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NPUMEHEHUE LU®POBbIX TEXHONOIMN
B POCCUMCKWX YYPEXXAEHNAX 3[PABOOXPAHEHUSA
IANA BbIABJIEHUA NEPBUYHOIO UMMYHOAE®ULMTA Y OETEN

- N

THE USE OF DIGITAL TECHNOLOGIES
IN RUSSIAN HEALTHCARE
INSTITUTIONS TO DETECT PRIMARY
IMMUNODEFICIENCY IN CHILDREN

E. Zaitseva
L. Voronina
S. Deryabina

Summary. The article examines the general state of the use of digital
technologies in Russian healthcare institutions, the use of digital
technologies in molecular genetic research, including for the detection
of primary immunodeficiency in children. The authors prove that
the use of digital technologies for diagnostics and timely molecular
genetic verification of the diagnosis is of applied practical importance,
since allows to accelerate the planning and implementation of radical
therapy methods for the complete cure of patients with primary
immunodeficiency. Also, carrying out molecular genetic studies using
digital technologies in patients with primary immunodeficiency allows
discovering new variants of nucleotide changes in DNA, accumulating
data on the genetic heterogeneity of primary forms of immunodeficiency,
and expanding general knowledge in the field of immunogenetics.
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emMa npumeHeHUs LMGPOBLIX TEXHOMOMMA (UCKyC-
CTBEHHOro nHtennekTa, Big Data u gp.) B 3apaBoox-
paHeHUN akTMBHO 0OCYyX[aeTcsa Kak TeopeTuKamu,
TaK 1 NpakTMkamu. Bce cxopaTca Bo MHeHMu, uTo Gnarogaps
3TMM TEXHOJNIOTMAM MOBbIWAETCA KayecTBO MefULUHCKO-
ro o6cnyuBaHuA, MOBbIWAETCA TOYHOCTb AUArHOCTUKM.
[ncKyccmm pa3BMBalOTCA MO HECKONbKMM HamnpaBfieHUAM:
NPUMEHEHNE WCKYCCTBEHHOMO WHTENNEKTa Kak WHCTPY-
MEHTa NOAAEPXKKM B MPUHATUM PELIeHUn No AMarHoCTu-
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AnHomayus. B ctaTbe paccmaTpuBaeTca obiuee COCTOAHME NPUMEHEHIA Lpo-
BbIX TEXHONOTMIA B POCCUACKNX yUpeXaeHNAX 3APaBOOXPaHeHNs, B MONEKyNAp-
HO-TeHeTUYeCKIX UCCNe0BaHUAX, U B TOM Yucie ANA BbIABAEHNA NepBIYHOMO
UMMyHoZeduLuTa Y feTeil. ABTOpbI 10Ka3bIBaIOT, UTO MOA0OHbINA NOAXOA UMeeT
NpUKNaAHoe NPaKkTUYeckoe 3HaueHne AnA ANArHOCTUKN 1 CBOEBPEMEHHOI MO-
NeKYNAPHO-TeHeTNYeCKoil BepudMKaLmMn AnarHosa, T.K. MO3BONAET YCKOPUTb
MaHNpPOBaHUE M peanu3aLuto paanKkanbHbIX METOA0B Tepanuu ANA NOHOro 13-
NeyeHIa NALMEHTOB C NepBUYHBIMUM UMMyHOZeduLuTamu. lTpoBeaeHue mone-
KynApHO-TeHeTUYeCKUX MCCefoBaHIiA ¢ NpUMeHeHreM LMdPOBbIX TEXHONOTII
Y NALMEHTOB C NEPBUYHBIM UMMYHOAEGULMTOM NO3BOAAET TaKXKe OTKPbIBATb
HOBble BapUaHTbI HyKNneoTuaHbIx u3meHenuii [IHK, HakannuBatb fauHble o re-
HEeTUYeCKoli reTeporeHHOCTI NePBUYHbIX GOPM UMMYHOAEDULMTOB, paClLMpATL
061LLme 3HaHMA B 0611aCTN IMMYHOTEHETUKN.

