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JlMHaMMKa XpOMOCOMHBIX 60J1e3HEN B [TOC/IeJHUE AeCATUIeTUS CTAHOBUTCS OJHOU
M3 KJIDUEBBIX TEM COBPEMEHHOW MeJULMHCKOW OMOJIOTHMHU, TOCKOJIbKY XPOMOCOMHBIN
Habop  d4esioBeka  sABJAseTc  (QYHAAMEHTOM  HAcC/JeJCTBEHHOW  MpPOrpaMMbl,
onpejessllell HopMaJlbHOE pa3BUTHEe OpPraHU3Ma, yCTOMYUBOCTb K 3a60JieBaHUAM U
Ka4yeCTBO KU3HU. HecMOTps Ha 3HaYMTe /bHbIE JOCTXKEHNS TEHETUKU U IUTOT€HETUKH,
4acTOTa XPOMOCOMHBIX aHOMaJIMM OCTaéTCs BBICOKOH, a pa3HooOpa3uve (aKTOpOB,
BJIMSIOLIMX Ha UX pOpMHUpPOBaHUE, NPOJ0JHKAET paclUUPATHCA. ITO JeslaeT NpobaeMy He
TOJIBKO MEJULMHCKOM, HO U COLlMa/IbHO-AeMorpadu4ecKkoi, MOCKOJIbKY XpOMOCOMHbIE
60J1e3HU COMPOBOXK/AIOTCA CTOMKMMU HapyLIeHUSIMU Pa3BUTUS, UHTEJJIEKTYaJIbHbIMU
OTKJIOHEHUSIMH, BPOXKJEHHBIMU IOPOKAMHU U PENPOAYKTUBHBIMU IOTEPSAMHU, UTO BJIHSET
Ha CTPYKTYpPY MHBaJIMJJHOCTH U ieMorpaduyeckure okasaTesu obLiecTBa.

3a mnociefHMe [BaJlaTb-TPUJLATb JIET OTMEYaeTCcsl 3aMeTHOe H3MeHeHUe
CTPYKTYpPbl XpPOMOCOMHBIX aHOMaJIUM, 00yC/I0BJIEHHOE COYeTaHUEeM OHOJIOTUYECKUX U
cpefioBblX (akTOpoB. PocT MaTepUHCKOro M, MO JaHHbIM psjia HCCAeLOBaHUH,
OTLIOBCKOTO BO3pacTa, LIMPOKOe pacnpoCTpaHeHUE BPeJHbIX NPUBbIYEK, BO3/eUCTBUE
$aKTOpOB OKpyXamwllell cpesibl, MyTareHHbIX XUMHUYECKUX COeJIMHEHUH, pafualuu U
XPOHUYECKHUX CTpeccoB (GOPMHUPYIOT HOBYIO 3MNHJAEMHOJIOTMYECKYI0 KapTuHy. Ha
JMHAMUKy T[OKasaTesjed BJHUSAET U aKTUBHOE BHeJpeHHe BCIIOMOraTe/bHbIX
penpoiyKTUBHBIX TEXHOJIOTUH: C OJJTHOM CTOPOHBI, OHU MO3BOJISIOT POXK/AAThCSA J1E€TAM B
Tpylnnax puUCKa, a € Jpyrom — CHOCOOGCTBYIOT OoJiee paHHEW [JUAarHOCTUKE U
npefynpexjeHuI0  TsXKEJbIX TeHeTHYeCKMX  HapyuweHuW. TakuMm  o6pasowm,
OMOMEMLMHCKUN TNporpecc OJAHOBPEMEHHO pacIiMpsieT TPaHULbl BBIABIAEMOCTH U
M3MeHseT CTaTUCTUYEeCKUH NpOodUIb XPOMOCOMHBIX 60J1e3Hel. BaxkHEHIIMM acieKToM
JUHAMUKHA  ABJAeTCA  pa3BUTHe  JUArHOCTUYeCKHUX MeToAuK. CoBpeMeHHas
LUTOreHeTHUKa, MOJIEKYJ/IAPHbIe MeTO/bl, BBICOKOIIPOU3BOJUTEbHOE CEKBEHUPOBAHHUE U
npeHaTanbHbld JIHK-CKpUHMHI NO3BOJIM/IM BBIABJIATH AHOMAJIMH, KOTOpPbIE paHee
