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[lepBuuHbIe MMMYHOAE(MUIUTHI — TPYIIIIA PEIKUX, TCHETUYECKH 00YCIIOBICHHBIX 3a00JIeBaHuUM, XapaKTepu3y-
IOIINXCSI HAPYILICHUSIMU B pabOTE OJTHOTO MJIM HECKOJIKMX 3BEHbEB MMMYHHOH CHCTeMBI. DTa rpyria 3a0oieBaHui
XapaKTepHU3yeTcsl TSDKEIbIM TEYCHHEM M BBICOKOW JIETAJILHOCTBIO. B Hareil pabote MbI IPOBENN T'€HETHUYECKYIO
JIMarHOCTHKY TMAIMEHTaM JUIsl TIOATBEPXKICHUS IMarH03a NePBUYHBIH MIMMYHOAS(HIIUT U ONpeeICHHUs TOUHOM re-
HeTuuecKoi mojnoMku. B Pecriybnnke benapych anarHo3 nepBudHbI IMMyHOEHUIUT BhIcTaBieH 470 manueHToB,
13 HUX TeHETHYECKHU MOATBEpXK IeH quarno3 y 191 manuenra (40,6%). Mb1 ycranoBuiy, uto B Pecriyonuke benapych
OotbIlast 4acTh MAMEHTOB C ITEHETHUECKH TTOTBEPIKICHHBIM IUarH030M NEPBUYHBIA HMMYHOIE(MUIIUT COCTABISIET
rpynIty KOMOMHUPOBAHHBIX MMMYHOAE(HUIINTOB, aCCOLMUPOBAHHBIX ¢ cHHApoMamH 59,2 % (n=113). lannas rpym-
I1a MAIHEeHTOB HEOJHOPOHA B PACIPEIECIICHUHU 110 OTJEIbHBIM HO30JIOTUSIM.

Primary immunodeficiencies are a group of rare, genetically determined diseases characterized by impaired
function of one or several elements of the immune system. This group of diseases is characterized by a severe
course and high mortality rate. In our work, we performed genetic diagnosis of patients to confirm the diagnosis of
primary immunodeficiency and determine the exact genetic breakdown. In the Republic of Belarus, 470 patients
were diagnosed with primary immunodeficiency, of which 191 patients (40.6%) were genetically confirmed. We
established that in the Republic of Belarus the majority of patients with a genetically confirmed diagnosis of primary
immunodeficiency are a group of combined immunodeficiencies associated with syndromes 59,2 % (n=113). This
group of patients is heterogeneous in the distribution of individual nosologies.

Kniouesvie cnosa: mepBUYHBIN NMMYHOAE(MUIINT, TEHETHYECKAs JMarHOCTHKA, BEpUPHKAIINS THArHO3A.
Key words: primary immunodeficiency, genetic diagnosis, verification of the diagnosis.
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[NepBuunble uMMyHOAehUINTSHI (Hanee — [TM]/]) — 3To rereporeHHast rpymia reHeTH4eCKU AeTepPMUHUPOBAHHBIX
3a00JIeBaHNUi1, BO3HUKAIOIIUX B pe3yJbTare 1e()eKTOB pa3BUTHS U/1iH (QyHKIIMOHHPOBAHUS UMMYHHOH cucteMsl [ 1]. Ua-
CTOTa BCTPEYAEMOCTH TEPBUYHBIX UMMYHOC(DUIINTOB 3HAUUTEIBHO BapbUPYET, TAK HanOOJIee YacThIM UMMyHoAehu-
LIUTOM SIBJISICTCS CENeKTUBHBIN nedurut IgA (dactora BcTpeuaemoctH 1:400 dern.), KOTOPBIH XapaKTepU3yeTcs TOBOJIb-
HO JIETKUM, Yallle BCETO OECCHMNTOMHBIM T€UeHHEM. B Toxke BpeMs CymIecTBYeT IpyIiia TSHKEIBIX KOMOWHHUPOBAHHBIX
MMMYHOJIE(HIIUTOB, YaCTOTAa BCTPEYAEMOCTH KOTOPBIX B cpeHeM cocrasisiet 1:50 000 gen. [lepBuunbie uMmmyHOaEDH-
LUTBI JOCTATOYHO TPYJIHAs JJIsl IUarHOCTHKHU Tpyrna 3adoneBanuid. Jluarnos [TM]] ycranasnuBaercst B pe3ynbrare co-
BMECTHOH pabOTHl TaKMX CIICHHAINCTOB KaK Bpau-TIeaHaTp, Bpad-MMMYHOJIOT, Bpauy-TeMaToJIoT, CIIeHaIiCTOB B 00a-
CTH IMMYHOJIOTHYECKUX M TEeHETHUECKUX JIa00paTOpHBIX HccieqoBannil. K XxapakTepHbIM KIMHUYIECKUM MPOSIBICHUSIM
I[N JI, B nepByro ouepenb OTHOCAT TSKENbIE, PELIUIUBUPYIOIIHE, INIOXO OTBEYAIOIINE HA CTAHAAPTHBIE CXEMBI JICUEHUS
nHpekunn. CrekTp WHEKIUH, onpeesieMblX Y MalueHTOB 3HAUYUTEIBHO MIMPOK, Y MAMEHTOB HAOIIOAAIOTCS BH-
pycHble, OakTepuaibHbIe, TPHOKOBBIE HH(PEKIINN, MH(PEKINU BbI3BaHHBIE TpocTeiimmMu. K ToMy ke BBeeHHE KUBBIX
BaKIIMH MalMeHTaM ¢ HekoTopbiMu Gopmamu [TH]] MokeT npuBecTH K TSXKEIbIM HHOEKIMOHHBIM OCIOKHEHUSIM.

