI3BIBACT
cepbe3HbIe 3aTpyIHEHUS. MHoroneTHue
6eccumnromMHoe nporpeccuposanue XITH HecomMHeHHO
npuBesneT K Oojee Cepbe3HBIM MOCIEACTBHAM  JUIs
OpraHM3Ma, a paHHsiA JMarHOCTHKA, OCHOBAaHHAs Ha
JIAaHHBIX J1a0OPAaTOPHBIX N OMOXMMHUYECKHX METO/aX He
Bcerja crnocoOHa TmpeayraiaTh pa3BUTHE JIAHHOM
MIaTOJIOTHH.

M3BecTHO, YTO JMIA Ka3axXxCKOM HAIMOHAIBHOCTH
otHocsitest kK ramorpymme  C  (RPS4Y=M130)
[https://isogg.org/tree/ISOGG_HapgrpC.html],
[bepesura I'.M., CssroBa I.C., AOnxymraesa
AM./momumoppusm  mutoxoHapuansHoir  JTHK B
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Ka3axCKOW MOmyJsauu/MeauIuHCKas TEeHETHKa], dTo
MpeArnoiaraet BO3MOXKHOCTh JIMArHOCTUKU
XPOHUYECKON IMOYEYHOW HEIOCTATOYHOCTH WMEHHO B
3TOU IpyIIIe.

CospemenHas auartoctuka XITH nposiBisercs auib
TOJIBKO IIOCJE UIMTENHHOIO 'MOYEeYyHOro aHaMHe3a",
KOTOPBIE COIMPOBOXKAAIOTCS HApYIIEHUAMH (POochOopHO-
KaJgpMEBOr0o  OOMEHa, a  TakkKe  H3MEHEHHIO
MOP(HOJIOTHH TTOYEK.

W3BecTeH crioco0 MMArHOCTUKU CTaJHN XPOHHYECKON
MOYCIHOM HEJOCTaTOYHOCTH, OCHOBaHHBIA Ha
WHCTPYMEHTAJIHHOM HCCICIOBAHUU (PYHKIIMOHATBHOTO
COCTOSIHUS CeplIeYHO-COCYAUCTOM CHCTEMEI U
HM3MEpEeHUs] Macchl MHOKapaa JieBoro xenyaouka (JIK)
(cM. marent P® 2195162, MIIK A61B 5/02, A61B

8/00, omy6m. 27.12.2002). HenmocTaTkoM JaHHOTO
cmoco0a  SBIACTCS  OYCHb  pa3MbITas  TOYHOCTD
ONpENENCHNsI, TAaK KaK  COCTOSIHHE  CEepICYHO-

COCYIIUCTOM CHUCTEMBI SIBIIACTCS KOCBCHHBIM IPHU3HAKOM
paHHETO HapyUICHUS paObOTHI IOYEK

HaunbGonee OnM3KUM aHAJIOrOM 3asBJIIEHHOIO Criocodba
sBisiercs  paHHsAa avarHoctuka XIIH ocHoBaHHas
MPEUMYIICCTBEHHO HA  MOJICKYJIAPHO-TCHETUIECKHUX
METOJax HCCIIEOBAHUS o BBISIBJIICHUIO U
MPEIOTBPALICHAI0 BO3HHUKHOBEHHS MATOJOTMHA  Ha
OCHOBE TeHeTHYEeCKHX Mapkepos [Protrans medizinische
diagnostische Produkte GmbH Ketschau 2, D-68766
Hockenheim,  Germany]. [lamHeiMH  Mapkepamu
BeIcTynatT crienyromme reds: Class | HLA-A, B, and
C; Class Il HLA- DRB1/3/4/5, HLA-DQAL, HLA-
DQB1, HLA-DPA1, and HLA-DPBI1 u wucnons3ytoorcs
pu JIMarHOCTHKE XPOHUYIECKOH IMOYEYHOU
HEIOCTaTOYHOCTH Y €BPOICHCKON TOMYJISAIHH.

OpHako, HaHHBIE MapKephl HE TPUMEHHMBI Yy ITHI]

Ka3axCKOH  HAI[MOHAJBFHOCTH U3-32 TI'€HETHYECKOH
Pa3HOCTH NOIYJISIU.
Ilosromy, 3amavell mpeIaraeMoro H300peTeHHUS

sBisieTcs pa3paboTka 3¢(deKTUBHOrO M HAJEIKHOTO
crocoba mporrozupoBanusi 3aboneBanns XIIH y murg
Ka3aXCKOH MOIYJILUU.