OCTaBaJIUCh He3aMeYeHHBbIMU. IJTO TIPUBEJO K YBEeJWYEHHUI0 pPerucTpupyeMou
pacnpoCcTpaHEHHOCTU psAJa CHHAPOMOB, BKJIOYad TPUCOMHUH, CTPYKTypHbIe
nepecTpoOMKH U MUKpoAesend. OJHaKO Heslb351 pacCMaTpPUBaTh POCT NTOKa3aTesel Kak
WCKJIIOYUTEJIbHO JAUArHOCTUYEeCKUM (peHOMeH; HaKOIJIeHHble JaHHble yOeJUTeJbHO
JIeMOHCTPUPYIOT peasibHOE yBeJIMYeHHe 4YacTOThbl OTAEJbHBIX IPYNI NMaTOJIOTMH, 4YTO
CBSI3aHO C U3MEHEeHHEeM OHO0JIOrMYeCKUX, 3KOJIOTUYeCKUX U COLUA/IbHBIX YCOBU U KU3HU
yesioBeKa. He MeHee 3Ha4MMBIM QaKTOPOM BBICTYIIAeT 3NUIeHeTUYeCKOe BO3/JeCTBHUE,
KOTOpOe B IOCJeJHHe TroJbl aKTUBHO M3y4aeTCsd B paMKax MeJULIMHCKON OHOJIOTHHU.
dnureHeTu4yeckre MoAUPUKaL MK, BbI3BaHHble HeOJI1aronpuATHBIMU BO3eUCTBUSMHU Ha
pPaHHUX CTaAUAX IMOpHOreHe3a, MOTyT YCUJINBAaTh PUCK XPOMOCOMHBIX HEPACX0XK/eHUH,
BJMUAA Ha (QOpMMpOBaHMe TraMeT M paHHee Jpob6sieHHMe 3UroThl. [locTeneHHoe
HaKOIlJIeHUe CBeIeHUM O B3aUMOCBA3U MeX/y 3NUTreHeTUYeCKUMU CIBUTaMHy, 00pa3oM
’KU3HU poJMTeJIel U Y4aCTOTOM XPOMOCOMHBIX HapylLIeHUM OTKpbIBaeT HOBBIE M10X0/bl
K INPOTHO3UPOBAHHUIO U MNPOPUIAKTHUKE TeHeTH4YeCKUX OosiesHed. TakMM 006pasom,
M3ydyeHHe JUHAMUKH XPOMOCOMHBIX 00JIe3HeH CTAaHOBUTCHA MEXAUCLUIIIMHAPHBIM
HalpaBJieHHeM, 00beJUHSALUM TeHEeTHUKY, MOJIEKYJIIPHYI0 OHOJIOTHIO, aKyLlepCTBO,
nejUaTpPHIO, SNUAEMHUOJIOTMI0 U OMOCTAaTUCTUKY. Ero akTya/JbHOCTB ompesessieTcsa He
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TOJIbKO MEJUIIMHCKON 3HAaUMMOCTbIO NMpPOO6JIEMbI, HO U HEOOXOJUMOCTbIO pa3paboTKH
COBPEMEHHBIX CTpaTerui NpoPuIaKTUKH, PAHHETO BbISIBJIEHUSI U CHUXKEHUSI OpeMeHU
3TUX 3a6osieBaHUi. CoBpeMeHHass MeJUIMHCKAasg OHOJIOTUS  pacCMaTpPUBAET
XpPOMOCOMHbIe 0O0JIE3HM YK€ He KaK CTAaTUYeCKyl KaTeropuio HacJeACTBEHHBIX
NaToJIOTUH, a KaK JUHAMUYHO MeHswlleecs SIBJe€HUE, YYBCTBUTEJNbHOE K
OMOJIOTUYECKUM, TEXHUYECKMM W COIMaJbHbIM H3MeHeHUsM. HMeHHO Mo3ToMy
vccieljoBaHue TeHAEHIMH, GaKTOPOB U NePCHEeKTUB CHUXKEHHS YaCTOThl XPOMOCOMHBIX
aHOMaJIMM SIBJISIETCS BaXXKHBIM BKJIQJIOM B YKpeIlJIeHHe OOIeCTBEHHOrO 3/0pOBbSl U
dbopMUpoBaHKEe HAyYHO OOGOCHOBAHHBIX MOJXO/J0B K MeJUKO-T€HETUYECKOW MOMOIIHU
HaceJIeHU .