VY namuenToB ¢ nuaraozom [TN]] oTMedaeTcst OBBIIEHHAS YaCcTOTa Pa3BUTHS Ay TOMMMYHHBIX 3a00JIEBaHMIA, a TaK-
K€ 37J0Ka4eCTBEHHBIX HOBOOOPA30BaHMH, 3aepKKa ICUXUIECKOI0 U (PM3NUECKOTO PA3BUTHUS, B HEKOTOPBIX CITydasix OT-
MEUaloTCs NOPOKU Pa3BUTHS.
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OtzenbHBIC TPYIIE MIMMYHOAS(OUIIMTOB XapaKTEPU3YIOTCS ONpPENeNCHHBIMI KIMHUYECKUMHI M J1a00paTOPHBIMH
MIPU3HAKAMH, YTO MTO3BOJISIET 3aMI0A03PUTh MMMYHOIE(HUIIUTHOE COCTOSHHE M ITPOBECTH AATbHEHIIIyT0, O0Jee TIIyOOKyI0
JarHocTUKy. OIHAKO yCTaHOBJIEHO, YTO OJJHO 3a00JIeBaHNe, MOXKET PA3BUBATHCS B PE3YJIbTATE MyTAIUI B IIEJION IpyIIIe
T'€HOB, HallpHMep, TSHKENbIH KOMOMHUPOBAHHBIH UMMYHO/IC(HUIIUT MOXKET Pa3BUBATHCS B PE3yJIbTaTe MyTalllid B TeHaX:
ADA, IL2RG, RAG1/2, JAK3, IL7R n ap. B Toxe BpeMst MmyTtaiuu B TeHe RAG1/2 MOTYT IPUBOUTH K Pa3HBIM KITHHU-
4eckuM (peHOTHIaM: TSHKEIOMY KOMOMHHUPOBAHHOMY MMMYHOJAE(HIUTY, aTHITUYHOMY TSDKEJIOMY KOMOMHHPOBAaHHOMY
ummyHozaehunnty, OMEHH CHHAPOMY, KOMOMHUPOBAHHOMY MMMYHOJIC(QHUIUTY C rpaHyiéMaMi/ayTOUMMYHHBIMH 3200-
neBanusMu [2]. Yacto Bctpewarorcst 6omee msrkue dopmsl [TH]], koTopbie XapakTepu3yroTcs Oosee Mo3THEeH MaHH-
¢ducranueil ¥ MUPOKUM CIIEKTPOM KIMHHYECKHX M JTa0OpaTOPHBIX MPOsBICHUH. Bee BbIe mepedncieHHbie (GakTophl
3aTPYAHSIOT CBOEBPEMEHHYIO AuarHoctuky [T/, uTo mpuBOAMT K pa3BUTHIO 3HAYUTEIILHOTO YMCIIA OCIIOKHEHUI, a B TA-
HKEJIBIX CITy4asX — K JICTAJIbHOMY UCXOJY.

