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Oco0biii unTepec ¢ Touku 3penns JIHK-auarHocTnku npeacTapiisiiloT MOHOTEHHbIE 3200J1€BaHUsl, 0COOEHHO BXO/SAIIME B MPOrpamMmy
MACCOBOT0 CKPMHMHIA HOBOPOXKIEHHBIX. [IJis1 MHOrMX U3 HUX (MYKOBHCLIMI03, (DEHUIKETOHYPHS, TAIAKTO3eMHsl, AIPEHOTeHUTAIb-
Hblii CHHIPOM) H3BECTHBI MYTAIMH, ACCOLMUPOBAHHbIE C PA3BUTHEM 00JI€3HH, YTO NO3BOJIseT Hcnoab30BaTh JIHK-auarnocTuky nis
NOJTBEPKIEHNS TUATHO3a, B PEHATAJIbHOI AMATHOCTHKE, a TAKXKE MPHU IJIAHMPOBAHUHU ceMbU. Pa3BuTHE TEXHOJIOTHIA MOJIEKYISIPHO-
reHeTHYECKOr0 AHAJIN3A MPUBEJIO K CO3/IaHMI0 MEPCNEKTHBHOIO METO/Ia CeKBEHHPOBAHMS CJIEYIOMIEro nokoienns (next generation
sequencing, NGS). ITocTosiHHOe CHIXKeHHE ce0eCTOMMOCTH M YBeJInYeHHe MPOU3BOAUTENLHOCTH JAHHOTO METO/Ia, a TAKXKE MOBbI-
HIeHHe TOYHOCTH AHAJIHN3A JAI0T OCHOBAHHeE [IJIs PellleH!s] BOMPOCa O BO3MOXKHOCTH €ro NpMMeHeHus B KIIMHMYeCKoi npakTuke. Pa3-
padoTKa ¥ BHeJApPeHHEe KIMHUYECKUX PellieHuil JUis poBeJeHHs] TOYHOM U MCUYepPNbIBAIONIeli reHOANATHOCTHKM Ha 0a3e TeXHOJIorui
NGS npeacrasisieT 60JIb1I0I HHTEPEC MIMEHHO B CJIyYyae MOHOTEHHBIX 3200/IeBaHMIl, TAK KAK JaHHbIE 00 0OHAPYKEHHbIX reHeTHYe-
CKHX BapHAHTAX MOTYT ObITb HENOCPEACTBEHHO MHTEPNPETHPOBAHBI BPAYOM-T€HETHKOM TPH MOJIy4EeHHH MOJIOKUTEIbHbIX WM 1O-
IPAHHYHBIX PE3YJIBTATOB HEOHATAJILHOTO CKPUHUHTA.

Karouesvie crosa: demu, monoeeHHble 001€3HU, HEOHAMANbHbIL CKPUHUHE, 2eHEMUYeCcKasi OUACHOCMUKA, MeMOo0 CeK8eHUPOBAHUS cle-
dyroue2o nokoaenusi, NGS.

Monogenic diseases, particularly those included in a mass neonatal screening program, are of special interest in terms of DNA diag-
nosis. Mutations associated with diseases are known to be present in many of them (cystic fibrosis, phenylketonuria, galactosemia,
adrenogenital syndrome), which allows DNA analysis to be used for verification of their diagnosis, in prenatal diagnosis, and for fam-
ily planning. The evolution of molecular genetic technologies has given rise to the promising technique — next-generation sequencing
(NGS). The continuously reduced cost, increased efficiency, and higher analytical accuracy of this method lead one to decide whether
it may be used in clinical practice. To develop and introduce clinical tests for precise and exhaustive gene diagnosis based on NGS
technologies are of great interest just in case of monogenic diseases as data on found genetic variants may be directly interpreted
by a medical geneticist after obtaining the positive or borderline results of neonatal screening.

Key words: infants, monogenic diseases, neonatal screening, next-generation sequencing method.