MeTojo/ioruuyeckass OCHOBA HCCJe[0OBaHUsI Oblla MOCTPOEHA C MPUMEHEHUEeM
KOMILJIEKCA COBpPEMEHHbIX MOJX0J0B MEAULMHCKON OHOJIOTUH, IMTOTeHEeTUKH U
MOJIEKYJIIPHOW TE€HETUKH, YTO T03BOJIMJIO OOBEKTUBHO OLEHUTb JUHAMUKY
XPOMOCOMHBIX 60Jie3HEN U BbISIBUTH KJ/II0YeBble GAKTOPBI, ONpe/essolie U3MeHeHU e
X PacnpoCTPaHEHHOCTU. B HccienoBaHHMM MCNOJIb30BAJIMCh PETPOCIHEKTUBHBIE U
NpPOCIEeKTUBHbIE JaHHbIE, MOJyYeHHble HA OCHOBE aHa/M3a MEJUIMHCKUX apXUBOB,
reHeTUYEeCKUX  pPEerdcTpoB,  IpeHaTaJbHbIX  CKPUHHUHIOBBIX  MpOrpaMMm  H
CrelMaJIM3UPOBAHHbBIX J1abOpaTOPHBIX HccaeAoBaHUM 3a mepuoj oT 2000 go 2024
rosioB. Takoi BpeMeHHOH MPOMEXYTOK 06eCIedui JOCTaTOUHYI0 IJyOHHY aHa/Iu3a JJis
BbISIBJIEHUS] TE€HJIeHLUH, CBSI3aHHbIX C M3MEHEHUsSMH COLMalbHO-AeMorpadpuiecKkoi
CTPYKTYpbl,  pEeNpoAyKTUBHOTO  MOBeJeHUd U  IKOJIOTUYECKUX  YCJIOBUM.
lluToreHeTH4eckas 4acTb MCCJe[0OBAaHUS BKJIKOYa/la KJaCCUYECKUN KapUOTUIUYeCKUN
aHaJ/IM3, 0OCHOBaHHbIM Ha TexHUKax GTG-63HaAMHTra ¢ pa3pemeHreM 450-550 moJioc, yTo
N03BOJINJIO BBIIBJATH KaK IpyOble YHWC/JIeHHble aHOMaJIMM, TaK U pAJ, CTPYKTYyPHBIX
nepecTpoek XpomocoM. [lapassieslbHO NPUMEHSAJIUCh COBPEMEHHbIE MOJIEKYJISIPHbIE
MmetoAabl — FISH-rubpuguszanusa (¢payopecueHTHass rubpuausanus in  situ),
CpaBHUTeJIbHasA reHoMHas rubpuausanuda (CGH) u MyabTUILIEKCHBIE TMTa303aBUCUMble
amIuinukanroHHble peakyuud (MLPA). Ucnosib30BaHWe 3TUX METOJUK 3HAUYUTEJbHO
paclIMpUI0 JEeTEKLHUI0 MUKPOJeJeLlMUOHHbIX U MHUKPOAYIJIMKAlMOHHBIX CUHAPOMOB,
paHee HeJOCTYNHBIX JAJf JAWUAarHOCTUKU. /[l yTOYHEHUSA SIUAEMHOJIOTHUYECKUX
noKasaTesjed TMpuUMeHsJacb OHWOCTAaTUCTHUYeCKasd o06paboTKa C MCIOJIb30BaHUEM
MHOTOQAKTOPHOTO aHa/jav3a. b paccyWTaHbl NMOKa3aTead OTHOCUTEJNbHOTO pUCKa
(RR), k03dPuUIMEeHTHl €XeroJHOro MNPUPOCTA YAaCTOThl XPOMOCOMHBIX MaTOJIOTUH,
JlOBEpUTeJIbHbIe HHTepBajJbl W HWHJEKCbl BapuabesbHocTU. 0coboe BHHMaHHE
yAeJsaJ0Ch BJUMSHUIO BO3pacTa poJuTeseld, BO3JEHWCTBUI BpeAHbIX (AKTOPOB
OKpY>Kalolllell cpeibl U 0COOEHHOCTSIM HEMHBA3UBHOTO NPEHATaJbHOT0 TECTUPOBaHMS,
KOTOpO€e 3a MOoCJeJHUEe TOoJbl CTaJ0 OJHUM M3 KJKYeBbIX GaKTOPOB yJy4UlllEHHOU
BbISIBJIIEMOCTH.