[enernyeckasi JUarHOCTHKA TO3BOJISIET Bepu(UIMPOBATh JAMArHO3, JlaXe B Cllydae aTHIHMYHOW MaHu(ecra-
LIUH, BBICTABUTH JMArHO3 HA JOCUMITOMHON CTaJUH, ONPEIEINTh HOCUTENIEH B CEMbE, a TAKXKe IPOBECTH IIPEHa-
TaIBHYIO INATHOCTHUKY.

OTcyTCTBHE Y TAIMEHTOB PAHHUX KIMHWYECKUX MPU3HAKOB, WIIM HAJTMYNE HESIBHOW, HETUITMYHON KIIMHIYECKOH
KapTUHBI, HE TI03BOJISICT 3all0JJO3PUTh HAINYHE UMMYHOAE(UINTA y MAIlMEHTOB, B PE3yJIbTaTe 4ero MmalueHTaM He
MIPOBOASITCS JIOTIOIHUTEIBHBIE HCCIICI0BAHNS, © UMMYHO/IE(UIIUT OCTAETCs HE IMarHOCTHPOBAaHHBIM. DTa mpobieMa
pelaeTcs BBEJEHHEM MPOTPaMMbl CKpUHHMHTA. Pa3paboTka CKpUHHMTIOBBIX IPOrpaMM JJisi 0OHapyKeHHUsl Haubosee
TSDKEINIBIX (POPM UMMYHOAE(UIMTOB BeAETCs yKe JaBHO. Ha maHHBIE MOMEHT ONTHUMAJIbHBIM CKPUHHHTOBBIM METO-
JIOM JUIS BBISIBIICHUSI UMMYHOAC(DUIIUTHBIX COCTOSIHUHN ABISIETCSA ONMpEAETICHNE KOTHMUECTBA KOJIBLEBBIX ()ParMEHTOB
JHK T u B-xnerounoro penienrropa (TREC/ KREC). Camxenne xonunaectsa TRECs/KRECs no3BossieT 3anono3purth
y MAIMEeHTOB MMYHOIS(UIMT U IPOBECTH JalIbHEHIINEe UMMYHOJIIOTHYECKHE W T€HETHYECKHE HMCCIIEOBAHMS, YTO
00ecreYnT CBOEBPEMEHHYIO TMArHOCTHKY ATOTO COCTOSHUSI.

Jnst neuennst [TW]] ucrionb3yloT MIMPOKUN CIEKTP MPOTUBOOAKTEPUANIBHBIX, TIPOTHBOBUPYCHBIX, TIPOTHBOMHKO-
THUYECKHX IPENaparoB, IPOBOAAT 3aMECTUTENILHYIO TEPAIHIO NTPEnapaTaMd UMMYHOITIOOYIMHA M TPAHCIIIAHTALIUIO Te-
MOTIO3THYECKUX CTBONOBBIX KIeTok (manmee — TI'CK). Panmss mmarnoctuka [TM]] mo3BossieT HadyaTh CBOEBPEMEHHYIO
TEpanuio ¥ TMO3BOJISIET N30ekKaTh OCIOKHEHUH. Tarke paHHAS AMArHOCTHKA Mo3BosieT nposect nammentam TI'CK
B TIEPBbIE MECSIIbI )KU3HH, YTO MOBBIIIACT MIAHCHI HA YCIICIIHBII Pe3y/bTaT TPaHCIIaHTallUH.

B PecnyOnuke benapych 1uarno3 nepBHYHbIA KIMMYHOIE(UIUT ycTaHoBIeH 470 marueHTam, U3 HUX TeHeTHYeCKH
MOATBEP KAEH Auarno3 y 191 manuenra, uro coctasiser 40,6%. B uccnenosanue Bximroder 191 manuent (120 nanueHToB
MY?’KCKOTO 110712 ¥ 71 EHCKOT0) C TeHETHYECKHU MOATBEP KICHHBIM AUarHO30M NEPBUYHbBI HIMMYHOAE(HIIHUT.