Kntoyesble ¢/106a: uMGpOBbIE TEXHONOMMN, NEPBUYHBII UMMYHOAEDULNT, MOTE-
KynApHO-TEHETUYECKNE UCCNEA0BAHIA, NALNEHTBI.

Ke pasnmuHbix 3aboneaHui (L. X.TaHues, M.B. ®paHu);
30 DEKTUBHOCTb UCMONb30BaHUS TaKOW Pa3sHOBUMAHOCTYU
TEXHONOMM WCKYCCTBEHHOTO WHTENNEeKTa, Kak KOHCYJb-
TaTUBHbIE UWHTENNEKTYaNbHble MeAuUMHCKUE CUCTeMbI
(B. A. KOBpUHCKNI); pa3BUTME TEXHOMNOMMIN NCKYCCTBEHHOTO
nHTennekta obyaywmmm spavamu (K. Paranjape, M. Schinkel,
R. Nannan, P. Nanayakkara); coBepLueHCTBOBaHME TEXHOJO-
run «BIG DATA» B meguuuHe (H.C.KapHayxos, P.T. Unbto-
XVIH), B TOM 4KC/Ie TEXHOJIOTUI CEeKBEHWPOBAHMA HOBOIO

' ViccnepoBarue BbiNONHEHO npu drHaHcoBow nogaepxke POOW B pamkax HayuHoro npoekTta N2 18-29-14059 «[paBoBble 1 STMYeCKue acneKTl
TEXHOSOM W FEHOMHBIX UCCNEAOBaHW NMPU BPOXKAEHHbIX OLUMOKAX UMMYHUTETaY.
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nokoneHusa (A.Tarasov, A.J.Vilella, E. Cuppen, I.J. Nijman,
P. Prins). B T0 ke BpemMAa BeCbMa Mano UCCedoBaHWUN, No-
CBALWEHHbIX UCMONb30BaHNIO LMPPOBLIX TEXHONIOMMIA B MO-
NEKYNAPHO-TEHETUYECKNX WCCNIeOBAHNAX, MPOBOANMbIX
npu AnarHOCTMKe NepPBUYHbIX UMMyHOaebMUUTOB Y AeTel
(U.A. Ty3aHkuHa, C.C. lepabuHa, M. A. Bonkos). laHHOe 06-
CTOATENbCTBO NOATBEPXKAAET aKTyasIbHOCTb TEMb, 3aABNEH-
HOW B HacToALel cTaTbe. Llenb nccneposaHma, pesynstatbl
KOTOPOro npefcTaBneHbl B CTaTbe,— U3yUYeHNe NpUMeHe-
HUA LMPOBbLIX TEXHONIOTUI B OTEYECTBEHHbBIX YUpexXaeHu-
AX 34[PaBOOXPAHEHMA.

Poccna aktmBHo ocBavBaeT UKdpPOBble TEXHOMOMMU
W BHeZpAeT UX B pasnuuHblie chepbl feATesIbHOCTH, BKIIO-
yan 3paBooxpaHeHe. B nybnunuHon fgeknapaumv npmopu-
TETHbIX HanpaBNeHUn, 3aaBneHHbiXx Ha 2020 r. MuHncTep-
CTBOM 34paBooxpaHeHus PO, npeanonaraeTca NpyMeHATb
UX ANA COBEPLUEHCTBOBAHWA YNpaBieHYeCckon feAaTeNibHo-
CTW MyTemMm OOMEeHa 3NIEKTPOHHbIMU AOKYMEHTaMK Ha 6ase
EpuHOM rocypapcTBeHHOM WHGOPMALMOHHOW CUCTEMDI,
NOAKNIUNTL MEAMLMHCKME OpraHM3aumn K nogcmcremam
LEeHTPaNM30BaHHbIX  FOCYAAPCTBEHHBbIX  MHPOPMALIMIOH-
HbIX cucteM (cm. My6nmyHaa peknapaumsa NPUOPUTETHbBIX
HanpaBneHUn AeATeNbHOCTU MUHUCTEPCTBA 34paBOOXpa-
HeHuA Poccninckon Megepaumm Ha 2020 rog). Oxugaetcs,
YTO NPUMEHEHWe 3TUX HOBENMLIMX TEXHOSIOTNI NO3BOAUT
cpaenatb 6onee COBEPLUEHHbIM CTaTUCTUYECKUIA y4yeT 3a-
6oneBaeMoCT YU CMEPTHOCTW, MOBbLICUTb OMEpPaTUBHOCTb
B MPUHATUN YNpaBNeHYeCKNX pelleHnin Ha OCHOBe JOCTO-
BEPHbIX KIIMHUYECKMX U TAGOPATOPHbIX AAHHbIX, YIyYLUUTb
KauecTBO U JOCTYNHOCTb MeANLUMHCKOW NMOMOLLU, nNpexae
BCEro BbICOKOTEXHONIOMMYHON.