Bo MHOTHUX CTpaHax IIPOBOAWTCS HEOHATAIBHBIN
CKPUHMHI Ha 3a00JeBaHUs, AMarHOCTHKA KOTOPBIX
0COOEHHO BaxkHa B MepBble Mecslbl XU3HU. CIUCOK Te-
CTUPYEMbIX MATOJOTUI 3HAYMTEJbHO pa3anyaeTcs B pas-
HBIX CTpaHaX M JaXe B pa3HBIX PETMOHAX OMHOMN CTpaHHI,
HO, Kak MMpaBWJIO, B IaHEIM BKJIIOYEHbI 3a00JeBaHUSI,
paHHSISI Teparusl KOTOPbIX 3HAYMTENIbHO YJIy4dlllaeT Kaye-
cTBO Xu3HU nanueHta [1]. B CIIIA nporpamMmMbl HeoHa-
TaJIPHOTO CKPUHUWHTA (hOpMUPYIOTCA Ha YPOBHE INTATOB
1 0OBIYHO BKJIIOUAIOT HECKOJIBKO AECSITKOB 0oJie3Hel [2],
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3aitneBa Mapust AleKCaHIPOBHA — CIHELMAIUCT 110 MOJIEKY/ISIPHO-TEHETHYe-
CKOMY aHalIu3y

IMaBnoB Anekcanap EBreHbeBUY — pyK. IpoeKTa

192148 Cankr-IletepOypr, np-T. 2Kene3HOMOPOXHBIN, 1. 40 1UT A

B cTpaHax EBpoOMNbl 4MCIIO TeCTUPYeMbIX 3a00sieBaHUI
BapbupyeT ot 1 1029 [1]. B Poccun npoBonutcst Heo-
HaTaJIbHbIA CKPUHMHI Ha MyKOBMUCIUA03, (DEeHUTKETO-
HYpHIO, TaJJaKTO3€MUIO, aAPEHOI€HUTANBHbIA CUHIPOM
U BPOXIEHHbI TUMOTHUPeo3. sl yeThlpex W3 MSTU 3a-
00JIeBaHUI YCTAHOBJIEHA BbIpaKEHHAs TE€HETUYEeCKast
COCTaBJISIIONIASI, YTO MO3BOJISIET MPOBOAWTH TE€HETUYE-
CKO€ TECTUPOBAHUE, BBISIBJISISI, TAKMM 00pa3oM, O0JIbHBIX
U HOCUTENe 32001 BaHUA.

CxeMbl TPOBEEHMSI CKPUHUHTIA TakXKe MOTYT pa3jiiu-
4yaThCsl U, KaK MPaBUjIo, COCTOSIT U3 HECKOJbKUX ITAIOB,
rne JJHK-TectrpoBaHue 0ObIYHO MPUCYTCTBYET, HO YACTO
He sIBJIsIeTcs 00s13aTeibHbIM [1]. B yacTHOCTH, BO MHOTHUX
€BpOMNENCKUX CTpaHaX MpPU CKPUHUHIE Ha MyKOBUCIIU-
103 JHK-nuarHoctrika mpuMeHsieTcsl Ha BTOPOM 3Tare
TECTUPOBAaHUsI, B TO BpeMsi Kak B Poccuu mouck Mmyra-
LIMA OOBIYHO OCYILECTBJSIETCS B MOCJIEIHIO OYepe/b
U HE PEerJIaMEHTUPYETCSI METOAMYECKUMU YKa3aHUSIMU.

Hecmotpsi Ha pasnuuusi B IporpaMmax HeoHaTaslb-
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HOTO CKPWHUTA B pa3HBIX CTpaHax, oueBUaHO, 4yto JIHK-
MUATHOCTUKA WTIPaeT BaXKHYIO DPOJIb B ITONTBEPKICHUN
MUaTHO3a, W C Pa3BUTHEM METONOB TeHETUIECKOTO aHa-
JIM3a 3Ta TTO3UIINS OYIET TOIBKO YCYITMBATHCS.