Iepudepnueckyio kpoBb ¢ anTHKoaryastHToM K2 DJITA ncmoms30Bany Uil MOTYYICHHS JICHKOIUTAPHBIX KIETOK
u ocnexytorero Beraenenus JTHK meromom genon-xmopodopmuoii axerpakimm. [lomyuaenayro JJTHK ucmonp3oBamm ast
MIOCTaHOBKH HOJIMMEpa3Hol nernHoi peakunu (nanee — I11P), B pe3yasrare KOTOpO# Mpoucxoania aMIUIMpUKanus uc-
crieryeMbIx obiacreit renos. [Tonbop npaiimepos s [P ocymecTsisiiim Takum 00pa3oM, 4TOOBI X JUTHHA COCTABIISIIA
18-22 HyKJICOTHIOB, TeMIIepaTypa OT/KUTa HaXOAWIach B auanasoHe 55-65°C, conepxkanue GC-map cocTapisio He 6onee
70%. Taxke BaXHBIMU YCIOBHSMH B ITOA0OpE MpaiiMepoB SBISUINCH OTCYTCTBHE HA 3°-KOHIIE CTAOWIBHBIX IMETENb, OT-
CYTCTBHE CIIOCOOHOCTH (POPMHUPOBATH MpaiiMEpP-AUMEPHI CO BTOPBIM NpaiiMepoM, a TaKKe OTCYTCTBHE alIbTEPHATHBHBIX
CaifTOB OTKHTa MPSMOTO U 0OpaTHoro mpaiimepoB Ha JIHK demoBeka B mpemenax ogHO# XpoMocoMbl. [lomydeHHbIe B pe-
synwrare [TLP amrumdukars! nposepsim B 1,5 % arapo3HoM reje Ha HIMYUE CIIEIU(PHYESCKOTO TIPOIYKTa U OTCYTCTBHE
KOHTaMuHaIwH, npu pexxume 220 Bonst (10 Bonsr/cm), 20 munyT. Bee amrumidukars! moasepraim aHanusy KoHpopma-
OHHOTO TonMMopdu3Ma ofnouenoueuHbix GparmentoB JJHK. Tlo pesynsraram 3TOro MccienoBaHHs aHATM3UPOBAIN
9EKTPO(GOPETHIECKYI0 NOABIKHOCTH ofHoLenoYedHbIx Gparmentos JIHK B mape noHop u nanuent. O0pasibl, H3MEHHB-
e KOH()OpManuio OAHOETIOUYETHbIX ()PAarMEHTOB 110 CPABHEHMIO C KOHTPOJIEM, MO/IBEPTANIN CEKBEHHPOBAHMIO.

Onpenenenue MyTaluii IPOBOJUIN ITyTeM CeKBeHHpoBaHMs o CeHrepy Ha reHeTndeckoM aHanusarope ABI 3130,
Hitachi (SImonus) n mytem BbICOKOTpOoM3BOaUTEIbHOIO NGS CeKBEeHMpOBaHHUS Ha TeHETHYECKOM aHaimu3arope MiSeq,
[llumina (CILIA). HykneoTunHble mociieJoBaTeIbHOCTH, OJTyUYSHHBIE BO pe3yJIbTaTe CeKBeHNpoBaHus 1o CeHrepy cpas-
HUBaJIU ¢ pehepeHCHBIMU MOCIIEA0BATEIBHOCTSMH C UCIONb30BaHHeM 0a3bl Ensemble. Ananu3 nocnienoBarenbHOCTEH
MIPOBO/IMJIM C TTIOMOIIBIO TiporpaMm Sequencing Analysis 5.2 u BioEdit. [TaToreHHOCTb BBISIBIICHHBIX MHCCEHC-MYTaIUi
OIICHUBAJIH C TIOMOIIBIO TIPOTPaMM-TIPEAUKTOPOB maTtoreHHocTH PolyPhen2, SIFT.

