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B HacToswee Bpems BPT craHoBaTcs Bce
bonee BocTpeboOBaHHLIMM B fEeYEHMM UL, C
6ecnnogmem. OgHon 13 npuunH Gecnnoaus, a
Takke HeBblHalWMBaHWS GepeMeHHOCTH, ABns-
€eTCA HOCUTENbCTBO XPOMOCOMHbIX aHOMarsun.
Kpome Toro, HecbanaHCMpOBaHHbIN XPOMOCOM-
HbI Habop y SMBpPUOHa ABMSIETCA OQHOW U3 Be-
aywmx npuynH Heyaad BPT. B cBAsn ¢ atnm
BO3MOXHOCTb OTOOpa ambpuroHa Ansi nepeHoca
C HOpMarsibHbIM KONIMYECTBOM XPOMOCOM SIBNSA-
eTcs KpanHe akTyanbHon. Mo gaHHbIM nuTepa-
Typbl, NEPEHOC 3ynronaHoro ambpmoHa B no-
NOCTb MaTKU NO3BOMSAET NOBLICUTbL apdeKkTnB-
HocTb umkna BPT go 70-80 % B pacyeTe Ha ne-
PEHOC M CYLLECTBEHHO CHU3UTb YacTOTy Npepbl-
BaHMsA 6epeMeHHOCTU B paHHMX CpOKaXx.

PaHee poumnnaHTauMoHHas OuarHOCTUKa
ocyulecTtenanacb ¢ nomowpbo metoga FISH n
BbliNONHANacbe npu 6Guoncum 6Gnactomepa y
TpexcyToyHoro ambpwuoHa. [na onpegenenus
ObIno gocTynHO OoT 3 40 9 XpoMOoCoMm, YTo, bes-
YCNOBHO, NO3BOSASNO BbIABUTbL CaMble YacTble
OTKIMOHEHUS, HO BCE e OCTaBMsn0 MHOro OT-
KNOHEHMI HeanarHoCTMpoBaHHbIMU. B HacTos-
Lee Bpems nosiBunacb Gonee coBepLleHHas
MeToauka ans BbinonHenus MIC/MITA, no3so-
nswowasa onpeaensTb OTKIOHEHNS NO BCEM XPO-
MOCOMaM — CEKBEHMpPOBaAHME CreayoLero no-
koneHusa, NGS.

B 2016 roagy B Hallen KNnMHMKE NpoBeaeHo 6
neyebHblx umknos (5 nap) ¢ MIC/MrA. MNapol
obpaTnnnch B KIMMHUKY B CBA3M ¢ Gecnnoguem,
HeBblHaLIMBaHWEM OGepemMeHHOCTW, Heyaad-
HbiMK nonbiTkamy BPT B aHamHese. B nepBom
neyebHom uukne Guoncus aMOPMOHOB OTMe-
HeHa B CBA3U C OTCYTCTBMEM 3MOPMOHOB XOpO-
LIero kadecTBa, B ABYX UMKNax, no pesynbra-
TaM OWarHOCTMKK, NOMyYeHbl 3ynnonaHble am-
OpUOHBI, B TpeX LmKnax ambproHoB co cbanaH-
CMpPOBaHHbLIM XPOMOCOMHbIM HabopOM He nony-
YeHO.

Mpwn BbINONHEHUM NeYebHbIX LMKIOB C Npu-
mMeHeHveMm NI Ham NpULLINOCh CTONMKHYTHLCS CO
cneayrLWmMMn CnoXHocTamMu: 6eaHbIn OTBET Ha
CTUMYNAUNIO CynepoBynsLuUKN, OTCYTCTBME IM-
6puroHoB anga Guoncum, oTCyTCTBME 3MOPUOHOB,

NPUrogHbIX K NEPEHOCY MO pesynbTaTtam uccne-
AosaHus. besycnosHo, Bce 3TN CUTyauum SBns-
IOTCHA NPOSABNEHMEM TEXHUYECKUX CITOXKHOCTEN,
KOTOpble HEM3OEXHO BO3HMKAIOT Npu NpoBeae-
Hun noboro umkna BPT, Ho npeacTaensaoT co-
0oK nHorga HenpeogonMMoe nNpenaTcTene Ans
OOCTWKEHUS Lenn — HacTynneHusa XenaHHon
OepemMeHHoCTH.

Mwuposon onbIT paboTbl U OaHHble NuTepa-
Typbl No nposeaeHnto BPT ¢ ncnonb3osaHnem
MrC/Mrh senatTtcs kpanHe yoeantTensHbIMN 1
He NO3BONAT COMHEBATLCS B TOM, YTO 3a O0-
MMMMaHTaUMOHHOM ANarHoCTUKON 3MOPUOHOB —
O6yaywee BPT. OgHako BO3HMKawowWme B Npo-
uecce BPT TexHu4eckune cnoxHocTtu (B NepByto
oyepenb, 6edHbIi OTBET MU Marnoe KoNM4YecTBO
9MOPUOHOB), Ha [AaHHbLIN MOMEHT SABNAKTCSH
cOoepXxuBaroWwmnM OakTopom Afsi MCMNoNnb30Ba-
HUS 3TOro MeToda AN NauMeHToB, NO KpanHewn
Mepe, B Hawen KnuHuke. [1ns naumeHToB, Kak
npaBuno, SIBMNSETCA HEOXWOAHHOCTbIO, YTO B
uukne BPT amOpuoHbl, npurogHele ons nepe-
Hoca, MoryT 6bITb He nony4yeHsbl. Jllobon cneum-
anuct B obnactn BPT noHumaeT, 4To B 9TOM
HET BWHbl METOAUKM JKCTpaKopropanbHOro
onnoAoTBOPEHNST N OOMMITIIAHTAUMOHHON Ona-
rHocTukn. CTOUT OTMETUTb, YTO MHOrMe naum-
eHTbl obpatunuck k BPT, umess ooctaTtoyHo
ANUTENbHBIN CTax becnnogus, NpyM 3ToM Kapu-
OTMMNUPOBaHUE He BLINOSIHEHO MNpW Npeablay-
lem obcnegoBaHum 1 nape NpoBoaAMNOCh Anun-
TenbHoe fe4vyeHne 3aBegoMo ManoadpdekTns-
HbIMK MeTogamu. [oaTomy Onst BHEOPEHUS CO-
BPEMEHHbIX TEXHOMOMMIN B NpakTuKy TpebyeTcs
aKkTuBHasa paboTta no MHMOOPMUPOBAHNIO Hace-
NeHns 1 MEANLIMHCKUX pabOTHUKOB NEPBUYHOIO
3BEeHa 0 MeToAax BCNOMOraTesbHbIX penpoaykK-
TUBHbIX TEXHOMOMNIN, NX BO3MOXXHOCTAX N Orpa-
HUYEHUSAX.