MoHsTNe «UndpOoBble TEXHONOMMM B 3ApPaBOOXPaHe-
HUW», 6e3ycnoBHO, cobupaTtenbHoe. B faHHOM cnyyae npea-
noslaraeTcsa, YTO UCMOMb3YIOTCA TEXHONOrMM, OCHOBaHHbIE
Ha MCKYCCTBEHHOM WHTENNEKTE, K BO3MOXKHOCTAM KOTOPO-
ro OTHOCATCA pacno3HaBaHWe M306paXkeHUn, peun, nepe-
BOJ C OJHOTO Ai3blKa Ha APYrow, BbIOOP AMArHOCTUYECKOTO
HanpaB/ieHMA MO UMEKLMMCA alTOPUTMaM WU peLLeHne
3afay, 4NnA KOTOPbIX He CywwecTByeT alropnutMoB, HO eCTb
rapaHTUsa MonyyYeHUsA [LOCTOBEPHbIX pe3ynbraTtoB. besyc-
JIOBHO, YTO BO3MOXHOCTM MPUMEHEHUA 3TUX TEXHONOIUI
aKTMBHO M3Yy4aloTCA He TONbKO ANA ynpaBneHuA B 34paBo-
OXPaHEeHUW, HO 1 ANA AMArHOCTUKK HEKOTOpPbIX 3aboneBa-
HUI [2], pNA onpefeneHusa TaKTUKW NleYeHna, Hanpumep,
B MHBa3uBHOW xupyprum [11].

NCKYCCTBEHHDBIM MHTENNEKT NPUMEHAETCA B KOHCY/bTa-
TUBHbIX UHTENNIEKTYaNbHbIX CUCTEMAX, YTO MO3BONAET Au-
arHOCTMPOBATb MHOXECTBO HO30/IOMMUYECKUX efuHUL. Tak,
6a3a 3HaHuin IC INTERNIST-I/CADUCEUS (Haykoemkas me-
OVUMHCKas 3KcnepTHaa cuctema) [8] cogeput nHpopma-
uuto o 6onee yem 500 TepaneBTNYECKUX 3aboneBaHUAX [4].
B MHTepHeTe noABnATCA Ny6AMKaLuy O TOM, YTO MeXAy-

HapoZHble KOMMAHUWN aKTUBHO MPOABUraloT CBOU MPOEKTbI
MO MUCMOMb30BaHNIO NCKYCCTBEHHOTO MHTENJIEKTA B AMArHO-
cTuke. Tak, Google nnaHupyeT cobrpaTtb COTHM Pa3INYHBIX
06pasLI0B reHeTUYECKOro MaTepuana gobpoBonbLeB, Npoa-
Hann3npoBaTb NHGOPMALNIO C MOMOLLbIO BbIUNCIIUTENbHBIX
MOLLHOCTEN CBOMX KOMMbIOTEPHbIX CUCTEM AR BbIABEHNA
6uomapKepoB 1 MHOMKATOPOB onpeaesnieHHoro 3abonesa-
HuA (Baseline — HoBbIN NpoekT Google no cosgaHuto re-
HETUYECKU-MONEKYNAPHON KapTbl MOJIHOCTbIO 3[40POBOro
yenoBeka).