B TedeHMe mocieIHUX NEeCATUICTU OCHOBHBIM METO-
JTIOM TIPSIMOTO aHAJIM3a HYKJICOTUIHOM TIOCIe0BATEIEHO-
ctu JJHK Ob11 aBTOMaTU3MPOBAHHBIN METOJl CEKBEHUPO-
BaHus o CaHrepy. OAHAKO BO3MOXHOCTHU 3TOTO METO/A
OTPAaHWYMBAIOTCS MAaKCUMATbHOM UTMHOM TIPOYTEHUS
okosio 1000 HyKJIEOTHIOB, ClIeqOBaTeJIbHO, OH HeE IOJ-
XOIIUT [UTSI PyTHHHOTO CEKBCHUPOBAHMS TPOTSKEHHBIX
pernoHOB TeHoMa. KpomMe Toro, maHHBIII MeTOm AOCTa-
TOYHO TPYAOEMKHI 1 TOPOTOCTOSIIITN TP €T0 BBEICHUN
KaK 00s13aTeJIPHOTO 3Tala TecTupoBaHus. Pa3ssuTtue Tex-
HoJyioruii aHanusza JJHK npuseno K pazpaboTke MeTOI0B
CEKBCHUPOBAHUS CJICAYIONIETO TTOKOJICHMS, WJIU next-
generation sequencing (NGS), maBHoe NMpeuMyIlIecTBO
KOTOPBIX COCTOWUT B WX BHICOKOUW TIPOM3BOIMTEIHHOCTH.
CToMMOCTh CEeKBEHWPOBAHUST TPOMOJIKACT CHUXKATHCS,
1 3TO JIaeT OCHOBaHME TIPEITOJIaraTh, 4YTO B OIVDKAUIIIEM
OymyIeM qaHHass METOIMKA MOXET CTaTh PYTMHHOM TTpo-
LIEAyPOi B MOJIEKYJISIPHO-TCHETUIECKUX IICHTpaxX 1 OyieT
IITUPOKO WMCITOJIB30BAThCS UIS TIeJIeld KIIMHWMYECKOW ITH-
arHOCTUKM Y NMEPCOHAIM3UPOBAHHON MeauluHbI [3, 4].
[MpuHuunuanbHeiM oTanyrMeM Meroga NGS oT tak Ha-
3BIBAEMOTO KaNMWUISIPHOTO CEKBEHUPOBAHUS, WJIM CEKBE-
HUpOBaHUS 110 CIHTEPY, SIBISICTCS MacCOBOE TTapajlieb-
HOE TIPOYTEHUE OTPOMHOTO KOJMYECTBA OTHOCUTEIHLHO
Hebousbiux pparmentos JHK.

Ha maHHBIIT MOMEHT Ha pBIHKE TIPEICTaBICHO He-
CKOJIbKO pa3nuuHbix NGS-miatdopM, 0AHAKO B OCHO-
Be OOJIBIITMHCTBA TEXHOJOTUH JIEXKUT OOIIMI alTOPUTM
MoCTaHOBKM aHanu3a. CHavasa aHanusupyemyio JHK
00pabaTHIBAIOT IS CO3MAHUS «OMOIMOTEK», TPEICTaB-
qsiomux coboit ¢parmentsl JIHK, mpenHaszHaueHHBIE
IUTSI CEKBEHUPOBaHMSI. 3aTeM 3TH (parMeHTHI ITOIBEp-
rafoTcsl KIOHAIBHOW aMIUTMGUKAIAN IS TIOJTYJeHUST
«MaTPUIIBI» TSI CEKBEHUPOBAHUS, TIOCIE Yero CiemayeT
HEITOCPEACTBEHHO MPOYTCHUE HYKJICOTUIHON TOCIeno-
BaresibHOCTU [5]. K HacrosilieMy MOMEHTY TEXHOJIOTUSI
NGS no3Bonuia CHU3UTb CTOMMOCTb CEKBEHUPOBAHUSI
WHIVWBUAYAJILHOTO TEHOMA YeJIoBeKa 10 5 THIC. MOJITApOB
CILIA. OgHako mo-npeKHeMy TOBOJIbHO BbICOKasl CTOU-
MOCTb, & TAKXKe CJI0XKHOCTb 00pabOTKU MOJyYaeMbIX IaH-
HBIX TIPEMSITCTBYIOT IMMPOKOMACIITAOHOMY BHEIPEHUIO
TTOJTHOTEHOMHOTO CEKBEHUPOBAHUS B KIMHUUYECKYIO ITH-
arHOCTHKY B OyimKaiiinee BpeMs.