Jlono/IHUTENIbHO MPOBOJUJICSA aHAIN3 PENPOAYKTUBHBIX TEXHOJIOTHUM: U3y4YaluCh
JlaHHbIE 0 4YaCTOTe XPOMOCOMHBIX aHOMAJIUW Y JleTel, poxAEHHbIX nocpeactsoM JKO,
MKCHU wu mnporpaMm [JOoHOpPCTBA OOLMTOB. [lapajsielbHO OLleHUBaJachb pPOJb
3MUreHeTHUYECKUX BIUSIHUM, [IJIS1 YeT0 UCI0JIb30BaJUCh AaHHble 0 MeTUuMpoBaHuu [IHK,
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0COGEHHOCTU XPOMOCOMHOI'0O HEPACX0X/JeHUsl B Melo3e U XapaKTEepUCTUKU paHHero
3MOPUOHAJILHOTO Pa3BUTHUS.

Pe3ysnbTaThl aHa/iM3a [JI€MOHCTPUPYIOT YETKO BBIPAXKEHHYH JAUHAMUKY
yBeJIMYeHUsl JUarHOCTMPOBAHHOM 4acTOThl XpPOMOCOMHBIX 60Jie3Hell B nepuoz ¢ 2000
no 2024 roppl. O6las 3aperdcTpMpoBaHHasl pacIpOCTPAaHEHHOCTb XPOMOCOMHBIX
aHOMaJsIMil BbIpoc/a B cpeaHeM Ha 27-34%, 4TO CBSA3aHO KaK C 0O0'bEKTUBHBIM POCTOM
61 0JI0TMYECKHX PHUCKOB, TaK U C COBEPIIEHCTBOBAaHUEM MeTO/I0B BbIsiBJeHUs. Hauboee
3HAaYMMBbIU NIPUPOCT OTMedeH Aja Tpucomuu 21, 18 n 13 xpoMocoM, yacToTa KOTOPBIX
yBesrn4yuiach Ha 18%, 11% 1 9% cooTBETCTBEHHO. ITOT POCT CTaTUCTUYECKU 3HAYUM U
KOppeJIMpYeT C YBeJUYeHUEM CpeJJHEr0 Bo3pacTa MaTepel, KOTOPbIA Ha NPOTSXKEHUU
HabJiloJlaeMoro rmnepuoAa yBeauwuuwsaca ¢ 26,4 go 30,8 ser. BeiABJIE€HO Takxke
CYylLI|eCTBEHHOE yBeJIMYeHHe YaCTOThl MUKPO/IeJIEIUOHHBIX U MUKPOAYIIMKAIMOHHbBIX
CUHJpPOMOB, npex/e Bcero 22q11.2 deletion syndrome, cunapoma Yunbsmca u 1p36
deletion syndrome. Poct coctaBus oT 45% n0 70%, 4TO 06bsACHAETCA paclIMpeHreM
IpUMeHEeHHSI BbICOKONPOU3BOIUTENbHBIX MOJIEKYJISIPHBIX TEXHOJOTUN, TO3BOJISIOINX
0OHapy>XMBaTb paHee HeJOCTYINHble JJis JUAarHOCTUKHA aHOMa/IMK. JTO yKa3blBaeT Ha
Ba)KHOCTb MOCTOSIHHOTO OOHOBJIEHHS] AUArHOCTUYECKUX AJTOPUTMOB B MeJUIMHCKOMU
6uosiorud. CTPYKTypHble NEepecTPOMKU XpOMOCOM — TpPAHCJOKAllMHU, HWHBEPCHH,
MHCEPLMU — JIEMOHCTPUPYIOT 60Jiee yMepeHHbl, HO CTabWJbHO PaCTYLUN TpPeH.
YactoTta cbGasaHCUpPOBAaHHBIX IlepecTpoeK yBeJW4YWJIacb B cpeAHeM Ha 12%, a
HecOasaHcMpoBaHHbIX — Ha 20%. Ilpy atom y 38% o006cnefoBaHHBIX C
penpoAyKTUBHBIMUA NOTEPSAMU OBbLIU BbISBJIEHbl CKPbITble XpPOMOCOMHbIE aHOMAJUH,
YTO MOJTBEPKJAET WX CYLIECTBEHHYIO POJib B HapyuleHUsX GpepTUIbHOCTU U pPaHHUX
3MOpPUOHAJIBbHBIX COOSIX.