O06pabotky maHHBIX NGS cekBeHMpOBaHUSI IPOBOIMIIN C MCIIOJIB30BAHUEM aBTOMATH3HUPOBAHHOTO allTOPUTMa, BKITIO-
YaIOIEero BhIpaBHUBAHKE IPOYTEHHI HA pedpepeHCHYIO IoCiIen0BaTelIbHOCTh reHoma uenoseka (hgl9), mocrnpoueccuar
BBIPaBHHMBAHUSI, BHISIBJICHHE BAPUAHTOB M (DHIIBTPALIMIO BAPHAHTOB 0 KAUECTRY, a TAK)KE aHHOTAIIMIO BHISBICHHBIX BapH-
aHTOB ¢ IpUMeHeHueM rporpamMmbl IGV u psina MetonoB npenckazanus narorennoctr 3ame (SIFT, PolyPhen2) [3]. Bee
HalIeHHbIE KIIMHUYECKU 3HAYMMbIC TCHETHUECKHE BAPHAHTHI TIOATBEP)KIAIN CEKBEHUPOBAHUEM 110 CaHTeEpy.

NGS cexkBeHHUpOBaHUE HE MTO3BOJISCT BBISABIIATH HHCEPITHH U JICIICIIH [UTHHOHN Oonee 10 m.H., MyTaluy B HHTPOHHBIX
obracTsx (32 MCKIIOYEHHEM KaHOHWYECKUX CaWTOB CIUIAlicHHra), BApHAIMHU JUTMHBI TIOBTOPOB (B TOM YHCIE HKCIIaH-
CHH TPUILIETOB), @ TAK)KE MyTAllMU B T€HAX, Y KOTOPBIX B I'€HOME CYIIECTBYET OJIM3KHIA MO MOCIIEI0BATEIFHOCTH Hapa-
jor (riceBnore). MeTos He npeHa3Ha4YeH ISl ONPEACIICHHS IIMC-, TPAHC-TIOJIOKEHHUS MTap TeTePO3UTOTHBIX MYTallUi,
a TaKXKe /IS OLIEHKH YPOBHS METHJIMPOBAHMUS, BBIIBICHHUS XPOMOCOMHBIX EPECTPOEK, MOIUIIIONINH, BBIIBICHUS My-
Talui B COCTOSIHUU Mo3auiu3Ma [3].
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B cootBercTBHN ¢ Kiaccu(UKAMel MEPBUYHBIX UMMYHOAC(PUITUTOB [4] BCe MAIIEHTHI C TEHETUYECKU MTOATBEPXK-
neHHbM muarHosam [TW]] 6b1umi pasneneHsl Ha 7 TPy IMMYHOAC(UITITHL ¢ TIOpaKeHHEM KIICTOYHOTO M TyMOPAIbHOTO
MMMYHHTETa, KOMOWHHPOBAaHHBIE IMMYHOIE(HHUIIATHI, aCCOIMIPOBAHHBIC ¢ CHHAPOMaMH, IMMYHOAC(MHUIIUTHI C TIPEUMY-
IICCTBCHHBIM JIe(DEKTOM aHTUTEN, UMMYHOIC(PHUIIUTE ¢ UMMYHHOU AUCPETYJISIUCH, IMMYHOAC(MHUIUTHI C BPOXKICHHBIMU
nedexkramu Yrcia /i GYHKIMH (aroiuToB, IMMYHOIC(HUIUTHI ¢ TeGeKTaMui BPOXKIEHHOTO UMMYHHUTETA, ayTOBOCIIA-
JIUTEJIbHBIC CHHIPOMBI (TA0I.).

Ha pucyHke oTpa)keHO pacnpeseneHue NalueHTOB ¢ FeHETUUECKU IOATBEPKACHHBIM quarHo3oM 1N/ o rpynmam.
HWcxons w3 peAcTaBICHHBIX JAHHBIX MOKHO C/IENATh BBIBOZ O TOM, YTO Tpeo0diaaromee KOIMIeCTBO MAIIHEHTOB C TeHe-
TUYECKU MTOATBEPKICHHBIM muarao3oM [T1]] oTHocsATCS K rpymie KOMOMHUPOBAHHBIX IMMYHOIC(HUIINTOB, aCCOIIMUPO-

BaHHBIX ¢ CHHApPOMaMHu.