Cyl1iecTBeHHO OO0JbIIMI UHTEPEC B JaHHBII MOMEHT
npeacrasisier Meton tapretHoro NGS pecekBeHUpOBa-
HWSI, 3aKITIOYAONIUicsS B (hOKYCUPOBKE aHATUTHUECKOTO
TTOTEHIINAJIa TEXHOJIOTUN B TIpe/ieiaXx 3aJaHHbIX «PEerro-
HOB UHTepeca». biaromapsi MCMOJb30BaHUIO pedepeHc-
HOTO reHOMa 3HAYMTEJbHO obJjieryaercs mpoiecc obpa-
00Tk JaHHbIX NGS U cHMXXaI0TCS TpeOOBaHUS K 00beMy
1 Ka4eCTBY ITOJIyJaeMbIX MTaHHBIX. [[JIs 1eeBoro mccie-
IOBaHUSI TeHOMa B IIpefesiaX MHTePECYIOINX PETMOHOB

NMEPUHATOJIOrMsI U HEOHATOJIOIns

Ha dTare TIPUTOTOBJIEHUST «OMOMUOTEK» TIPUMEHSIETCS
METO[l TApPreTHOro 00oralieHus, MO3BOJISIIOIUI Hapabo-
Tath ToJbKO Te hparmeHTsl JJHK, KoTopble He0OX0aMMO
MpoaHaIM3UupoBaTh ISl JaHHOro mnauueHTa. Pazpabo-
TaHO 0OJIbIIOE KOJUYECTBO METOAMK TapreTHOro obora-
LIEHMSI, OCHOBAaHHbIX Ha ABYX pa3HbIX NpuHuunax: [P
(mosMMepa3HON LIEMHON peaklMu) W rMOpUIU3aLUOH-
Horo 3axBaTa [6, 7]. I1pu ucmonp3oBaruu [P mpownc-
XoauT cnieurdruyHas aMIIMpUKalus 1eJeBbIX PETMOHOB
B T€HOME, MOCJIe YeTo U3 MPOAYKTOB aMIUTUDUKAIIMY TTO-
JIy4yaloT «OMOJIMOTEKW» [Tl CEKBEHUPOBaHUsl. Bo MHOTHX
paboTax MPOAEMOHCTPUPOBAHO YCMEIIHOE MCIOJb30Ba-
Hue MeTtoga TtapreTHoro NGS peceKBeHMpPOBaHMS, OC-
HoBaHHoro Ha [1LIP, nyist moncka Myraiuii, IpuBOISIIIIAX
K Pa3BUTHIO TeHETUUECKUX 3a0osieBaHuii [8, 9].

Meronuka THOPUIM3ALMOHHOTO 3axBaTa OCHOBaHA
Ha MpUHIUNAaX crenuduueckoi rudpuauzanuu ¢par-
MeHTOB aHanusupyemoit JIHK ¢ cuHTe3npoBaHHBIMU
30HIaMM 3aJaHHOW MOCEeN0BaTEIbHOCTU Ha TBEPAON
WY B xXujakoil daze. OMHUM U3 TPUMEHEHUN JAHHOTO
MeTola SIBJIIETCS] 9K30MHOE CEKBEHUPOBAHUE — OIpe-
neseHue 6eJ0KKOAMPYIoLel MoCIe0BaTeIbHOCTU FeHO-
ma [10, 11]. Dk30MHOE CEKBEHUPOBAHUE UCIOJIb3YETCSI
MpU AMATHOCTUKE T€HETUYECKUX 3a00JieBaHUI HESICHOM
arrosioruu [12], a Takxe npu auddepeH1maabHOM quar-
HOCTUKE paKOBBIX ortyxoJieit [13].