Bepcua Deep Variant, npegHasHauyeHHaa ana aHanusa
reHeTUYeCcKMX AaHHbIX, MOKa CYMTAETCA CaMOW TOYHOW, No-
3BONAIOWEN HAa3HAauYaTb Hanbonee sdpdekTUBHEE NeyeHne
[11]. B npodeccnoHanbHOM coobLlwecTBe KANHUYECKUX
reHeTUKOB OONbLUY0 NOMNYAAPHOCTb UMEeT MPUNoKeHue
Face2Gene — ceptudurumpoBaHHasa Nporpamma, OCHOBaH-
HaA Ha «ryOVHHOM OBYUYEHUMN» N «UCKYCCTBEHHOM WHTEN-
NneKTe», NPU NOMOLLM KOTOPOW 3arpyeHHble ¢pOTO naumneH-
TOB CPaBHMBAOTCA C COOPaHHbIMK B efHYI0 6a3y JaHHbIX
COTEH WL MALMEHTOB C PeAKUMU FeHeTnyecknumun bones-
HAMU A58 OGHaPY>KEHMA KITIOUEBbIX ANCMOPHONOrmyecKrx
0COGEeHHOCTeN, MoucKka accounaunin «peHOTUN-reHOTUM»
1 MOMOLLM B NOCTaHOBKe AnarHosa. lNpunoxeHue nossonsa-
€T OCYLLEeCTBNATb COBMECTHOE PaCcCMOTPEHNME KENCOB Meau-
LUMHCKMM creumanncTtamm 1 BbipaboTKM onTUManbHbIX an-
ropMTMOB A1 PeLleHNA BO3HMKAIOWMX ANAarHOCTUYECKMX
annemMm. Pa3paboTumku, ogHako, NoAYepPKUBAIOT, YTO AaH-
Hoe MO ABnAeTCA TONbKO UHCTPYMEHTOM AJ1A MOUCKA HYX-
HoW MHbOpPMaLUn 1 BbiIGOpa HanpaBeHNa UCCIIeQoBaHUs,
1 He NpefHa3HayeHo AfiA 3aMeHbl OYHOIO0 MeLMKO-TeHeTU-
YeCcKoro KOHCYNbTUPOBaHUA, 1 Tem 6oree, BbINOJIHEHWA Ca-
MOANAarHOCTUKKN U Ha3HaYeHNA caMoneyeHms.

Takke K UMbPOBLIM TEXHOMOIWAM, WCMNOb3yeMblM
B 3[paBOOXpaHeHun, OTHocATcA TexHonorum Big Data.
Brnpouem, 3T0 NoHATUE ToXe cobupaTenbHoe 1 OXBaTbiBa-
€T MHOXeCTBO MoAxofoB 1 TexHonormin. Ocobble Hagexabl
NPaKTUKK BO3MaratoT Ha npuMmeHeHmne TexHonorui Big Data
ONA aHann3a MOJEKYNAPHbIX AAHHBIX, MOAyYaeMbIX MyTem
n3yyeHus ctpyktypbl monekyn [HK, monekyn PHK, 6enko-
BbIX MOJIeKyJSl, B3aMOAEeNCTBN KNETOUYHbIX MeTabonutos.
Oxnpaemblin pesynbraT — 3TO CKOPOCTb reHepaLuumn uHdop-
Mauuu, ee 06paboTkn, 3ddEKTUBHOIO aHanM3a NoslyYeHHbIX
JaHHbIX. Bo3aMoXKHOCTb 006paboTKM 6onblUMX AaHHbIX MO-
3Bonvna paspaboTaTb TEXHONOMMU CEKBEHMPOBAHWA HOBO-
ro nokoneHua [13], KoTopble Ha3blBalOT PEBOMIOLIMOHHbBIMY
13-3a BbICOKOW CKOPOCTU CEKBEHMPOBAHMWA reHOMa U TPaHC-
KpUMTOMA, @ TaKkXKe MOoJlyuyeHWA BbICOKOW SKOHOMUYECKOM
3¢ PeKTUBHOCTY 1 NPOM3BOAUTENBHOCTU Tpyaa Chneymanm-
CTOB KJIHMYECKO 1 TabopaTopHON reHeTnkm [12].

