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BoisiBUTH 00J1€3Hb Y SMOPHOHA

Cneyuanucmsi HIM meduyuHckol 2ceHemuku 8 Tomcke nomoz2arom duaz2Hocmuposamse Hac1edcmsaeHHyo Namoso-
2uto euje 0o HacmyneHus 6epemeHHOCMU, UCNO/b3Yys HOBbIL 60/1ee MOYHbIL Memod UCc1edoBaHUs XpOMOCOMHO20
Habopa 3mbpuoHa npu ocyujecmsneHuu IK0. 3ma mexHono2us no3soasem He kKacamsCs IMOPUOHA, a UCNO/b30-
s8amsb 0714 aHanu3a sHeknemo4Hyro [JHK, codeprcauyroca 8 #udkocmu 8 N0A0CMU pa3suBauUe2oca 3apodsbiwa.

O nepcnekmusax memooduku koppecnoHdeHmy «MB» Onbee KobepHuk paccka3an pykosodumesns 1abopamopuu
yumoeeHemuku HUN meduyuHckoli ceHemuku Mizope JIEBE/IEB.

— Heops Huxonaesu4, kxmo nep-
8bLM NPEANONCLIL LUCNONB308AMD O/
ananusa He /IHK knemku camozo
ambpuona, a eHekaemounyto JTHK?

— B 2013 rozy BbIllUIa NepBas
Iy GJIVIKATIVIS UTATbTHCKUX UCCIIEZ0-
BareJsieil, KOTopble 0GHAPYKWIH, UTO
BHYTPUY Pa3BUBAIOLIET0CS 3apOZbIIIa
Ha paHHUX CTaUAX OHTOreHe3a (Ha
4—5 feHb) TOABJIAETCA KUJKOCTD,
B COCTaBe KOTOPOU eCTh MOJIEKYJIBI
JHK. OHu nonazaroT TyZa U3 Kiie-
TOK, KOTOpble HAYMHAIOT OTU0AaTh,
paspymaThes, 3TO HOpMabHbIH IIPO-
11ecc KJIeTouHoM aAnddepeHIpoB-
KU Ha J]aHHOM 3Tarle pa3Butus. U
nosiBUiIach uzed, uro oty JITHK MmoxxHO
HCIIOIb30BAaTh I IUaTHOCTUKY XPO-
MOCOMHBIX OCOOEHHOCTel caMoro
SMO6pHOHa.

Ho BO3HHMK BOIIpPOC: IIOCKOJBKY
o10o JJHK 13 morubIiumnx KJIeToK, TO
HACKOJIBKO OHA peasibHO [Pe/ICTaBIIIET
reHeTHYEeCKUH COCTaB COXPaHWBIIMX-
€A KJIETOK? DTOT BOIIPOC U ABJIAETCA
IIpeZIMETOM HalllUX UCCIeZ0BaHUM.

— Iouemy Henwb3s npocmo 6pame
KJemku 3apoodbiuid, Kak deaarom
uccnedosamenu cetiuac?

— Bo-11epBBIX, He Bcerzia Mbl MOKEM
MIPOBECTH GUOTICHIO SMOPUOHA, YaCTO
€CThb PUCK, YTO SMOPHOH MOXKET OCTa-
HOBUTBHCA B Pa3BUTHH, TI03TOMY €My
MIPOTHBOIIOKA3aHa Jitobas JAOMOTHU-
TeJIbHas MaHUITY/IALNA.

Bropas npo6iema 6uoricu sMGpro-
Ha — reHeTrdeckas. Ha paHHux sTa-
ax SMOPHOHAIBHOTO Pa3BUTHA OYeHb
BBICOKA YaCTOTa XPOMOCOMHOTO MO3aU-
uusMa. OTO CUTYyalusA, Korja ofHa
KJIeTKa UMeeT OJJHy MyTalluIo, Apy-
rasg MOXeT UMeTb JAPYTYIO MyTalUIo,
TPEThs UMeEeT HOPMaJIbHBIM XpPOMO-
COMHBIH Habop. Mo3zaraHbt 60% 3apo-
JIBIIIEH YeToBeKa, KOTr/Ia OH COCTOUT U3
8 kieToK. MBI MO)XeM BBIIBUTb MyTa-
LIVIIO B OJHO KJIeTKe, a IPyTHe KJIETKU
OyyT HOPMAaJIbHBIMU, U 3TOT 3MOPH-
OH JIUIIIaeéM BO3MOXXHOCTH Pa3BUTHA.
Eine xy>ke, KOria IpoOUCXOAUT HA060-
POT: uccienyeMas KjieTKa He HeceT
MyTalyi, a B OCTaBIINXCS OHU €CTb.

