AETU BYAYLWETO: IMI'T PACCKAXKET
O 300POBbE PEBEHKA
A0 HACTYTUIEHWA BEPEMEHHOCTW

CospemeHHble mexHoMo2uU MeBUYUHCKOU 2eHemUKU NO38ONSIOM NPOBOAUMb He MObKO NPeHamanbHylo
(Dopodosyio), HO U NPeuMNAGHMAYUOHHYIO BUAZHOCMUKY MHO2UX HacnedcmeeHHbIX 3aboneeaHud. [ina ce-
mell ¢ HacnedcmeeHHbIMU GonesHAMU npeumMnaaHmayuoHHas duazHocmuka moxem 6bimb eduHcmeeHHoUl

B803MOXHOCMbIO poxdeHua 30oposozo peberka. Ymo makoe [1[T? Komy oHO NoKasaHo u 8 4em e2o noss3a?
Ha smu eonpocei omeemuna Xanna WeanosHa MuxkuHa, 2aeedylowuii nabopamopueli monekynapHol 2eHemu-
Ku MepuHamansHo20 MeOUUUHCK020 yeHmpa «Mames u dumsay,

- XanHa WeaHnosHa, eébl AenAemecy eedywjum cneyua-
nAucmom 8 obnacmu npeuMnnIaHMAayuoHHol zeHemuyecKoll
duazHocmuku 8 Poccuu. U Ham uzeecmHo, Yymo 3HameHuUmMas
amepukaHckaa komnaHua lllumina o6vasuna eam ceoiw 6na-
aoaapnocmb 30 eKnad 8 pazsumue npeumnnaimayuoHHoz0
2eHemuyecKozo uccnedoeaHusn 3M6puouoa 8 Poccuu u npu-
3Hana eac key opinion leader npemnnaHmayuoHHozo zeHe-
muyecKoz0 CKpUHUH2a 8 Hawell cmpaHe. Pacckaxcume e 08yXx
cnoeax, Ymo makoe npeumMmnaaHmayuoHHoe 2eHemu4yeckoe
mecmupoeanue (NI'T)?

- 3TO reHeTUYeCKoe uccnefoBaHne aMOpuoHa, KoTopblin Obin no-
NYYeH NyTem OnNoAoTBOPEHNA ANLEKNETKN CNepMaTo30MAaOM BHe
OpraHv3Ma matepu, B Nporpamme 3KCTpakopnopansLHoro onnogoT-
sBopeHna (IKO). Moka 3mMBpUOH HAXOAUTCA B CNeunanbHoi Yalke,
OT Hero 3abupaloT (BUoNCMpYIOT) HECKONBKO KNEeTOK U OTNPaBnAioT
B nabopatopuio Ha TeCTUpoBaHne. IMOPUOHLI KPUOKOHCEPBUPYIOT.
Korga pe3yneTat aHanu3a rotoe, Mbl y3Haem, Kakune BMGDMOHbI 300-
POBbIE Ha fAaHHbLI MOMEHT pa3BuTUA. [1NA aHanv3a, B OCHOBHOM, be-
PYT KNeTkn ambpuoHOB NATOTO HA Pa3BuTUA. Korga npuxoauT epe-
MA NepeHoca aMOPUOHOB B NONOCTbL MATKN KEHLWHBI, TO BbIGUpaloT
TONBKO IMOPNOHBI 683 reHeTUYECKNX OTKNOHEHWIA, Pa3MopakmealoT
W OCYLWEeCTBNAIOT NepeHoc.

[T a3MOpPUOHOB — 3TO COBPEMEHHaRA TEXHONOTWA, U ee HeBOo3-
MOMHO NpoBecTw 6e3 cneLnanbHOro reHeTUYeckoro obopyaoBaHuA.
OHO 0NKHO OTBEYATh BCEM COBPEMEHHbIM TpeboBaHWAM: BbICOKas
TOYHOCTbL, AOCTOBEPHbLIE pe3ynbTathl, HAOeMHOCTb, KOMMAKTHOCTD,
NerkocTb W NpPocToTa UCNONb3OBaHWA. BceMW 3TUMKU KayecTBamu
obnapaloT cekBeHaTopbl HOBOro nokonexHna. B Hawewn naboparo-
Py Ha ,anHbllﬁ MOMEHT MBI NCNONb3yem CeKBeHaTop KOMMNaHWUK
Illumina. Ho coBcem HepaBHO MHe npepnoxunn Ha anpobaumio
cekgeHatop komnaHum Thermo Fisher Scientific. Mel yxke nposenu
pPAA WCCNeoBaHWA Ha Hem, NONYUYNIn AOCTOBEPHbIe pesynbraThl
N [ONOKMAN O HUX Ha BCepoCCMCKOW KoHdepeHuuwn B Cyspane,
NOCBALEHHON CeKBEHMpPOBaHWIO. B HacToAlee BpemMA UCNbITaHWUA
npoaonxatTca. A HaflecCb, OHW CKOPO 3aKOHYaTCA U 3TOT npnﬁop
Mbl CMOMeEM C YBEPEHHOCTBLIO UCNONbL30BaTh ANA npenmniaHTaywn-
OHHOTIO TeCTMPOBAHWA 3M6pHOHOB.