CoBpemeHHble MoAxoAbl B aHanmM3e U MHTeprnpetauuu
[aHHbIX MONEeKyNAPHO-reHeTUYeCKNX CCNefoBaHuUi B Ana-
FHOCTUKE BPOXKAEHHbIX OWMNOOK MMMYHUTETa Takxe npep-
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nosiaraloT MCMONb30BaHME TEXHOMOTMMM WUCKYCCTBEHHOIO
WHTenNeKTa. B yacTHOCTW, MoABMBLIAACA HECKONbKO neT
Ha3aj 1 YBEpPEeHHO 3aHABLIaA nepegoBble NO3MUMM B AaH-
HoW obnactu TexHonorua NGS (next generation sequences)
CTOSIKHYNacb He TONIbKO C TeXHMYecKnMun npobremamu,
HO U C NPo6nemMon xpaHeHWA OrPOMHbIX OOBEMOB MOnYy-
YyaeMblX CblpblX AaHHbIX U ¢arnoB FASTQ (KoampoBaHHasA
TekcToBaAa MHdOpMaLMA, onucbiBaowaa Gronornyeckyto
nocniefoBaTeNIbHOCTb) U HEXBATKOW BbIYNCNTENbHbIX MOLL-
HOCTeN Ans X KOPPEKTHOTO U BbICTPOro aHanM3a, a Takxe
CO CNIOXHOCTbIO B MHTepnpeTauum MOfyYEHHbIX AaHHbIX
Ons NpuHATUA BpauvebHoro pelweHnsa [1]. TMaToreHHble
N BEPOATHO MaTOreHHble BapuUaHTbl B OCHOBHOM YXe OTpa-
XeHbl B CyLIeCTBYIOLUX MeXAYHapOoAHbIX 6a3ax AaHHbIX:
Online Mendelian Inheritance in Man (OMIM), The Human
Gene Mutation Database (HGMD), ClinVar, The Genome
Aggregation Database (gnomAD). OgHako Heo6xoanmo no-
HMMaTb, YTO reHeTVKa 1 MoneKynapHasa buonorna ABnNAT-
CA CErofHs efiBa i He CaMbiMU ObICTPOPA3BMBALUMUCA
06nacTAMY HayKu, 1 OOGHOBJIEHME UX HAYUHBIX AAHHbIX NPO-
NCXOOUT MPAKTUYECKN €Xe[HEBHO, Yero Henb3A cKasaTb
0 6ecnnaTHbIX ANEKTPOHHBIX PeCypcax, CBA3aHHbIX C HAMM,
KoTopble J06aBAAIOT AN N3MEHSIOT CBOW AlAaHHbIE He valle
OfHOro pasa B Ba-Tpu rofa. [loctyn e K nnaTHbiM 6a3am
3TUX 3apyOeXKHbIX KOMMaHMIN (0OHOBNAEMbIM Ha MOCTOAH-
HOW OCHOBE), KaK MpaBwuyio, OTCYTCTBYeT B OOMbLINHCTBE
POCCUMINCKUX KNUHWK 1 UHCTUTYTOB.