UccnenoBanue pakTOpOB pHCKa MOKa3asa0, YTO BO3PACT pOJUTesiel OCTaéTcs
BeJyIIUM JeTepMUHAHTOM. [IpMpOoCT 4YacTOTbl XpPOMOCOMHOIO HepacX0XJeHUS B
rpynnax >XeHUulMH crtapiue 35 jieT JocTuraja 5-7 pa3 Mo CpaBHEHUIO C BO3PACTHOU
rpynnout 20-29 jser. Y MyXyuH cTtapuie 45 JjieT oTMedasioch yBeJHWYEHHE YHCIA
CepMaTO30UJIOB C XPOMOCOMHBIMH abeppauusMu Ha 23-28%, 4YTO paHee
HeJ001|eHUBaJIOCh. JKOJIOTHYeCcKHe GaKTOphbl, TAKHE KaK BO3/eMCTBYE IPOMBbIIIJIEHHBIX
TOKCHUKAHTOB U paJiMallMOHHOro (OHA, TaKXe MPOJeMOHCTPUPOBAIU CTATUCTUYECKU
3Ha4YMMYylo acconuranuuio. OTAesbHOEe HanpaBJeHUe UCCIeJ0OBaHUSl — JeTU, POXKA,EHHbIE
B pe3yJibTaTe nporpamMM KO u UKCH. B aToli rpymnie yacToTa OT/ie/IbHbIX XpOMOCOMHBIX
aHoOMaJIui 6bL1a Bbllle Ha 8-14%, 4TO CBSI3aHO C OCOOEHHOCTSIMU OTOOpa ramer,
3NUreHeTUYEeCKUM COCTOSIHUEM JSMOPMOHOB U  MCKYCCTBEHHbBIMH  YCJOBHUSIMU
KyJbTUBUpPOBaHUsA. OJHAaKO JeTaJbHbIM aHa/JM3 I[OKasaJ, 4YTo OoJibllasg 4acTb
BbISIBJIEHHBIX aHOMaJIMM CBfI3aHA C paCUIMPEHHOW JUAarHOCTUKOMW, a He C CaMUMH
TEeXHOJIOTUSIMH, 4YTO TpebyeT JaJbHEWIIUMX UCCAefoBaHUKA. B 1esom aHanus
JIEMOHCTPUPYET, 4YTO JWHAMUKa XPOMOCOMHBIX 00Jie3HEH HMeeT CMelIaHHbIH,
MHOTOKOMIIOHEHTHBIA  XapakKTep: NpUPOJHble  OHOJIOTUYECKHME  MeXaHU3MBI,
colMajbHble HW3MEHEeHHWS1 U MPOTpecCc TeXHOJOTUKW (GOPMUPYIOT HOBYH KapTHHY
reHeTu4Yeckol  3abosieBaeMocTH. OOHapy:KeHHble TEHJEHIMU MOAYEPKUBAIOT
HEeOOXOJHUMOCTb COBEPLIEHCTBOBAHWS MPOTpaMM MpeHaTaJlbHOW [AUAarHOCTHUKHY,
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HOATOTOBKU OyAyLUX poJAUTeNed U pa3pabOTKU HalMOHAJbHBIX CTpaTeruu
npodUJIaAKTUKUA FreHETHUYECKUX 3a00/1eBaHU .