HauGonpuiuit uHTEpeC B IMarHOCTUKE METOIOM Tap-
TeTHOTO CEKBEHUPOBAHUS MPENCTABISIIOT MEHIEIEBCKUE
(MoHOTeHHbIE) 3a00JIeBaHUsI CO 3HAUUTEIbHBIM KOJHUYe-
CTBOM DPEAKHUX KIMHUYECKMX MYTallUil, BCTpeYarolIuX-
csl B IOMYJSIUMU. AHAIU3 MOJOOHBIX TEHOB C MOMOILBIO
KJ1aCCUYECKUX MOJIEKYJISIPHBIX METOAOB 3aTPYJHEH, IMO-
CKOJIBKY OHM TO3BOJISIIOT aHAIM3UPOBATh (DUKCUPOBAH-
HOE€ KOJIMYECTBO MYTalMii U 00J1a1al0T OrpaHUYeHHbBIMU
BO3MOXHOCTSIMU MYJIBTUIIJIEKCUPOBAaHUS (CM. TaOJIUILY).

OcHoBHble mnpeumyliectBa NGS 10 cpaBHEHUIO
C IPYTMMU METOIaMU MOJIEKYJISIPHO-TEHETUYECKOTO aHa-
m3a;

1. BosaMOXHOCTh UACHTU(MUKALMM HOBBIX BapUaH-
TOB. TpaaulMOHHBIE METOJbl T€HETHMYECKOTO aHalu3a
(nanpumep, [P, MUKpOUUTIBI) MO3BOJISIIOT BBISIBISITD,
XOTS1 U 0OJIbIIIOE, HO BCE XK€ OrpaHUYEHHOE KOJMYECTBO
myTtauuii. [ToaTtomMy penkue BapuaHTbl, OOBIYHO HE BXO-
NISIIMe B MaHeb UCCIIEAyeMbIX TEHETUUECKUX MapKepOB
B OOJIBIIIMHCTBE METO/OB, OCTaHYTCS HEOOHAPYXXEHHBbI-
mu. Hampumep, B reHe MyKOBUCIIMI03a HAa JAHHbBIA MO-
MEHT U3BeCTHO uyTh MeHee 2000 MyTauuii, u3 HUX 6osee
100 sBasttorcst matoreHHbIMU [14]. B TO XXe BpeMs cyle-
CTBYIOIIIME METOJbl TMO3BOJSIOT OJHO3HAYHO BBISIBISTH
He 6osiee 30 MyTaLUid.

2. Bricokasi TIporM3BOAMTENBLHOCTh. B oTimume ot Ka-
MWUISIPHOTO CEKBEHUPOBAHMSI, TPU KOTOPOM MOXKHO
YCTAaHOBUTD NOCJIEA0BaTEIbHOCTh He 6osiee 1000 Hykieo-
TUJOB, pasanuHble maTdopmbl NGS criocoOHbI 32 OTUH
3aMyCK OMNpPEeNeNsITh OT HECKOJBbKUX JAECITKOB ThICSIY
JI0 HECKOJIbKUX MWIJIMApA0OB HYKJIEOTUIOB B 3aBUCUMO-
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Tabnauya. CpasHenne pacnpocTPpaHEHHbIX METON0B AHAIN3A NocienoBaTeabHocTn JTHK

MCTO,[[ MyJII)TI/Il'[HeKCHOCTL HpOI/IBBOI[I/ITeIII)HOCTI) CronMocTh Bo3MoxHOCTB

(aHaIM3 OOJIBIIOTO (aHaIM3 OOJIBILIOTO (rIpu nepecyeTe Ha KOJIUYECTBO OOHapyXeHUst
KOJIMYECTBAa MaPKEPOB) KOJINYeCTBa 00pa3L0B) aHATM3UPYeMbIX MapKEePOB) HEU3BECTHBIX MyTaLlMi

[P Hwuskasa CpenHsis Huskasa Her

(pa3auuHbIe

Moau(pUKALIIN)