Mpobnema ycyrybnseTtca Tem, YTO MEIOLMNECH MEXAY-
HapofHble 6a3bl JaHHbIX CJ1ab0 MPVMEHUMBI K HEKOTOPbIM
POCCMICKUM MONynAuuaAM, a cobcTBeHHas B[] no reHetu-
YeCcKVM BapuaHTaM cyllecTByeT B Buie ¢parmeHTapHbIX
N pa3pO3HEHHbIX Pe3ynbTaToB UCCNeAOBaHUN OTAENbHbIX
HayUHbIX MHCTUTYTOB. Kpome TOro, 3a4actyto cbipble AaH-
Hble AeMOHCTPUPYIOT reHeTMyecKne BapuaHTbl, KOTOpble
paHee He OblIVM ONUCaHbl B MUPE U BbIABMIEHbI Y NalueHTa
Brepsble. Kak onpeaennTb, NaToreHHbl OHWU A1 OpraH1M3ma
unn 6e3BpefHbl? KnoyeBbiM KpUTeprem Ans KNMHUYECKON
WHTEepnpeTaLnm NaToreHHOCTU-106POKauyeCTBEHHOCTM pac-
CMaTPMBAIOT YacTOTy BapvaHTa B OOLWel nonynsyuun: npu
yacToTe annenu Bbille oXupaemon afa 3abonesaHuA ap-
r'YMEHT CYMTaeTCA B NOJb3y He NaTOreHHOCTN BapmaHTa [5].
B Takux cnyyasx BO3MOXHO MpoBefeHne 3KCNepuMeHTOB
no GyHKUMOHaNbHOMY aHanu3sy, U CywecTByT cnewunasnb-
Hble nabopatopun GYHKUUOHANbHOW FEHOMWKW, UCMOSb-
3ylolMe COBpPeMeHHble noaxodbl AnA mccnepgoBaHua 6Ge-
NOK-6enKoBbIX B3aMMOLENCTBUN, MU3yYeHMA NoKanm3auuu
6eJika 1 aHanv3a CNalncHIa Ha MOAESbHbIX XXMBOTHBIX N
KynbTypax KneTok. [Jna Ka)kKgoro Takoro BapuaHTa paspa-
6aTbIBAeTCA CBOW YHMKAJIbHbIV AM3aliH SKCNepUMEHTa, Mno-
MOrawwmin onpeaennTb NaToreHHOCTb NCCNefyemoro 13-
MeHeHus OHK. OgHako Takue nabopatopuu, Kak npasumo,
eVIHNYHblEe, N He B COCTOAHNN CMPaBUTbCA C BCeBO3pacTa-
IOLLIIM NOTOKOM «reHeTnyeckoro bymay. M Torga Ha nomolyb
cneymnanvcTaMm NpUxXopaT GuonHbopmaTMyeckne KHCTPY-

MeHTbl: Alamut, Mutation Taster, Polyphen2, SIFT n gp. [7,
10]. OT0 cBOEro pofa NpPorpaMMbl-NPeanKTOPbl, HA OCHO-
BaHUM MaTeMaTMUeCKUX pacyeToB npefcKkasbiBaolme 3¢-
beKT, KOTOPbIi MOXKET OKa3aTb UCCNeAyeMbIN FreHETUYECKUI
BapWaHT Ha OpraH13m YesioBeka.

MopobHoro pofa HaxoOKW MOryT BCTpeuyaTbCA Aake
npy NCNoNb30BaHWUM TPAANLMOHHBIX METOIOB MOMNEKYNAp-
HO-TEHETNYECKON ANarHocTnku. Tak, B nabopatopum mone-
KynAapHon guarHocTmkm KOL «OxpaHa 340poBbA maTtepwu
1 pebeHka» (r. EkateprHbypr) otcyTcTByeT TexHonorus NGS,
N MOWCK FeHeTUYECKUX MPUYMH Pa3BUTUA MMMYHO3aBUCU-
MO NaToNfiorMm MPOBOAUTCA TPAAWULIMOHHBIMU JOCTYMHbI-
MU METOAAMU: MyNbTUMNIEKCHAA NMraso3aBUCMas aminu-
¢ukaumnsa npob (MLPA), texHonorma BACs-on-Beads, TMLP
(nonumepasHas UenHaa peakunsa) B pexume peasibHOro
BPEMEHW, TapreTHoe CEKBEHWPOBaHMe reHOB-KaHAUAAToOB,
OofiHaKo ObHapy»keHne HOBbIX, HEOMUCAHHbIX paHee Bapu-
aHTOB, 3a NocnefHMe TpY rofa nepectano 6bITb PeaKoCTbIO.
OcobeHHO 60raTbiM Ha NMOAOGHbBIN «yNOB» MOXHO Ha3BaTb
3aboneBanue n3 rpynnbl NMUO-X-cuennexHHyo arammarsno-
6ynuHemuio. Bcero B reHe OpyTOHTMPO3UHKMHA3bI (BTK),
accouMMpPOBAHHOM C PAaCCTPOMCTBOM FyMOPanbHOIO UMMY-
HUTEeTa BCNEACTBME MOJSIHOMO UM YaCTUYHOrO OTCYTCTBUA
B-knetok, n3BectHo 6onee 500 pasnmMuHbIX BapUaHTOB,
BK/IOYAIOLMX eIHNYHbIE 3aMeHbl HyKNeoTnaoB, aedeKTol
CaNTOB CMNANCKHIA, a TakkKe KOPOTKMe Aeneuun u nHcep-
umn.

