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BBEAEHUE

XPOMOCOMHbIE HAapyLLEHNA SMOPUOHOB, B YaCTHOCTU aHEYNnaAonanmn, ABAAOTCA BeayLMm GaKkTOpOM HeyaadHbIX nporpamm BPT u nocnegyoumx notepb bepe-
meHHocTu (Franasiak JMFE et al., 2014). BepoaTHOCTb 06HapyKEHUA XPOMOCOMHbIX HAPYLLUEHUA HANPAMYIO 3aBUCUT OT BO3PACTa KEHLLUMUHbI U B OONbLLNH-
CTBE C/Iy4aeB MOXET He coBnagatb ¢ MOPPONOrM4YeCKon OLEHKOU KayecTBa aMmbpmoHoB. N3BECTHO, YTO OCHOBHOMU NPpUYMHON XA SMOPUOHOB Y KEHLLUH CTaplLue-
ro penpoAyKTUBHOMo Bo3pacTa sBaatoTca owmnbku meiosa ooumnto MIl (Handyside and Montag, 2012), oaHaKo agocTaTo4yHO BbiCOKasA Yactota XA ambpunoHoB
Yy NaUuMeHTOK 6bonee mosio040ro Bo3pacta He NO3BONAET UCKAKOUYUTb U OTLOBCKUW BKNA4 B X opMmnpoBaHMe. BO3MOXKHOCTb YCTAaHOBUTb MexaHU3m GOpMUNPOBa-
HMA aHeynaouaAnnN aSMBPMOHOB Y CYNpPYKECKoU napbl, npoxoasauwen nporpammy BPT, no3sosanno 6bl 6onee ontmumanbHO Noaobpatb Nporpammy Ansa AOCTUKE-

HUA XenaHHoW bepemeHHOCTHU ( B T.4Y. C MICMNO/Ib30BaHNEM AOHOPCKUX OOLLIUTOB U CNEepMbil).

LENIb UCCNELOBAHUA
Co3paHne metToan4eckoro noaxoaa Ass AalbHEULLEro n3y4yeHma mexaHm3ama BO3HMKHOBEHMA aHeynaonamim asmbpruoHOB C y4eTOM POAUTENBCKOrO BK/aaa.

MATEPUATbI U METOADbI
B nccnepgoBaHme Bowam 63 napbl naumeHToB (126 YenoBek), obpaTmBLUMXCA Ans npoBeaeHmA nporpammbl BPT ¢ MNIT-A co cheayiow MMM NOKa3aHUAMU: BO3PacT

maTepu ctapue 35 neT; HeogHOKpaTHble Heyaa4vHble nonbITKM KO B aHamHe3e (2 n bonee); NnpmBbIYHOE HEBbIHALLMBAHUE; BblPpaXKEHHbIE HAPYLUEHMNA CNepMa-

TOreHes3a; »enaHue naumeHTkn. [laHHble ambprnoHbI bbin 0b6cneaoBaHbl Kak C NOMO-

3.10 Mone

w b0 CPaBHUTENbHOM reHOMHOM rMbpuansaymmn Ha ymnax (Agilent), Tak n c nomo-

i MOpYoH seq(19)x3 LLbtO BbICOKONpPOU3BOAUTENbHOro cekBeHmnpoBaHus (ReproSeq, Thermo Fisher

\ — J\M oA A—m Scientific). Ans nposBeaeHUA NOJIHOFEHOMHOM aMNAUPUKALMM UCNOSIb30BASINCL ABA

N npuHumnuanbHbix noaxona: WGA-PCR c nomowbio Habopos dupmbl Rubicon u

- J\ Maro MDA c nomouibto Habopos dupmbl Qiagen. B ganbHelwem noayyYyeHHbI NoaHore-
\A A

AN

HOMHbIN aMmNANPUKAT NCNONBb30BAJICA AN NpoBeAeHUA PParMeHTHOro aHasam3a c no-

MOLLLbIO OPUTUHANbHbIX, pa3paboTaHHbIX B paMKax AaHHOIO UCCea0BaHMA Npanme-

. ka Orel, poB ans STR-aHanu3a. MNonyyeHHble pparmeHTbl aHaIM3MPOBAIN C MOMOLLbIO MPU-
. 6opa ana nposeneHma KanunnapHoro ¢opesa ABI-3500.