Tabnuya — Xapakmepucmuka epynn ummyHoOequyumos

I'pynna TN/

Jwnarnos

VIMMyHOAE(DUINTHI C TIOPAXKESHUEM KIICTOUHOTO U I'yMOPAJIbHOTO
UMMYHHUTETa

Tsoxenbiii KOMOMHUPOBAHHBIH UMMYHOIEPULIUT, KOMOH-
HUPOBAHHBIH UMMYHOJIEPUIUT

KOM6I/IHI/IpOBaHHLIe HMMyHOI[C(i)I/IL[I/ITLI, aCCOLIMUPOBAHHBIC
C CUHApOMaMu

Cunppom Buckorra-Onapuya, cunapom Heiimeres,
cunapoM biyma, cunapom [uJlxopmku, runep-IgE-
cuaapom (STAT3 (LOF) wmyramus), arakcusi-teie-
aHTUAKTa3Ws, runep-lgM-cuHapoM (MyTamust B TeHE
CD40LG)

[NepBudHBIe *MMYHOAE(DHUIUTEI C IPEHMYIIECTBEHHBIM Je(heKTOM
aHTUTEN

X-cueruieHHast araMMarioOymiuHemusi, oOlas Bapua-
OenbHAs MMMYHHAsi HE[OCTATOYHOCTh (MyTallMH B re-
Hax NFKBI1, NFKB2, TACI), cuHmpoM akTHBallUK
¢docpounosurna-3-kunassl (PIK3CD (GOF) myTanus),
runep-IgM-cunnpom (mytanus B rene AICDA)

[lepBuuHBIE IMMYHOZEC(DUITUTE C IMMYHHOH TUCPETYISIHEH

CemeliHblii  reMo(aroryTapHeli  JTMM(MOTUCTHOINTO3
(myanus B rere UNC13D), nepBu4HBI UMMYHOIEDH-
Ut ¢ myranueit B reie LRBA, nepBu4HbIii nMMyHOzE-
¢unut ¢ GOF myrarumeii B rene STAT3, ayTOMMMYHHBIH
MONUTIAHAYISPHBIA CHHAPOM, X-CIETUICHHBIH TUMQO-
nposiudepaTuBHblil CUHAPOM, TUIl | (MyTauust B reHe
SH2D1A), X-cruerieHHslil smMdornpoanpepaTuBHbII
cuHzpom, Tum 2 (mytanus B rene XIAP), ayroummyH-
HBII TuMdonposnidepaTHBHBIN CHHAPOM

[NepBu4HBIe UMMYHOAE(DHUIUTEI C BPOXKICHHBIMHU JIe(eKTaMHt YHcIia
n/unn QyHKIWH (GaronuTon

Bpoxxaennass HedTponenus, X-CUEIJICHHass XPOHUYE-
CKasi rpaHylieMaTo3Hast 00JIe3Hb

[NepBudHBIe *MMYHOAE(DHUIUTEI C Ae(hEeKTaMH BPOXKIEHHOTO HMMYHH-
TeTa

XpoHHYECKHA KOXKHO-CIM3UCTHIA KaHauno3 (GOF wmy-
Tanus B rene STAT1)

STING-acconuupoBaHHas — BaCKYJIOIATUS
B rene TMEM173), runep-IgD-cunapom

MyTanus
AyTOBOCIATUTETBHBIE CHHPOMBI (veyTar

Pucynox — Pacnpedenenue nayuenmos ¢ 2eHemuiecku noomeepucoeHHbiM
ouaenozom ITH]] no epynnam ummynooeguyumos 6 Pecnybnuxe benapyco

VY nmanyeHToB ObUIM OOHAPYKEHBI PA3INYHbBIC THITBI MyTAIl[Mi: MUCCEHC-MYTalluK, HOHCEHC-MYTAlllH, JCJICIIUH, HH-
CepLUH, PUBOJISIINIE K CIBUTY PAMKH CUMTBIBAHHS, MyTallUK B caiiTax crutaiicnara. OTMedaroTcss 0COOEHHOCTH pactipe-
JIeJIEHUs] MyTalUil 10 TUIaM B npeAenax pasnnusbix Bunos I1M]], Tak y nauueHToB ¢ cunapomoM Helimeren xapaxrep-
HOM SIBIICTCSI TOMO3UTOTHAS JeTIenns 5 HyKJICOTHI0B 6 3Kk30Ha reHa NBN c. 657-661 del ACAAA, a y Bcex MarfieHToB
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C IMarHO30M CHHJIPOM aKTHUBAIUHU (HOCHOMHOZUTHI-3-KWHA3EI OBLIH BRIABICHBI MHCCeHC-MyTanun. Cuanpom Hu/l-
KOPIKU CIIEAYET XapaKTepHU30BaTh OTAEIbHO TaK Kak Ul HEro THIWYHA JIEJICIHs JITMHHOTO Iieda 22 XpOMOCOMBI
(del 22q11.2).