MuKpouurbl Bricokast Huskas Bricokast Her

Kanunnsproe Bricokast Huskas Bricokast Ectb

CEKBEHUPOBaHUE

(rmo CaHrepy)

NGS OueHb BBICOKAs OueHb BBICOKAs Huskas Ectb

CTH OT CTOSIIIIMX TIepen MCCiemoBaTeneM 3amad. biaro-
Japsi BEICOKOM TTPOU3BOIUTEILHOCTA BO3MOXKHO TECTH-
poBaHUE Ccpa3y HECKOJBKHMX TeHETHUECKUX 3a00JIeBaHUI
V HECKOJIBKUX IECSITKOB TAIMEHTOB 3a OMHY DPEaKInio
CEKBCHUPOBAHMS, YTO 3HAYUTEILHO CHITKAET CceOeCTOU-
MOCTb aHanu3a [15].

3. YysctButenbHOCTb. NGS TeXHOJIOTUSI MO3BOJISIIOT
HaxOIWUTh MYTAIlNH, TIPENCTaBJICHHBIC JIUIIb B HEOOb-
IIOM TTOMYJISIIIUY KJIETOK aHAJIM3WPYeMOTo OroMaTepy-
ajga, 4To BaXHO npu AuddepeHIMabHON TUarHOCTUKE
PaKOBBIX omyxoJeit [16].

OpnHako TexHosorusi NGS umeeT psii HeJ0CTaTKOB.
B mepByto odepenb, 3TO MO-TPEXHEMY 3HAYUTEIbHAS
CTOMMOCTh OOOpYIOBaHUS U pearcHTOB. BcnemcTBue
BBICOKO TTPOU3BOIUTEILHOCTA METOa BOZHUKAET TTPO-
OyleMa aHayM3a NAHHBIX, BKITIOYAIOIIETO OIICHKY Kade-
CTBa TPOYTCHUS, ITOMCKA MYTallMil | IMOJIMMOPGHBIX
BapuaHTOB. [IJIsI petreHusI 3Toi Tpo6IeMbl HEOOXOIUMO
CO3/IaHNEe TTPOrPAMMHOTO 00eCITeYeHM s, TTO3BOJISIONIETO
HETIOCPEACTBEHHO Bpady, He oOJamarolleMy 3HaAaHUSIMU
B 00yacTl GMOMHGMOPMATUKY, aHAJTU3UPOBATh TTOJTyJCH-
HBIC Pe3yJIbTaThl. BobIoit 06heM TOTyJIaeMbIX TaHHBIX
TpeOyeT HATMIUS CJIOXKHON KOMITBIOTEpHON MHMPACTPYK-
Typsl [17]. DTa npobyieMa, B EPBYIO O4Yepeb, KacaeTcs
TMAHHBIX TTOJITHOTEHOMHOTO CEKBEHWPOBAHUS W B MEHb-
e CTETICHN — TapreTHOTO PeCeKBEHUPOBAHMS.

I[ToMUMO YMCTO TEXHUYECKMX 3amad, OCTAIOTCS BO-
IIPOCHI TIO TIPOIleNype TMPOBEACHUS BaIUIAIIMU MeToma
NGS ans K1MHUYeCKOro npuMeHeHus. B pasHbix cTpa-
Hax COOTBETCTBYIOIIME TIPOIETYPHl MOTYT HEMHOTO pa3-
JIMYAThCS, OMHAKO K METOAMKAM, WCITOJIb3YeMbIM B KITH-
HWYECKOW JTabopaTOpPHOM IMATHOCTHUKE, ITOBCEMECTHO
MPEIbSBASIOTCS 3HAUYUTEJIBHO 0oJjiee cTporue TpedoBa-
HMS, 4eM K pe3yiibTaTaM HayJHBIX MCCIeMOBaHUN. DTU
BOITPOCHI aKTMBHO O0CYXKIAIOTCSI, ¥ TTOSIBJISTIOTCST TIEPBBIE
pekoMmeHaaluu no Banuaauuu NGS.