CymHocTh M300peTeHus] BBIpaXKEHa COBOKYIHOCTBIO

CYIIECTBEHHbIX  IIPU3HAKOB,  JOCTATOYHBIX  JUIA
obecrieyBaeMoro n3obpeTeHueM TEXHUYECKOTO
pe3ynbTara.

[Ipennaraemslit cmoco® cocTOMT B TOM, YTO C
nomomieio TexHoiorun JIHK - Owo-unnoB (uwmm-
CUCTEMBI), OTPEENAIOT HYKJICOTHAHBIH cocTaB B 24
HOJMMOP(HBIX MO3UIHAX u o HaJINYHIO
HPOTHO3UPYIOT MTOTEHIIMATBHYIO
npeapacnoiioxkeHHoct) k  XIIH y nun  kazaxckoit
TIOMYJISIITUH. Takum obpazom, peanusyeTcst
MOJIOXKUTEIBHBIA ~ pe3ynbTaT  HM300peTeHusi,  CyTb
KOTOPOTO  COCTOMT B  IpPOTHO3HUPOBAHUE  pHCKA
Bo3HuKHOBeHUs XITH y nui kazaxckoil momynanuu.

[Ipennaraemslii cioco0 OCyIECTBISETCS CIETYIOMINM
obpazom.

[locne mpoBenenHoro 3abopa mepudepuuecKoi
KpoBu, mpousBoaar Bbiaenenue JHK. VYV  kaxnporo
obpasua BeigeneHHoi JJHK m3mMepsiercss KoHIEHTpanms
W OMNpeNeNnsercss CTENeHb YHCTOTHI TNPH IOMOIIH
crekrpodoTomerpa NanoDrop-2000 (Thermo
Scientific, CIIIA). IMony4yennsie obpasier JJHK cpasy
UCIIONB3YIOTCS ISl THITMPOBAHMS JINOO MMOMEIAIOTCS Ha
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BPEMEHHOE XpaHEHHE B XpaHWIHUIlEe OnobaHKa IpH
temneparype -80°C.

B xozme uccnenoBaHust NpoU3BOIAT TEHOTUITUPOBAHHE
JIOKyCOB, ¢ momonipio Texnonoruu JJHK - Ouo-uynmor
(umnm-cuctemsl). B kayecTBe GHO-4Mna (YHIT- CHCTEMbI)
Ha CTaguy THOPHUAM3AINM HCHONB3YIOT MOIJIOXKKY C
HabopoM HMMOOWMIM30BaHHBIX ~ Ha  Hell 24
cnenn(pUIHBIX HYKJICOTHOB. OmnpenensioT
HYKJICOTUIHBIN COCTaB B 24 MOIMMOP(HBIX MO3UIUAX:
PVT1 (rs2648875); APOL2, APOL4 (rs4821469);
UNC13C, AC025272.1 (rs76158983); RN7SKP27,
ACO018467.1  (rs2681019); DHX35, LINC01734
(rs926392); NRG1 (rs2439312); TET3 (rs6546886);
LINC02140, LINCO02183 (rs9921518); ABCA4
(rs17110736); CPSF2 (rs1009170); AL138731.1,
EPHA7 (rs594442); RIN3, SLC24A4 (rs4904947);
PDZRN3  (rs11128347); RNU7-88P, DIAPH3
(rs73206603); FAM151B (rs145768835); AC013410.2,

ACO013410.1  (rs4972593);  ABRACL, REPS1
(rs11961816); AP001782.1, PHBP17 (rs55847827);
SLC16A3, AC132872.2 (rs12601558); DLGAP2
(rs2404298);  STEAP1B  (rs17364464); GAS2
(rs7111546); ABRACL, REPS1  (rs11961816);
TALDO1 (rs4963124), Hanu4uu KOTOPBIX MO3BOJISET
0XapaKTepU30BaTh MNOTEHIMATBHYIO

npeapacnoioxkeHHocts Kk XIIH y naumn kazaxckoit
nonyisinun. M3o00perenne odecneunBaet 3G eKTUBHBIN
crioco0 mporso3upoBanus pucka paszputus XIIH y mun
Ka3aXxCKOU TOITYJISAIHH.