— IMonyuaemcst, ymo 3a6op ncuo-
Kocmu 8 makux cy4asix 6ezonacHee?

— 3ab0p KUIKOCTU U3 MTOJIOCTU
3MOPHOHA — 3TO TPOLEAYPa, KOTO-
pas y»Ke MHOT0 JIET IPOBOZAUTCA Tpa-
JUIMOHHO Tiepe] 3aMOpO3Koii 61a-
crouucT. He Bce SMOPUOHBI B paMKax
OJJHOTO IIMIKJIa [TePEHOCATCS XKeHIITH-
He, YaCcTb MOKHO 3aMOPO3UTh 1 OCTa-
BUTB /1A CJIe[YIOLIUX IIOTIBITOK, eC/IN
mepBas 6epeMeHHOCTh He COCTOSI-
Jiach. YTOOHI IIPH pasMOpakuBaHUN
He IIPOM30IIUIO pa3pylleHue KIeToK,
JIVIITHASA YKUAKOCTb OTCAChIBAETCA U
BhIOpackIBaeTcsA. JTa mpoleaypa B
CTPOTOM CMBICJIE HE SBJISIETCS HEWH-
Ba3UBHOM, TIOTOMY YTO €CTb IIPOKOJI,
HO HapylLIeHUs KJIeTOYHOI'o CoCTaBa
He IIPOUCXOJUT.

— A /THK wcudkocmu coomeem-
cmeyem zeHemu4eckomy Habopy 8cex
KJIemok cpasy?

— JTO MBI XOTUM y3HATh B X0Ze
HccieoBaHUA. VITaIbAHIIbI TOKA3aIH,
uyro BHekserouHas JIHK ectp, ¢ Heit
MOXHO paboTtaTtb. Ho oHU He oka3ay,
KaKUM KJIeTKaM OHA COOTBETCTBYeT —
TOJIBKO [TOTHOIIIVIM VIV ¥ OCTABLIMMCS.
B yem mziest Harteli pa6oTel? C comiacus
PpoauTeNeit Mbl UCCeZlyeM SMOPUOHEI,
KOTOpBIE He TIPUTOJHEI /1711 IlepeHoca
110 MOP)OJIOTUYECKUM KPUTEPUAM 1
JIOJDKHBI OBITh YTWIN3UPOBAHHBL. MEI
6epeM KJIETKH, OKPYKarolyie SMOPUOH
(xJ1eTKY TPOGIKTOZEPMBL, U3 KOTOPBIX

bopmupyeTca IiarieHTa), KIeTKU BHY-
TpeHHel KJIeTOYHON MacChl, KOTOPhIe
JIa10T Ha4yasIo 3apO/bIILY, U XKUJKOCTb.
W Ha Tpex ypoBHAX CMOTPHM, €CTh JI
COOTBETCTBHUA 110 COCTABY XPOMOCOM-
HOTO Habopa.

Ecimm Mbl aHa/mmM3upyeM 1—2 KieT-
KU C LIeJIbIO BBIABJIEHUsA HapyIIeHUH
10 BCEM XPOMOCOMaM, TO He 3HaeM,
4TO OCTaJIOCh B ZIPYI'MX KJIeTKax. B
cuTyaumu e, korga JIHK nonazaer B
KUZIKOCTb U3 Pa3HbIX KJIETOK, TOYHOCTh
CTaHOBUTCA BBILLIE, IPUYEM MbI MOKEM
B3ATb HECKOJIbKO KJIETOK U KUJKOCTb
OJJHOBPEMEHHO.

— Kaxumu memoouxamu 6bL noJib-
3yemecs 8 cB0UX UCCIe008AHUX?