Wcnonb3oBaHue pelieHUid Ha OCHOBE TEXHOJIOTUI
NGS kak noaTBepxaarouiero Tecta mpu HeoHaTaJIbHOM
CKpMHWHTE MOXET 3HAYUTEJIbHO VIYYIIUTh KadecTBO
TTPOBOAMMBIX MCCIICIOBAHUIA, a TAKXKE COKPATUTh BPEeMsI
IO TIOCTAHOBKY JMarHo3a TP WCITOIh30BAHUM TE€HETH-
YeCKON JIMarHOCTUKY yXKe Ha BTOPOM 3Talle CKpUHUHTA

cpeny MalveHTOB C MOJOXUTEIbHBIM I MOTPAaHUYHBIM
pEe3yabTaToOM MEepBOro 3Tamna.

B pamkax npoekrta «HeonatanbHast NGS-reHonuar-
HOCTHMKa», 3allyllleHHOTro KOoMIlaHuel Sequoia genetics
I'K Ankop buo Ha OCHOBE TEXHOJOTUM TapreTHOro 060-
raiieHusi, Obulia pazpaboTaHa MaHesb 715 CEKBEHUPOBa-
HUSI KOAMPYIOIIMX YacTeil TeHOB, OTBEYAIOIIMX 3a pa3-
BUTHE Tpex 3a0o0sieBaHUii, BKIIOYEHHBIX B MPOrpaMMmy
00513aTe/IbHOr0 CKPUHWHTAa HOBOPOXJAEHHbIX B Poccuu:
MYKOBUCIMA032, (HEHWIKETOHYPUU U rajlaKTO3EMUU.
DT MOHOTEHHbIE 3a00JIEBaHUSI MOTYT ObITh BbI3BaHbI
COTHSIMU PAa3IMYHBIX MYTAlWii, YTO I€JaeT CEKBEHUPO-
BaHUE 11eJ1ecO00pa3HbIM M5l X uaeHTudukauu. B o6-
el CIOXHOCTU B TPEX F€Hax, CBSI3aHHBIX C BO3HUKHO-
BEHMEM 3TUX 3a00JIeBaHUI, M3BECTHO OKOJO TPEXCOT
MyTaluid, JOCTOBEPHO aCCOLMMPOBAHHBIX C Pa3BUTUEM
TSDKEJbIX KIIMHUYeCcKUX ¢opM. JJisl MOBBILIEHUS] TPOU3-
BOAUTEJIbBHOCTH W CHUXEHUsI ceOeCTOMMOCTM aHaiu3a
Obljla MCMOJb30BaHa TEXHOJIOTUSI MOJIEKYJsSIpHOro 6ap-
KOIMPOBaHUSI OOpPAa3LOB, MO3BOJISIIONIASl OCYIIECTBUTh
TECTUPOBAHNE HECKOJIBKO JIECSITKOB MAIlMEHTOB 3a OHY
MOCTAHOBKY aHanu3a. s objeryeHus mpouecca aHa-
Jiu3a pa3paboTaHoO MporpamMmMmHoe obecriedyeHue st 00-
paboOTKU 1 BU3YyaIM3allMK OOHAPYKEHHBIX TEHETUUECKUX
BapuaHToB. Ha JaHHbBIA MOMEHT TEXHOJOTHUSI TTPOXOAUT
WCTbITaHUSI Ha peasibHbIX obpasuax JAHK naunueHToB
U3 POCCUMCKUX KOJUIEKIIMI W PerucTpoB. 3aBepuieHueM
pa3paboTKu OyAeT SABISIThCS BepubUKalMs U BaTuaalus
peuieHust JUisi NPUMEHEHMS B KITMHUYECKON MpPaKTUKE.

