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AnHoTtauus. CospemeHHble 8cnomozamenbHvlie penpodykmugHvle mexuonocuu (BPT)
no380510m 3PHeKkmusHo npeodonesams Oecniooue, 00OHAKO UX Pe3VIbMAMUBHOCb GO
MHO2OM ONpeoeisiemcs NpasuilbHbiM 8bl100pOM IMOpUoHa 01 neperoca. Tpaouyuonunas
Mopghonioeuteckas oyeHKa He gce20a ompanicaem ceHemuieckoe 300p08be IMOPUOHA, YMO
CHUICaem 6eposimHOCMb UMNIAHMAYUU U NO8bluiadem PUCK HesblHawueanus. B oanuoi
pabome paccmampugaromcs B03MONCHOCMU NPUMEHEHUS]  MOAEKYISPHO-2eHeMUYeCcKUX
Memo008, 6KIUAs NPeuMnIaHmayuonHoe 2ewemuyeckoe mecmuposanue (PGT), oOns
ONMUMUZAYUU  NEPCOHATUSUPOBAHHO20 0mbopa 00Ho20 dmbpuona. Illokazano, umo
unmezpayus 0auHvlx mexuono2ul 8 npaxmuxy IKO cnocobcmeyem nogvluleHuio 4acmonvl
HacmynjieHusi — OepeMeHHOCMU,  CHUMCEHUI0  PUCKA  OCIONCHEHUU U  YIYYULeHUIO
penpooOyKmMuGHbIX UCX0008.

KiaroueBble ciioBa. BcnomozamenvbHvle penpoOyKmueHvie mMexHON0UY, IMOPUOH,
NPEeUMNIAHMAYUOHHOE 2eHemu4ecKkoe mecmupoganue, aHeyniououu, nepeHoc 00HO20
IMOpUOHA, nepcoHanusuposanusiii omoop, NGS.

BBenenue

[Ipo6nema Oecruiomust octaércs OAHOW W3 HauOoliee 3HAYMMBIX B COBPEMEHHOM
oOmiecTBe, oxBaThiBast 10 15% cymnpyxkeckux nap. HecMoTpss Ha mocTmkeHust B o0yiacTu
BPT, »sddexktuBHOCT, mEpeHOCAa HSMOPHUOHOB OCTa€Tcs orpaHuueHHOW. KirroueBbiM
dakTopoM ycrexa sSBIsSeTCS MPABUIbHBIN BEIOOP SMOpHOHA IS TIepeHoca.

Ncropuyeckn oTOOp MpOBOIUICS HA OCHOBE MOP(OIOTHHU M TEMITOB JIPOOJICHHUS, OHAKO
JAHHBI METOA HE 007aJaeT BBICOKOW MPOTHOCTHYECKON IIEHHOCThI0. BBemeHue
MOJICKYJISIPHO-TEHETUUECKUX TEXHOJIOTHH, TAKUX KaK MPEUMIUIAHTAllMOHHOE T€HETHYECKOe
tectupoBanue (PGT), mo3BonMmIO TOBBICUTH TOYHOCTH BbIOOpAa OMOPHOHOB W
WHMBHUIYaJTU3UPOBATH MOJIX0]T K KAXKJAOMY MAIUCHTY.

OcHoBHAas1 4aCTh

1. TIpo6sema MHOTONI0HO OepeMEeHHOCTH

o [Tepenoc aByx u Ooiee SMOPHOHOB TIOBBIIIAET BEPOSTHOCTH HACTYIUICHUS
OEepeMEHHOCTH, HO YBEITUYMBACT PUCK MHOTOILIIOTHSI.

o MHoromnoaHas O0epeMEHHOCTh CBS3aHA C BBICOKMUM PHUCKOM OCIIOKHEHUM:
MIPEKIEBPEMEHHBIC POJIBI, IPEIKITAMIICHSI, 3a/I€PKKa BHYTPUYTPOOHOTO Pa3BUTHS.
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o OnTuManbHBIM PEIICHUEM CUYHUTaeTCs mnepeHoc ojHoro smoOpuona (SET),

3¢ (HEeKTUBHOCTh KOTOPOT'O HAMIPSIMYIO 3aBUCUT OT KayecTBa 0TOOpa.
2. PoJib M0JIeKYJISIPHO-T€eHETHYECKHUX METO/10B

o PGT-A BbISIBIIET XPOMOCOMHBIE AHEYIUIOWAMH W TIO3BOJSIET OTOHMPATh
TeHETUYECKH 3/I0POBbIE IMOPUOHBI.

o PGT-M  wuckmoyaer  MOHOTEHHBIE  3a00yieBaHUS, OCOOCHHO  MpH
HACJIEZICTBEHHOM MPEIPacIION0KEHHOCTH.

o PGT-SR guarHoctupyeTr CTpyKTypHBIE TIEPECTPOUKH XPOMOCOM.

o NGS (cexkBeHHpOBaHWE HOBOTO  TIOKOJICHHS) TIOBBIIIAET  TOYHOCTH

JUArHOCTHKU IO CPABHEHHUIO C TPAJIULUOHHBIMUA METOJAMHU.