PE3Y/IbTATDI
Bcero B uccnepoBaHue 6blan BKAOYEHDbI 63 napbl naumeHToB (126 4yenoBeK) U3 pa3IMYHbIX BO3PACTHbIX rpynn. Ha Xpomoco- | FeHb
MOMEHT HanMcaHua Teancos Bcero bbi1o nonyyeHo 155 ambpurnoHos, n3 Hux 81 (52%) c aHeynaonanamu. B pa3su-
TMe AaHHbIX aHeynaonanmn bl BoB/aeYEHbl BCE XPOMOCOMbI Ye/10BEKa, BK/1t0YaA NoJsioBble. B pamKax AaHHOro 1 GBA, RRD
nccnenoBaHua dbiam noaobpaHbl U CUHTE3UPOBAHbLI NpaMepbl Ansa aHaamda xpomocom 1, 3,4,5,6, 7,9, 11, 12, 3 GLB1
13, 14, 15, 16, 19, 22 n X. Bbino noKasaHo, 4YTo AnA ycnewHoro nposegeHna STR-aHanm3a u onpegeneHmna poau- 4 PKD2
T€/IbCKOro BK/1a4a B pa3BUTUE aHEYN1I0MANNA SMOPUOHOB MOXKHO MCMONb30BaATb KaK MPOAYKT, NOJIy4E€HHbIX C MOMO-
wbto WGA-PCR (1 c 6apkogamun ana NGS, 1 6e3 HMx), TaK M NpoayKTbl, noayyeHHble ¢ nomousto MDA. BmecTe > >MN1
C TeM HafeXHble pe3ybTaTbl MOXHO MOYYUTb TO/IbKO B TOM caydae, ecam STR-mapKepbl poautenen He cosBnaga- 6 CYP21, HFE, PKHD1
OT, TaK KaK Ha BeJIMYMHY NMUKA U NaoWaab Noa KPMBOU MOXKET B/IMATb HeEpaBHOBECHAA NONIHOreHOMHasa amnandm- v CFTR, SLC26A4
KalMA pa3HbIX Y4AaCTKOB Pa3HbIX XPOMOCOM.
9 GALT, FXN
BbIBOAbI 11 HBB, ATM, TYR
[TokasaHa NpuHUMNUaNbHaaA BO3SMOXKHOCTb npoBeaeHnsa pparmeHTHoro S TR-aHanusa c uenbio reHoTMNMpPoBaHUSA
3SMOPUOHOB C MCNONb30BAHNEM PA3NNYHBIX NPOAYKTOB NONHOTEHOMHOMN amnanduKaummn. 1aHHbIM Noaxoa NO3BO- 12 PAH
NAeT NPOBOAUTbL MPEUMMIaHTALMOHHbIM CKPUHUHT U AnarHocTuKy (MNIT-A u MNI'T-M) coBMeCTHO C reHOTUMUPOBAHMU- 13 ATP7B. GJB?
em ambpmnoHoB 6e3 HeobXoaAMMOCTU MOBTOPHbIX OBMONCMIN, KOTOPbIE MOTYT HEFATUBHO BAMNATb Ha UX KU3HECnocob- '
HOCTb. I3yyeHune BAUAHUA pOANUTENBCKOrO BKAaAA B Ppa3BMUTME aHeynaonamm smopmoHoB B byayLiem BO3MOKHO 14 GALC
NO3BOJINT BblOpaTb Hanbosnee oNTUMaNAbHYIO TaKTUKY BeAEeHUA NaLMeHTOoB, HyKaatowmxca B BPT. Kpome Toro aaH-
HbIM NOAXO0A NO3BONAET OCYLLUECTBAATb ObICTPOE U HE AOPOroe CPaBHEHME reHETUYECKUX Npodunen byayLimnx po- 15 OCA2, HEXA
anTenen, uccneayembix SMOpPUOHOB M N10AA B C/Iy4ae HacTynaeHnsa bepemeHHOCTU, YTO MOXKET ObITb OCOOEHHO 16 HBA1 HBA? PKD1 MEEV
Ba)XHbIM B nporpammax c NI T-M. ' ' '
19 GCDH
JlaHHasa paboma noooepxcaHa 3a cyem cpeocms, ripedocmasneHHbix POPU, 8 pamkax Hay4yHo20 npoekma No 17-
29-06041. 22 ARSA
X DMD, F8, F9, FMR, WAS