B 3apybexxHbix MCCNefoBaHMAX Hepefko paccMaTpu-
BalOTCA BOMPOCHI MPOFHO3UPOBAHUA KAMHUYECKUX MNpPO-
ABNEHNA B OTHOLWIEHUM KOppenaunn reHoTun-peHoTUnN
C yKasaHuem TOro, YTo HeKoTopble 13 MyTauuii MOTyT Bbl-
3bIBaTb O0nee BbICOKYIO CTeNeHb HapyLUIeHKA rymopanbHo-
ro UMMyHUTeTa 1 paHHI MaHudecTaumio 3abonesaHus,
OfHaKO MHTepnpeTaumsa paHee HeOMUCaHHbIX BapMaHTOB
N MPOrHO3 NX BANAHWA Ha 30POBbe NaLeHTa BCe elle Bbl-
3bIBaOT 3aTpyAHEHUA. 3a rogbl paboTbl 11 NnayMeHToB ¢ fe-
¢durLmMTOM B-KNeTouHoro 3BeHa 6611V HanpaBieHbl UMMYHO-
noramu EkatepmHOypra n YenabuHcka Ha uccnefoBaHue
no nosogy X-cuenneHHon arammarnobynvHemun. Mone-
KYNAPHO-TeHeTUYeCcKoe MOATBEPKAEHME AMarHosa nony-
ynnn cemb peTeit. BoiABneHHble B nabopaTopun MeTogom
TapreTHOro CeKBEHUPOBaHUA Koaupylowen 4acTu reHa
BapuWaHTbl, MPUBEALLIME K Pa3BUTUIO NATONOMKW, BKOYaNn
B cebA Kak geneummn (OT y4aCcTKOB B HECKOJIbKO HYKJIeoTU-
[OB [0 MPOTAXKEHHbIX, BKNIOYAIOLWMX Liefble 3K30HbI), Tak
N MUCCEHC-HOHCEHC MyTauuu. Mpu 3TOM NOYTU NONOBUHA
Haxo4OK — 3 BapuaHTa M3 AeTEKTUPOBaHHbIX 7 (aeneyua
13-T HYKNeoTMAOB BO BTOPOM 3K30He [9] u ABe MHCcep-
umMn ageHnHa B 929 n 1052 nonoxxeHnn KomniemeHTap-
Hon OHK — k[AHK) — coBepLlueHHO HOBble, He ONUCAHHbIEe
paHee M3MEHEeHUA HYKNIeOTUAHOMN MNOCNefoBaTeNbHOCTY
reHa BTK. XapakTep HacnegoBaHuA 1 anroputmbl Npeacka-
3aHUA NAaTOreHHOCTU JaHHbIX BapmaHToB (Mutation Taster,
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PolyPhen2.0., SIFT) no3BonsioT caenatb BbIBOAbI 06 MX Kay-
3aTUBHOM 3HayeHUuU.