JlUHaMHMKa XpOMOCOMHBIX 00Jie3Hell B COBpPEMEHHOM OHWOMeJUIMHCKOM
IPOCTPAHCTBE OTpakaeT KOMILJIEKCHOe BJIMSAHUE (GaKTOPOB, KOTOpPble MEHSIOT
CTPYKTYypY Hac/aeCTBEHHOW NaTOJIOTUH ObICTPEE, YeM 3TO MPOUCXOJUJIO B Ipe/iblAyIIe
fecatusetus. [lonyyeHHble JaHHbIE ,eMOHCTPUPYIOT, YTO YBeJUYEHHE BbIIBJISIEMOCTH
XPOMOCOMHBIX aHOMaJIMX CBA3aHO He TOJIbKO C JUarHOCTUYECKMMU BO3MOXKHOCTSMH, HO
U C peaJbHbIMU OHOJIOTUYECKUMU NPOLECCAaMU, NPOUCXOAAUIMMHU B MONYJIALUU. ITO
HNOATBEPXK/JAeT HeoO0X0JUMOCTb paccMaTpUBaTb XPOMOCOMHble 00JIE3HU KakK
JMHAMUYHYI0 KaTeropuio, MOJBEPXKEHHYI0 H3MEHEHHUSIM B OTBET Ha COLMaJbHO-
JeMorpadpuyeckue U 3KoJIorHyeckhe TpaHcopManuu. BakHeMIIMM KOMIIOHEHTOM
06Cyx/1eHUS SIBJISIeTCS BJUSIHHME BO3pacTa poAuTesiel Ha popMHUPOBaHUE XPOMOCOMHBIX
aHoMaJui. PocT Bo3pacTta MaTepu cTajl OJHUM M3 HauboJiee 3HAaUMMbIX (PaKTOPOB,
onpeJessIUX TeHAEHLUHY YBeJUUYeHNUs1 TPUCOMUH, IOCKOJIbKY GHM0JIOTHYEeCKUH pecypc
OOLIMUTOB OrPaHUYEH BpeMeHEeM, a MEXaHHU3M PAaCX0XK/JeHUsI XPOMOCOM CTaHOBUTCS 6oJiee
ysI3BUMBbIM C BO3pacToM. Hab6uitoileHHs1 NMOKa3bIBAlOT, YTO YyBeJUYEHUE CpeJHEro
BO3pacTa MaTEepUHCTBA B Pa3HbIX CTpaHaX KOppeJUupyeT ¢ pOCTOM YacTOThl CHHApOMaA
JlayHa W JApYyrux aHeyIJIOWJWH, 4YTO JejlaeT BO3pacTHble M3MEHEHHUs KJII0YeBbIM
IPOTHOCTUYECKUM MOKa3aTesieM. TeM He MeHee B MOCJeJHHE TOJbl 3HAYUTEJIbHO
YCUJIMJIOCb BHUMaHHUe K BO3pacTy oTLa. PaHee cuMTaBLIMIKCA BTOPOCTENEHHBIM, 3TOT
dakTOp Telepb NpPH3HAH 3HAUMMBbIM B OTHOLIEHWHU INpPecOMaTHYeCKUX MyTalud B
repMUHATHUBHBIX KJeTKax. McciefoBaHUA yKas3blBalOT, YTO BO3pACTHble U3MEHEHUS
criepMaToreHe3a CONPOBOXK/AAIOTCA HAaKOIJIEHMEM XPOMOCOMHBIX abeppalyi, KoTopble
MOTYT BHeAPATbCA B FTeHOM 3MOpPHOHA y»Ke Ha CaMbIX PaHHUX CTaJUAX Pa3BUTUSA. ITO
O3HayaeT, YTO JJUHAMHUKa XpPOMOCOMHBIX 60Jie3Hel CBsi3aHa C 060MMU POAUTENSIMM, a He
TOJIbKO C MaTepblo. M3MeHeHHs 3KOJIOTMYECKOW cpeJbl OKa3blBalOT He MeHee
3HayMTeJbHOe BausiHUe. CoBpeMeHHble ypOaHU3UPOBAHHbIE TEPPUTOPUHU C BBICOKUM
YpPOBHEM 3arpsi3HeHMs], NPUCYTCTBUEM KaHLEpPOreHOB, pajuallMOHHOro ¢oHa U
XUMHUYECKUX TOKCUKAHTOB CO3Jal0T YCJOBUS [/ YBeJWYeHUs] MYTaLMOHHOIO
JaBseHus. OLleHKa JaHHbIX [TI0Ka3bIBaeT, YTO B perMOHaX C IPOMBILIJIEHHONW Harpy3Kou
4acTOTa XPOMOCOMHBIX HapylleHUH 3aMeTHO Bbllle. JTO NOATBEPXKAAET pOJib
OKpYyXKawlled cpejbl Kak Mojuduuupyloliero ¢akTopa pHUCKa, BJIUAPOLET0 Ha
CTabUJIbHOCTb XPOMOCOMHOT0 alaparTa yesoBeKa.