— Mertozgyika, KOTOPYIO MBI UCITOJIb-
3yeM /i XPOMOCOMHOI'O aHa/Iu3a,
— OTO CpaBHUTEJbHasA reHOMHasA
rubpuauzanusa. MUKpodYuIoBoe
HCCIe[lOBaHKe O4YeHb [J0pOro, He
BCe KJIMHUKU, KOTOpBIE IIPAKTHKY-
10T JOMMILIAHTaLlMOHHYIO JUarHo-
CTHKY, UCIIOJIb3YIOT TAKHE METOJBL.
EcTb 6osiee IIpOCThIe TEXHOIOTHU,

YTOOBI MOCYUTATH YUCJIO XPOMOCOM,
HanpuMep, FISH-guarsoctuka Ha
5—7 XpOMOCOM, — JJIs1 BBIABJIEHUA
pacIipocTpaHeHHBIX XPOMOCOMHBIX
AHOMaJIUH, KOTOpBle KIMHUYECKU
CBA3aHBI C cUHApoMaMu /JlayHa,
[Taray, dxBapaca. Ho aucbanasc mo
BCEM OCTaJIbHBIM XPOMOCOMAaM OCTa-
eTcs IIPU 3TOM He3aMe4YeHHBIM, U
3MOPHOH MOXKET WK BOOOIIIE He IPU-
YKUTHCS, WIM IPOU30HET BHIKUZIBIII.
[IpenMmyIiecTBa MUKPOYHIIOB B TOM,
YTO MBI aHAIM3UPYEM BCE XPOMOCOMEL
OZIHOBpeMeHHO. Takas JUarHOCTHKA
— TpaAWIMOHHAsA, C UCIO0Ib30BaHMU-
eM 6;1acTOMEpOB, a He BHEKJIETOY-

Holt JIHK — npumeHseTcsa ceiiyac
TOJIBKO Ha Hallel 6a3e U B MOCKOB-
cxkoM Hay4HOM LieHTpe aKyliepcTBa,
TMHEKOJIOTUM U IepHUHATOJIOrUU
uM. B.1. Kynakosa.

Korza B Tomcke 3aroBopuim o
CO37IaHUH TTIEPUHATAIBHOTO LIEHTPA,
JVPEKTOP HAIlero MHCTUTYTa aKaje-
muk PAH Bastepuii [1aBnoBud [Ty3bipeB
PelIwI, YTO 3TO yUpeskAeHue JOK-
HO TECHO COTPYAHUYATb C MHCTUTY-
TOM, YTOOBI 06eCIeYnTh IUKIE DKO
reHeTUIeCKUM COIPOBOXKJEHUEM.
Takyto uziero IPUHSIH, U MBI paboTa-
€M TpeMA KO/UIeKTUBaMu: VIHCTUTYT
MeJVIMHCKOM FeHEeTHKY 0becrieurBaeT
TecTUpoOBaHue, Ha 6aze O6IacTHOTO
MIepUHATAIBHOTO IIeHTpa POBOAATCS
obcIeoBaHue, MTOArOTOBKA YKEHIIH
u cama ripouegypa DKO, a smGpurosto-
TUYECKYI0 COCTABIIAIOIIYI0 0becreyy-
BaIOT cllelnaaucThl KpacHosapckoro
IleHTpa peNpOAYKTUBHON MeIVIIHEL.

Ha uccneoBaHnsa BHEKIETOYHOMN
JIHK Hawm BhiziesieH rpadt PO®I cpo-
KOM Ha Tpu roga. MeTroauka yBenu-

YuBaeT MaciTab vcciaeoBaHUN U
TOBBIIIAET MTHPOPMATHBHOCTD OLIEHKH
TeHEeTIYECKOro KayecTBa SMOPHOHOB—
9TO /IOTIOJTHUTEIbHBINA UHCTPYMEHT,
KOTODBI TI03BOJIUT BpayaM IIPUHATH
BEpHOE pellleHue.

— Ha kaxkoii 0eHb nociie onniodo-
meopeHus npogodumcs JuazHoCmu-
xa /THK ncudxocmu?