HecomHeHHO, B OTCYTCTBUE 3KCMEePUMEHTaNbHbIX AaH-
HbIX MO W3YYEHMWIO TPaHCTeHHbIX OPraHNM3MOB C 13y4YaeMoNn
MyTauumen cyulectsytolime 6a3bl AaHHbIX Y NPOrpamMHble
NpoayKTbl Nosie3Hbl AnA 6onee NOMHOrO aHanM3a AaHHbIX,
YTOUHEHNA CBOWCTB TPAHCKPUMTA, MECTOMOJIOKEHUA reHa
N npefckasaHuA MaTOreHHOCTM, OAHAKO aBTOMaTMyeckoe
NCMONb30BaHNE TONIbKO MPEeAUKTOPOB FeHETUYECKOro 3¢-
deKTa MOXKET NPUBOANTD KakK K JIOXKHOMONOMXUTENbHbBIM, Tak
N K JIOKHOOTpULATeNbHbIM pe3ynbratam. BaXkHO NOMHUTDL,
YTO TONbKO TLWATENbHO COOPAHHBIN CEMENHbIN aHaMHe3,
CTporve Kputepumn otbopa BapuaHTOB, COMOCTABNEHNE KaX-
[10T0 13 HUX C onNucaHnem ¢peHoTrNa NaLmeHTa, MCNonb3oBa-
HMe [OCTaTOYHO KPYMNHOW BbIGOPKM NO3BONAT caenatb 06o-
CHOBaHHbIe BbIBOAbl O MAaTOreHHOCTN HEN3BECTHbIX MyTaL M.

M Bce e npumMeHeHue LndpPOBbIX TEXHONOIMIA NO3BO-
NAeT 3HauuTenbHO oborawaTtb co6CcTBeHHble 6a3bl AaH-
HbIX Y CaMOCTOATENIbHO MPOBOAUTb aHanu3 Koppenauuu
«reHOTUM-PEHOTUM» MPU BbIABIEHUM HOBbIX JIOKYCOB FeH-

HbIX OWMOOK. DTO TaKXKe CNocoOCTBYeT Gonee rnyboKomy
NMOHUMaHMWIO naTodusmonorn 6oNesHN U MHAMBUAYANb-
HOMY Mogxody K Bbl6opy METOLOB MAnINaTUBHONM UKW pa-
OVKaNIbHOW Tepanuv, N B KOHEYHOM WTore yBennymBaeTt
BEPOATHOCTb 6MaronpuATHOrO MNPOrHO3a ANsA  KaAoro
KOHKPETHOro nauueHTa [6]. Takum o6pa3om, MHTerpasbHbii
roKasateslb Pe3ynbTaTUBHOCTM MPUMEHEHMWS PasfINYHbIX
TEXHOJNIOTUIA UCKYCCTBEHHOTO MHTENNEKTa — 3TO, KOHEUHO,
ynyulleHre KauyecTBa MeMUMHCKUX YCIyr. W Bce e, npw
BCE 3HAUVMOCTU NPUMEHEHNA TEXHOMOIMIN NCKYCCTBEHHO-
ro WHTENIEKTA, BEAYLMMMN OCTAlOTCA Takue KOMMeTeHUUK
CNeunanncToB-MeAUKOB, KaK YMEHMEe aHann3MpoBaTb WH-
dopmaLmio, MHTEPNPETMPOBaTb Pe3yNbTaTbl, B3aUMOLEN-
CTBOBATb C MaumeHTamu. MNpakTuKa JeAaTeNnbHOCTY HayYHOM
rpynnbl nog pykosoactsom U. A. TysaHKMHOM eLle pa3 nog-
TBEP’KAAET BbIBOA O TOM, UTO MUCMONb30BaHUE «LnPPOBOro
pasyma» [f1A YCKOPEHWS aHHOTMPOBAHUA TEHETUYECKMX
JaHHbIX 1 aHanm3a reHHoro nonuMopodrsma B AMarHocTu-
Ke HacNeAcTBEHHbIX 3a60eBaHNin Npv BCel ero NoTeHuw-
anbHOIM MOLLHOCTM BCE e OTAAET rMaBEHCTBYIOLYI0 POSb
B 3TOW 06M1aCTU HAYKN eCTeCTBEHHOMY YENOBEYECKOMY WH-
TeNNEeKTy.
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