B Pecny6nuke benapych quarnos nepBu4HbI IMMYyHOAE(GUIHUT ycTaHOBiIeH 470 nanuenTam, 3 HUX reHeTuIe-
CKM MOATBEPKACHHBII quarHo3 BeicTaBieH 191 manuenTty, uto coctasnsget 40,6%. DTOT nokaszarenb OTpa)xaeT BbICO-
KM YPOBEHb F€HETUYECKOW AMAarHOCTHKH MEPBUYHBIX UMMYyHoaeduuToB B PecniyOnuke benapyce.

Haubomnee oOmmpHON TPYIITON NAIIEHTOB ¢ TEHETHYECKH MOATBEPKACHHBIM quaruno3om [11/] sensercs rpymma
KOMOMHUPOBaHHBIX IMMYHO/IC(UIINTOB, ACCOIIMMPOBAHHBIX ¢ cuHApOoMamu 59,2 % (n=113).

I'pynma KOMOMHHWPOBAHHBIX MMMYHOAC(HHUINTOB, ACCONMHUPOBAHHBIX C CHHAPOMAaMH BEChbMa HEOIHOPOIHA
U IpezcTaBiIeHa OOJIBIIMM KOJIMYECTBOM Ha30JIOTHH. B Xoxe nmpoBesenus vcciaeqoBanus Obuia OTMEYEHa pa3HOPO/I-
HOCTb B pacnpenesienuu nauueHton ¢ [IM]] no tepputopun benapycu.
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BUOUHPOPMATUYECKAA OBPABOTKA AAHHbIX
METArEHOMHOIO CEKBEHUPOBAHUA

BIOINFORMATICS TOOLS FOR METAGENOME SEQUENCING
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Bnarozlapﬂ TEXHOJOTHYCCKHUM YCOBCPIICHCTBOBAHNAM B METOAAX CEKBEHUPOBAHUA, ITPAKTHUYCCKU BCC ITPEACTA-
BUTEJIN MUKPOOHOTBI MOTYT OBbITh OBICTPO MPOaHAIM3UPOBAHbI, H30eras 3TarnoB KyJbTHBUpOBaHHs. B uacTHOCTH,
MIPOIEAYpPbI, OCHOBaHHBIC Ha cekBeHHpoBaHHU 16S pPHK crnemyromero moxonaeHus, KOTOpbIE MO3BOJISIOT MPOBO-
JIUTh MUKPOOHYIO UJICHTH(UKALINIO C BBICOKOW MPOITYCKHON CHOCOOHOCTBIO B KOHKPETHOM METareHOMe, IPe/ICTaB-
JISIFOT cOOOW MOIIHOE CPEICTBO JJIsl M3YUCHHs COCTaBa M OMOpa3HOOOpasusi MUKPOOHBIX coodmiecTB. OrpoMHOe
KOJIMYECTBO METArCHOMHBIX JTAHHBIX CJICAYIOIICTO IIOKOJICHHS, TCHEPUPYEMBIX TAKHMH MIPOIICTYPaMu, TpeOyeT Ono-
MH(OPMAIIMOHHBIX HHCTPYMEHTOB, CITIOCOOHBIX UX aHAIN3UPOBATH.

Due to technological improvements in sequencing methods, virtually all the microbiotas from a given
environment can be analyzed in a single run, avoiding cultivation steps. In particular, procedures based on 16S
rRNA next-generation sequencing, which allow to hold the high throughput microbial identification within a
specific metagenome, represent a powerful means to investigate the composition and the biodiversity of microbial
communities. The enormous amount of next-generation metagenomic data generated by such procedures requires
bioinformation tools capable of analyzing them.

Knroueevie cnosa: ceKBeHNpOBaHNE, MUKPOOHOTA, METATCHOMHKA, OHOMH(OPMATHKA.
Keywords: sequencing, microbiota, metagenomics, bioinformatics.
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