— O AVaTrHOCTHKE TTOKA TOBOPUTH
npexzieBpeMeHHo. Ceituac Heo6xo-
JIMMO TIPOBECTH Hay4YHyto paborTy, a
3aTeM KJIVHWYECKUe UCIBITaHUA, TT0
pe3y/ieTaTaM KOTOPBIX METOZ MOXKET
OBITb PEKOMEH/IOBaH /IS TIPaKTUYe-
CKOro IpuMeHeHus:. Vcenegosanue
IIPOBOAUTCA HA 4—>5 [IeHb, KOI/ja IOAAB-
JISIeTCS XKUAKOCTD U KJIETOK yke Gosiee
200—300. Ha aToti cTaZiy HaYMHAET-
s X «OTCeB». Boobiiie 5—6 ieHp —
3TO y2Ke KPUTUYECKHH ITeproz, KOraa
3MOPUOH HY)KHO MepecakBaTh, a ¢
MOMeHTa 3ab0pa MaTepraia Ha aHaIu3
Tpebyetcs 24 yaca. Korzia MbI ciBUraemMm
BpeMs JUarHOCTHKY Ha «IIOCTeAHUH
MOMEHT», Ha HaC HaYMHaeT paboTaTh
cama mpupoza. OHa «yOupaeT» HeKa-
YeCTBEeHHbIE SMOPUOHbI, OHU OCTAHAB-
JIUBAIOTCSA B Pa3BUTHU, CTAHOBUTCS
BU/IHO, YTO 3TO MaTepyas XyZLIero
KadecTBa. [103TOMY 3MOPHOJIOT MOXKET
0TOOpaTh /IS AUATHOCTHUKHU TE, KOTO-
PBle IeHCTBUTEIBHO SIBJIAIOTCSA KaHU-
JlaTaMy Ha IIepeHOC, YTOOBI MBI MOTTIN
y6eAnThCS, YTO OHU He TOJIBKO B MOP-
booriraecKoM IIaHe XOPOILH, HO ellje
Y C TeHETHKOU 37IeCh BCE B TIOPSIJKE.

— Ecnu npupoda cama «8bl6pako-
ebleaem» zeHemuyecku deghekmmoie
aMOpuUOHbL, Nouemy poxcoaromes
demu ¢ nopokamu pazgumus?

— I'ubesb 5MOPHUOHOB C XPOMOCOM-
HBIMH MyTaIAsIMU BHICOKA, HEKOTOpBIE
He IOKMBAIOT JI0 HACTyTUIeHus Gepe-
MeHHOCTY. HO CyIIeCTBYIOT THITHI MyTa-
L[1i1, COBMECTHMEBIE C IPOXOXKAEHUEM
3TamnoB BHYTPUYTPOGHOTO Pa3BUTHSI.
Harpumep, ripu cungpoMe JlayHa et
POXZAIOTCA, HO 3TO He 3HAYUT, YTO BCE
OpraHK3MBI CJIMIIHEH 21 XpoMocoMOH
TPOXOZAT OTOOP — JIETATBHOCTD TAKUX
3MOPHOHOB JOXOAUT 210 99%. DTH IIpO-
11eCCHl 00YCIOBIEHbI KIIMHUYECKUM
MOMUMOPPU3MOM, COUETAHUEM Pa3-
JIMYHBIX HAC/IE/ICTBEHHBIX U CPEJIOBBIX
(baKTOpOB, KOTOPBIE 0OECIIEYNBAIOT
BO3MOXKHOCTb Pa3BUTH.

— Kakoea npu smom pons nonu-
Mmopduzma?

— B cBoux ucciesoBaHUAX MBI
HCIO/Ib3yeM TEXHOJIOTHH, KOTOphIe
OuYeHb TyOOKO BHEAPSIOTCSA B HAII
TeHOM U BBIABJSIIOT TaKyI0 OCOOEH-
HOCTb, KaK mosuMopdusm. JIpyr ot
JIpyTa MBI BCE OTIMYAEMCs Pa3HbBIMU
COYETaHWSIMU HYKJIEOTH/IOB, U He BCET-
J1a M3BECTHA KIIMHUYEeCKast 3HAUMMOCTb
3TOM BaprabeTbHOCTH.

[MapasuiesbHO B Haleii taboparo-
UM 3aHUMAIOTCS U3yYeHUEeM LIUTO-
TreHeTUKU YMCTBEHHOM OTCTaIOCTH