- To ecmb, No cymu, 3mMo camas PaHHAA npoguaakmuka
epoxdenHoll U HacnedcmeeHHol namosozuu, Komopas cyue-
cmeyem Ha cez00HAWHUL OeHb. A KOMY NoKasaHo nposedeHue
makozo mecmupasanus?

- MNpexpae Bcero, napam, y KOTOpbIX B aHamHese ObinKu cayyam
pOXOeHWA feTeln ¢ HacneAcTBEHHOW W BPOMXAEHHOW natonorven,
nmbo Tem napam, B KapuoTune KOTOPLIX UMeloTca cbanaHcMpoBaH-
Hble XpomocomHble abeppauun. NIT pekomeHayeTca NPOBOAWTL
napam, y KOTOpbix B aHamHe3e 6binK cnyyan Ny3bipHOTo 3aHOCa, He-
BblHallWBEaHWe GEPEMEHHOCTH, B aHaMmHe3e KOTOopbIX 6bino 21 6onee

HeyfaauHblx nonblTok 3KO. U KoHe4yHo, napam, B KOTOpPbIX Bo3pacT
MeHLMHbI NpesbiwaeT 35 ner.

- Kakaa zeHemuyeckaa namonozusa Yyauje ecezo ecmpeyaem-
cAay nodeii?

~ XpPOMOCOMHbIE W3MEHEHUA KapuoTuna — caman pacnpocTtpa-
HeHHan reHeTUYeckasn natonorna. Ha gaHHbIA MOMEHT HaCcuUMUThIBaAIOT
oKono 800 BapWaHTOB XPOMOCOMHBIX aHOMANKWIA, CBA3AHHBIX C N3Me-
HEHWEM YMCNa XPOMOCOM MW MX CTPYKTYPbI.

- K yemy mo2ym npueecmu xpoMocOoMHble HapyuweHus e Ka-
puomune?

& -

- HapyweHue xpomocomHoro Habopa y ambpuoHa/nnoaa mo-
XeT ABNATBCA NPUYMHON OCTAHOBKW pa3BUTUA OGepemeHHOCTW,
a Takxe NpUBOAWUTL K CaMONPOKM3BONBHOMY ee npepbiBaHuio. Cne-
AyeT OTMETUTb, YTO PUCK PoXAeHNA pebeHKa C XpOMOCOMHOI naTo-
norven ysennumBaeTcA ¢ BO3pacTom matepu ctaplue 35 net. Msme-
HeHue penpoAyKTUBHOIO NoBefeHus Yenoseka (3auacTylo BospacT
nepBOPOXKEHUL| CTan NpesbillaTe 35 neT) TpebyeT HOBbLIX NOAXOA0B
K paspaboTke NpoGUNaKTUKW BPOXAEHHOW W HacnencTBEHHOWM
natonorun y notomctea. OcobeHHo 370 aKTyanbHO y MauueHToB
nporpammsl BPT, y KOTOpbIX HapyLWeHUA B KapuoTHne BcTpedaloTcs
B pasbl Yalle, Yem B NonynaLmn.
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IMBpuoH Mymcko2o nona ¢ Goneansio fayHa, svigenenHsIt memodom NGS. Mpogune xpomocomsl 21 coomeemcmayem 3 konuam GaHHol XpomMocomsl.

- Kakoli memod npeumnnaHmayuoHHoli duazHocmuku Xpo-
MOCOMHBIX aHomanuii y SMﬁpHOHOS AsnAemcAa cameim cospe-
MeHHbIM Ha Ce200HAWHUL JeHb?

- 370 METO[ BbLICOKONPOW3BOANTENBHOINO CEeKBEeHW pOBaHHH
(NGS - Next Generation Sequencing).

- Pacckaxume nodpobHee 0 npeumMnIaGHMAYUOHHOM 2eHe-
muyeckom mecmupoeaHuu smum Memodom. Yem npuHyun me-
moda NGS omnuyaemca om dpyzux memodoe M T?