Oco6oe MecTo B 06CYX/JleHUM 3aHMMaeT 3MUreHeTUYecKass peryJ/sius, KoTopas
CylleCTBEHHO BJyMsieT Ha GopMHUpOBaHUE XPOMOCOMHBIX HapyuleHUW. HapyuieHus B
MetuavpoBanuu /JIHK, JgecuHxpoHM3anus XxpoMaTMHa W cbou B paboTe
3MUreHeTHUYeCKHX (epMeHTOB MOTyT MPHUBOAUTH K HEPACX0XJAEHHI0O XpPOMOCOM B
Melo3e. ITU NPOIecchl 3aBUCAT KaK OT GMOJIOTMYECKUX YCJIOBUM poauTesel, Tak U OT
BO3/IeMCTBUS OKpYKalolleld cpesbl, NUTAHUS, CTPecca, IHJOKPUHHBIX HapylleHUH U
pas/IMYHbIX TOKCUHOB. JNIMIeHeTHYeCKH e H3MEeHEHNS] CTAHOBATCS OJHUM U3 KJII0YEBbIX
HalpaBJ/IeHUH 06'bsICHEHUS ITMUHAMU KU XPOMOCOMHBIX 60J1€3HEH.

BaXHbIM  acleKToM  SIBAseTC  POCT  JOJU  MHUKPOJEJNELMOHHBIX U
MHUKpPOAYILJIMKALlMOHHBIX CHH/POMOB, BbISIBJsIEMbIX 6jarojapsli BHeJpPEHUI0O METO/0B
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BbICOKOM pa3spelwawoiieid cnocobHoctu. TexHosorun CGH-maccuBoB, MLPA u
CEKBEHMPOBAHUsI HOBOIO IIOKOJIEHHUS IO3BOJIMJIA OOHApyKUTb MHOXECTBO paHee
He3apeTruCTPUPOBAHHBIX TeHOMHbBIX CUHAPOMOB. TakuM 06pa3oM, poCT CTaTUCTUYECKUX
HoKa3aTeJiel OTpaXkaeT He TOJIbKO peaibHy0 OMO0JIOTMYeCKYI0 CUTYalMI0, HO U IIepexo/]
MeAWIMHBI K 60Jiee TOYHBIM JUAarHOCTUYECKUM UHCTPYMEHTaM, YTO PacClIUPSET CIIEKTP
BbISIBJISIEMbIX IATOJIOTUH U MeHsIeT BOCIPUSATHE 3THUX 3a00J1€BaHU M.

[lonydyeHHble  pe3yJbTaTbl TaKXe [AEeMOHCTPUPYIOT YCTOUYHUBBIA  POCT
CTPYKTYpHBIX IlepecTpoek xpoMocoM. Hec6asaHcUpOBaHHbIE TpPaHCAOKALMU U
WHBEPCUH, SBJAAACh TOKEJABIMU ¢(opMaMU TeHOMHOM MaTOJIOTHMH, OKa3bIBAlOT
3HAUYMTeJIbHOE BJMSIHUE HA pa3BUTHE 9MOPUOHA U TPUBOJAT K BPOXK/IEHHBIM IOPOKaM U
MeHTa/ibHbIM HapyuieHUsAM. C Jpyrod CTOPOHBI, cHaJlaHCUPOBAHHbIE MepPeCTPOUKH,
4acTO He MpOABJAACh KJIUHUYECKHU y pOJAUTesieH, NepefarTcsd MOTOMCTBY U MOTYT
OPUBOAUTh K HeO6JIAaronpUsATHbIM pPenpoAyKTHUBHBIM HCXOJaM. JTO NOJ4YepKUBaeT
BAXHOCTb TE€HETUYECKOTO0 KOHCYJbTUPOBAHMUSA JJisl CeMeH C penpoAyKTUBHBIMU
NOTEepPSAMU.

Ocoboe BHUMaHUE 3aCAYyKUBaeT BbICOKas [0/ XPOMOCOMHbBIX MPUYHMH PaHHUX
3MOpPHOHAJNILHBIX TOTEPb. ECTeCTBEHHbIN 0TGOP B UeJI0BEYECKOU MOMYJISIIIUU BO MHOTOM
OCHOBaH Ha 3JIMMUHAIMM 3MOPHOHOB C TPyObIMM TeHETHYECKHMHU JAedeKTaMy,
6sarofapss 4YeMy OpraHusM IpeoTBpallaeT pa3sBUTHE HEXHW3HECNOCOOHOTO IJIOoAA.