SAKJTIOYEHUE

Bbraronapsi moCTOSIHHO CHUXAIOIIEHCSI CTOMMOCTH,
BBICOKOI MPOU3BOAUTENIBHOCTH, a TAKXKE IIMPOKUM BO3-
MOXHOCTSIM MYJIBTUIUIEKCUPOBAHUS 10 0Opasiiam U Te-
CTUpYeMbIM pernoHaM TexHosoruss NGS B Onvxaiiliem
OynyleM AO0/KHA TMPUNUTU HA CMEHY LEJIOMY CIEKTpY
metonoB JIHK-nuarHoctuku. B cBolO ouepeab BHempe-
HUE METO/Ia TapreTHOTO PEeCeKBEHUPOBAHUSI ISl TECTHU-
pPOBaHUSI COLMATbHO 3HAYMMBIX MOHOTE€HHBIX Hacje.-
CTBEHHBIX 3a00JieBaHUIl, BKIIOYEHHBIX B IPOrpaMMy
00413aT€JIbHOTO  HEOHATAJIbHOIO  CKPUHMWHIA, MOXET
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NMEPUHATOJIOrMsI U HEOHATOJIOIns

3HAQYUTEJBHO YJIYUYIIUTh KAa4eCTBO IMArHOCTUKU 3TUX
3a00/ieBaHUIl U CTaThb OTMPABHOW TOYKOW B Mpoliecce

JINTEPATYPA
1.

Burgard P., Cornel M., Filippo F.Di et al. Report on the
practices of newborn screening for rare disorders implemented
in Member States of the European Union, Candidate,
Potential Candidate and EFTA Countries. 2012; 238.

Therrell B., Lorey F., Eaton R. et al. Impact of Expanded
Newborn Screening — United States, 2006. MMWR Morb
Mortal Wkly Rep 2008; 57: 1012—1015.

Marian A.J. Medical DNA sequencing. Curr Opin Cardiol
2011; 26: 3: 175—180.

The Future of NGS Market Study. Cambridge Healthtech
Institute, 2011; 57.

Metzker M. L. Sequencing technologies — the next generation.
Nat Rev Genet 2010; 11: 31—46.

Gnirke A., Melnikov A., MacGuire J. et al. Solution hybrid
selection with ultra-long oligonucleotides for massively
parallel targeted resequencing. Nat Biotech 2009; 27: 2: 182—
189.

Mamanova L., Coffey A.J., Scott C.E. et al. Target-enrichment
strategies for next-generation sequencing. Nat Methods 2010;
7:111—1118.

Jones M.A., Bhide S., Chin E. et al. Targeted polymerase chain
reaction-based enrichment and next generation sequencing
for diagnostic testing of congenital disorders of glycosylation,
Genet Med 2011; 13: 921—932.

IIUPOKOTO BHEAPEHMST TEXHOJOTUU B KIMHUUYECKYIO Jia-
0OpaTOPHYIO TTPAKTHUKY.

16.

17.

. Cystic

Hollants S., Redeker E.J., Matthiis G. Microfluidic
amplification as a tool for massive parallel sequencing of the
familial hypercholesterolemia genes. Clin Chem 2012; 58:
717—724.

. Clark M.J., Chen R., Lam H.Y. et al. Performance comparison

of exome DNA sequencing technologies. Nat Biotechnol
2011; 29: 908—914.

. Casci T. DNA sequencing: exome sequencing technologies

compared. Nat Rev Genet 2011; 12: 741.

. Veltman J.A., Brunner H.G. De novo mutations in human

genetic disease. Nat Rev Genet 2012; 13: 565—575.

. Banerji S., Cibulskis K., Rangel-Escareno C. et al. Sequence

analysis of mutations and translocations across breast cancer
subtypes, Nature 2012; 486: 405—409.
Fibrosis Mutation Database.
sickkids.on.ca/app

http://www.genet.

. Kingsmore S.F., Lantos J.D., Dinwiddie D.L. et al. Next-

generation community genetics for low- and middle-income
countries. Genome Medicine 2012; 4: 25.

Desai A.N., Jere A. Next-generation sequencing: ready for the
clinics? Clin Genet 2012; 81: 503—510.

Baker M. Next-generation sequencing: adjusting to data
overload. Nature Methods 2010; 7: 495—499.

IMoctyruna 21.02.13

POCCUMNCKWI BECTHUK NMEPUHATOJIONN U NEAVATPAU, 2, 2013