- 3TUM MEeTOAOM aHaNN31PYI0T OHOBPEMEHHO BCe 24 XPOMOCO-
Mbl. [laHHbIA MeTof] Gonee YeTKO yKa3biBaeT He TONBKO Ha aHeynnoun-
AWV (HAapyLeHWA B YACie XPOMOCOM), HO U Ha Hanuune peneuunin/
AynAvKauwin, Mmo3anuuama, 4to noleonset eibpate bonee «yeTKo»
3f0poeble 3MBpUoHLl AnA nepeHoca. NpuHumn metoga NGS npuH-
uvnuanbHo oTanuaeTca oT Apyrux metogoe MIT. JauHbld meTopn
OCHOBaH Ha onpefeneHn NocneaosaTeNbHOCT HYKNENMHOBbIX KAC-
not. 3T0T MeTof B nocneHee Bpema Bce bonbiue BuITeCHAST gpyrue
meToabl NMIT 1 Haxogut 6onee WUPOKoe NpUMEHEHUE B KNWHMKaX
BPT 3a pybeom. PasHble nccnegoBatenu yxe fokasann 6onblme
npeumyuecTea npumeHeHus NGS no cpaBHeHMIo ¢ ApYrMMin MeTo-
AaMn MccnefoBaHna,

- Kaxdaa nu knunuka KO umeem ceoio 2eHemuyeckyio na-
6opamopuio, Komopaa npogodum npeumnaaHmayuoHHoe me-
cmupoeaHue 3mb6puoHos?

- HerT, He KaXaasa KNMHWKA MOXeT NO3BONUTL cebe MMeTb Takyio
nabopatopuio. ANA 3T0r0 HYKHO K loporocToalee obopyaoBaHue,
W Hanuuue KBanuOUUWPOBAHHLIX CNEeUWanucToB, BAAAEIOWNX
metogamu M. uarHocTnka Ha kneTkax amOpUOHOB NPUHLUMNK-
anbHO OTAn4YaeTcA OT AWArHOCTUKW, HanpuMmep, KnNeTok KpoBW.
Ana MNIT nonyyaoT oveHb Mano buonoruyeckoro matepwana, Bce-
ro HECKONBKO KNeTOK.

- Kak INI'T yny4waem ucxodsl npozpammsl 3K07?

- lMpexpe Bcero, CHUAKALTCA PUCK poxaeHUA bonbHoro pebeHka
€ XPOMOCOMHOI natonoruei. MPoueHT yAauHbIX UCXOAOB Nporpam-
mbl BPT ¢ NI'T poxogut ao 70%, a penpoAyKTUBHbLIE NOTEPN (BbIKK-
AbiwKn) B nporpamme 3KO CHWKAIOTCA B pasbl.

- [0e MOXHO nony4yume ebiICOKOK8anuguyuposaHHylo no-
mMowe BPTcNIIT?

- MponTn nporpammy KO W cpasy nposepuTb cBon 3mbpu-
OHBbl Ha natonorunio metopom NGS MoXHO B Hawem [lepuHaTanb-
HOM MeAWLUWHCKOM UeHTpe rpynnbl KomnaHuin «MATb W OUTA»,
Y Hac cambli Gonbluoi onbiT B obnacTy NI 3TuM MeToAOM, XOpoLWKe

pesynetatel. CobcTBEeHHO, 3a 370 lllumina n obbaBuna bGnaropap-
HOCTb Mocie aHanu3a Hawei paboTel 3TMM meTogom. Xouy aoba-
BWUTBb, YTO Haw AvpekTop, akapnemuk PAH Mapk Apkaabeeuy Kypuep
ocoboe BHUMaHWe ypenseT BHe[PeHWIO B Haly NOBCEAHEBHYIO
NpakTUKY HOBbIX NepefoBbiX MeanLUHCKNX TeXHONOrMiA ANA Toro,
4yToOblI HALKM NAUWEHTLI MO NMONYYaTh HEe NPOCTO MedWUMHCKYIO
NOMOLb, @ NOMOLLb CaMbIMW COBPEMEHHbIMW MeTofamu. )
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AJIbBUNOINEH

illumina

lllumina — coBepLUeHHbIE peleHnA
AN reHOMHbIX UCCnefoBaHUi U ANAarHOCTUKN

KomnaHnma AnbGuoreH, saenasck oduumanbHbIM
npeacrasutenem lllumina, okasbiBaeT ycnyru no
npoaaxe, TEXHUYECKON NoaaepXKke W rapaHTUAHOMY
obcnyxuBaHuio npogykumm lllumina Ha TeppuTopum
Poccuu, Benopyccuu, Kasaxcrana u Yabekucrtana.

CekBeHvpoBaHue ans nobbix 3agaqy
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