[Iprmep rcnoaHEHUS.

B xome wuccnmemoBamms Hamu ObTo coOpaHo 185
00pa3IoB KPOBU MAIEHTOB C XPOHMYECKOW MOYCHHOM
HemocTaToYHOCTH W 111 00pasmoB KpoBH MAIEHTOB
0e3 XpOHWYECKOW TOYCYHOH HEJOCTATOYHOCTH. Y
00pasIoB, MOJYYEHHBIX OT MAIMEHTOB C 3a00JeBaHUEM
XIIH, B X0Ji¢ FTEHETUYECKOT'O MCCIICIOBAHUS HAMU OBLITH
oOHapyxeHbl cienytomue nomuMopdusmer:  PVTL
(rs2648875); APOL2, APOL4 (rs4821469); UNC13C,
AC025272.1 (rs76158983); RN7SKP27, AC018467.1
(rs2681019); DHX35, LINC01734 (rs926392); NRG1
(rs2439312); TET3 (rs6546886); LINCO02140,
LINC02183 (rs9921518); ABCA4 (rs17110736);
CPSF2 (rs1009170); AL138731.1, EPHAT7 (rs594442);

RIN3, SLC24A4 (rs4904947); PDZRN3 (rs11128347);
RNU7-88P, DIAPH3  (rs73206603); FAM151B
(rs145768835); AC013410.2, AC013410.1 (rs4972593);
ABRACL, REPS1 (rs11961816); AP001782.1, PHBP17
(rs55847827); SLC16A3, AC132872.2 (rs12601558);
DLGAP2 (rs2404298); STEAP1B (rs17364464); GAS2
(rs7111546); ABRACL, REPS1 (rs11961816);
TALDO1 (rs4963124). JlanHBIX TOJUMOPYUIMOB ¥y
mareHToB Oe3 3abomeBanmst XIIH ob6HapyxkeHo He
OBLIO.

DOPMYJIA U3OBPETEHUA

Crioco0 TpPOTHO3UPOBAHUS PA3BUTUSA XPOHHUCCKOM

MMOYEYHOW HEJOCTATOYHOCTH, BKIIOYAIOIIUN 3a00p
oOpasia nepudepuIecKoit BEHO3HOM KpOBH,
omauuarowuiica teM, 9ro mocie BeiaencHus JJHK B
KauyecTBe OWO-uymma  (YUI-CHCTEMBI) HA  CTaJHH
THOPHUIM3AIMA HCHOJB3YIOT MOUIOKKY € HabopoMm
AMMOOMIN30BAaHHEIX Ha Hed 24  crenuuaHBIX
HYKIJICOTHAOB u TeM CaMbIM OTIPENICIIAIOT
HYKJICOTUAHBIA COCTaB B 24 MOIMMOPQHBIX MO3ZULHUAX:
PVT1 (rs2648875), APOL2, APOL4 (rs4821469),
UNC13C, AC025272.1 (rs76158983), RN7SKP27,
AC018467.1 (rs2681019), DHX35, LINC01734
(rs926392), NRG1 (rs2439312), TET3 (rs6546886),
LINC02140, LINC02183 (rs9921518), ABCA4
(rs17110736), CPSF2 (rs1009170), AL138731.1,
EPHAT7 (rs594442), RIN3, SLC24A4 (rs4904947),
PDZRN3 (rs11128347), RNU7-88P, DIAPH3
(rs73206603), FAM151B (rs145768835), AC013410.2,
AC013410.1 (rs4972593), ABRACL, REPS1
(rs11961816), AP001782.1, PHBP17 (rs55847827),
SLC16A3, AC132872.2 (rs12601558), DLGAP2
(rs2404298), STEAP1B (rs17364464), GAS2
(rs7111546), ABRACL, REPS1 (rs11961816),
TALDO1 (rs4963124), namu4ue KOTOPBIX MO3BOJSET
0XapaKTepu30BaTh MIOTEHIIUATILHYIO
MPEJIPACTIONOKEHHOCTh K PAa3BUTHIO  XPOHHUYECKOM
MMOYEYHOW  HEJOCTaTOYHOCTH y  JIUI  Ka3aXCKOW
TIOTTYJISATAH.

Bepcrka @. ComakoBa
Koppexrop I'. Kocanosa