y ZleTel: BBIABJIsIEM XPOMOCOMHEIE
U MUKPOXPOMOCOMHBIE ZIeEeKTHL y
neteti ¢ HeaubbepeHIMPOBaHHON
YMCTBEHHOHM OTCTajsOCThIO. DTO
CUTYyaIuH, KOTZIa BCe BO3MOXKHBIE
U3BECTHBIE (PAKTOPEl — CPEZOBLIE,
reHeTU4YeCcKue — HCKJIIOYEeHBI, Y
MaTepU HET BPEJHBIX MPUBHIYEK,
BO BpeMs 6epeMeHHOCTH OHa He
6osena, He IpUHKUMAaJIa JIEKAPCTBA,
POZOBBIX TPaBM He OBLIO, a IPobJIe-
MbI y pebeHKa ecThb. MbI TPOBOAUM
JVarHOCTHKY Y HAXOAVM IIPUYHHY —
MHUKPOCTPYKTYPHYIO XPOMOCOMHYO
MEPECTPOUKY, KOTOPast BHIBIISIETCS
TOJIBKO MUKPOYUITOBHIMHU TEXHOJIO-
rusamu. OHa 3aTparuBaeT PeruOHEI
XPOMOCOM, TZIe eCTh T'€HBI, UMeIo-
1ye OTHOIIeHHe K GYHKIIUY MO3ra.
CTaHOBUTCS TOHATHBIM, TOYEMY 3TO
npon3ornuio. Ho camoe 3arazioyHoe B
TOM, YTO B HEKOTOPBIX CJIy4asxX MbI
no06HbIe U3MEHEeHUsT HaX0AUM Y
poauTeel, KTMHUYIECKH abCOTIOTHO
3[0POBBIX.

TMocneauuii ciydai: pebeHOK ¢
YMCTBEHHO! OTCTaJOCThIO UMEET
JIMIITHIOIO KOTIMIO TeHa, ¥ TaKyIo XKe
MYTAIHIO IMEFOT ero mara 1 6abyiika,
HO OHU 3/I0POBBIL. 371eCh MOXXET HabII0-
[JIaThCsA 0COOBIN reHeTIIecKuil 3 QeKT:
TposiB/IeHYEe 60JIE3HN MOXKET 3aBHCETh
OT I10JIa POAXTEI, OT KOTOPOTO Iepe-
Jlayiach MyTalus.

Ecsu1 GBI TUITOTETYEeCKY MBI MOTJIU
MMPOBECTH JUATHOCTUKY 3MOpHOHA
3To# mape 10 6epeMEeHHOCTH, YTO GBI
MBI MM ITOCOBeTOBaIN? Besib 1BOE wiie-
HOB CEMbH, MesI TAKYIO )K€ MyTalluIo,
3/I0POBBI, ¥ 3TO MOXKET ObITh BAPHAHT
HOPMBEI, TO eCTb IosmMopu3M. Jipyroe
JIeJI0, KOTja MBI [ONa/jaeM B PETHOH
JHK, KOTOpBIH HEOJHOKPATHO OIIH-
CaH B JINTEPATYpE, U 3HAEM, UTO MIPU
Taxoi myraruy B 100% cityyaes Gyaer
JIAHHBIH feeKT.

JlnarHocTyKa B 9TOM 00/IaCTH MeH-
L[UHBI COTPsDKEHA C OY€Hb BBICOKOM
3aBUCHMOCTBIO OT PyHAAMeHTaIbHON
HayKH.

— To ecmb 3mo omkpbLmue Hu4e2o
He dano 6bL podumenam?

— Hampotus! Pe6eHKy, KOTOPO-
ro MbI 06ctezoBany, 13 jet. Bee 310
BpEMsI CEMBbsI )KIIA B HEBEZIEHHH, TI0Ye-
My 3TO CJIy4wIoCh. Poautenu xotenu
HMMeTh BTOPOTO 3ZI0pPOBOTO pebeHKa,
HO 6OSUIHCH TIOBTOPEHMUS CIIeHAPUS.
Termepb MBI MOXKEM TIPOBECTH ZIOMM-
IUIAHTALMOHHYIO [JUArHOCTUKY U
rapaHTHpOBaTh, UTO Y pebeHKa He
6yZleT YMCTBEHHO! OTCTaJIOCTH, CBf-
3aHHOM C 3TUM KOHKPETHBIM XPOMO-
COMHBIM HapyIIeHUEM.

HaM Hy»>XHO HaKaIUIMBaTh aHHEIE,
HO, K COXXaJIEHWIO, MHOTHE CEMbU
OTKAa3bIBAIOTCS OT AUATHOCTHKY. A yoKe
€CTh COBPEMEHHbIE TEXHOJIOTUH, Haf,
KOTOPBIMU PabOTarOT yueHbIE BO BCEM
MUpe I TOTO, YTOOBI 06eCIeInTh
pOKZeHve 370poBoro moromMmcTea. M