3. Knnnuveckasi 3ppeKTHUBHOCTH

o [Ipumenenne PGT B mporpammax SET oGecneunBaeT BBICOKYIO YacCTOTY
HactyruieHus: 6epeMmeHHOCTH (50—60%) MpH CHUKCHUN PUCKA BBIKUIBIIIICH.

o KymynaruBHass dyactoTta poOXIAEHHS KHUBOrOo peOEHKa BO3pacTaeTr Mo
CPaBHEHUIO C TpaaAuUMOHHBIMU IuKiIaMu JKO.

o Hcnonp30BaHME TEHETUYECKOTO TECTUPOBAHUSA  CHMIXKAET  KOJMYECTBO
HEeyJIauyHbIX [IUKJIOB U SKOHOMHUYECKHUE 3aTPATHI.

MarepuaJjbl 1 MeTObI

PaGora ocHOBaHa Ha aHalM3e KIWHUYECKUX HCCIICIOBAaHUM, MOCBSIIEHHBIX
npumenennio PGT-A, PGT-M u PGT-SR B mporpammax BPT. PaccmarpuBanuch MeTos1
ouoricun TpodIKTOAepMbI, TexHosoruu I[P, cpaBHUTENbHONW T€HOMHOW THOPHIM3AIIUH
(CGH), a takxxe NGS. B kauectBe kpurepueB 3 (HEeKTUBHOCTH UCIIOJIb30BAINUCH:

e YaCcTOTa HACTYIUICHUS KIMHUYECKOW OEpEMEHHOCTH,

e YPOBEHb HEBBIHAILIMBAHUA,

e YaCcTOTa POXKJIEHUS KUBOTO peOEHKa,

e TI0Ka3aTeJIH MHOTOIUIOIHOW OepeMEeHHOCTH.

Oo6cy:xnenue

[TonyueHHble pe3ynbTaThl MOATBEPKIAIOT, YTO MOJEKYISIPHO-TEHETHYECKHUE METObI
orbopa SMOpPHOHOB 00JIaZJAIOT BBICOKOM MPOTHOCTUYECKONW IIEHHOCTbIO U TO3BOJISIOT
noBeicuTh d(hdextuBHOCT, SET. HecMOoTpst Ha BBICOKYIO CTOMMOCTh TECTHUPOBAaHUS U
HEO0OXOIMMOCTh CHEMATM3UPOBAHHBIX J1A0OPAaTOPU, UX MPUMEHEHHUE ONpPaBAAHO C TOUYKU
3peHus] MEAUIMHCKUX U COLUAIbHO-I)KOHOMHYECKHUX MOCIIEACTBUM.

KiroueBbIM acrekTomM OCTaETCs MEPCOHATU3UPOBAHHBIM MOAXOM: I KaXKIOM Mapsl
noxdupaercs ONTUMaibHas CTparerus ordopa u nepeHoca smOpuoHoB. Bueapenue PGT
0COOEHHO B@)XHO Ui JKEHIIMH CTapIiero PemnpoJyKTHBHOIO BO3pacTa M MAIEHTOB C
MOBTOPHBIMU HEyAauaMU UMILIaHTAIUH.

3akiroueHue

OnTtuMuzanus NEepCOHATU3UPOBAHHOTO OTOOpa SMOPHUOHOB C  HCIIOJIB30BAaHUEM
MOJIEKYJSIPHO-TEHETUYECKUX  TEXHOJOTMH  OTKpbIBAa€T  HOBBIE  IEPCHEKTHUBBI B
PEeNpONYKTUBHON MeaunuHe. [lepeHoc OgHOro TeHeTHYECKH 3J0pOBOTO SMOpHOHA
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oOecrieunBaeT OajgaHC MEXIY BBICOKOM 3((PEKTUBHOCTHIO M OE30MACHOCTHIO JICUCHUS
Oecronud. JlanpHeillnee pa3BUTHE METONOB MOJEKYJISIPHOM JAMATHOCTHKU OyneT
CHOCOOCTBOBATh TMOBBIIICHUIO KayecTBAa MEIUIIMHCKON TIOMOIIM M CHIDKEHHIO YHCTIa
ocJIoKHeHnH B nnporpammax BPT.
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