OfHaKo pocT AOKYMEHTUPOBAHHBIX CIy4YaeB NOTepPb CBfA3aH C TeM, YTO COBpeMeHHbIe
MeTOJAUKHU MO3BOJISIOT UCC/e0BaTh aOOPTUBHbBIN MaTepuaJs U BBISABJIATb KOHKPETHbIE
XPOMOCOMHbBIE€ aHOMAJIMU. DTU JJaHHbIe 3HAYUTEJIbHO YIAyOJIgI0T NOHUMaHUue UCTUHHOU
YaCcTOThI TEHOMHBIX HapyLIEeHUU.

Cepbé3Hble [OUMCKYCCMM BbI3bIBaeT BONPOC BJMSAHHAA  BCIOMOTraTesbHbIX
penpoAyKTUBHBIX TEXHOJOTMU HAa 4aCTOTY XPOMOCOMHBIX 6oJie3Hel. CTaTUCTHYeCKHUe
JlaHHble  [OKa3blBAalOT HeOoJbLIOe yYBeJWYEHHEe 4YacTOThl aHeYIUVIOUAUU U
MUKPOCTPYKTYPHBIX HapyIlIeHUH y leTel, poxxAEéHHBbIX ¢ noMolbio KO u UKCH. OgHako
Ipd [eTajJbHOM aHajli3e CTAaHOBUTCA OYEeBUJHO, 4YTO OCHOBHAasg NpUYMHA —
pacliMpeHHasg JUAarHoCTHKa, a He CaMM TeXHOJIOTHH. [Ipy 3TOM Hesb3d UCK/IIOYATh
BJIMSIHME YCJOBHUM KyJbTUBUPOBAHMA 3MOPHUOHOB U CTUMYJIALMU OBYJIALIMU, KOTOpPbIE
MOTYT U3MEHATb 3NIUTeHeTUYeCKUe MeXaHU3MBl.

AHanu3 JUHaMHUKM XPOMOCOMHBIX 0o0Jie3HeW TakXke 3aTpardBaeT mnpobJiemMy
reHeTUYeCKOM reTeporeHHOCTU MNONyJaAlyu. MUrpalMoOHHBIE TNPOLECChl, CMelleHHe
reHeTU4YeCKUX JMHUM, U3MeHeHHe penpoyKTUBHOTO MOBEJEHUS U POCT YKcia 6paKkoB
MeX/1y HOCUTEJISIMU CKPbIThIX XpOMOCOMHBIX IepecTpoeK GOPMUPYIOT HOBble BAPUAHThI
HacJeCTBEHHbIX KOMOMHALWK. JTH NPOLECChl MEHAIOT NOMYAALMOHHbIE MEXaHU3Mbl
nepejjaid TeHETUYECKOro MaTepuasa, co3jaBasi 0oJiee CJOXKHbIe YCJOBUS [Jis
IPOrHO3UPOBAaHUA pUCKOB. OJHUM U3 LEeHTPaJbHbIX HaNpaBJEHUUN O0OCYyXJeHUs
SIBJISIeTCS TIporpecc B 00J1aCTU HEMHBA3UBHOI'O NIPeHATaJbHOTO TeCTUPOBaHUSA. MeToz,
aHasM3a cBo6ojgHOW d¢JeTanbHol JIHK B KpoBHM MaTepu CTasi pPeBOJIIOLMOHHBIM
JIOCTXKEHWEeM MeIULIMHCKOW OM0JIOTHH, TO3BOJIMB BBISIBASITD XPOMOCOMHbIE aHOMAaJUHU
C BBICOKOW TOYHOCTbI0 U MUHUMAaJbHbIM PUCKOM. PaclivpeHre NpUMeHEHUs 3TOTO
MeTO/la yBEJUYMUJIO BbISIBJSIEMOCTb TI€HETUYECKOM MaTOJOTMU Ha PaHHUX CpOKax
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6epeMeHHOCTH, TeM CaMbIM BJIMAS Ha CTATUCTUKY pOXAEHHOCTH JeTed C
COOTBETCTBYIOUIMMHU JAuarHo3aMu. CoBpeMeHHass MeJUIlMHA pacrnoJsiaraeT Bcé OoJee
CJIO)KHBIMU MOJIeJIIMHA OLeHKU pHUCKa. AJITOPUTMBI, BKJIOYawliMe OUOXMMHUYECKHe
MapKepbl, MOKa3aTeJd YJbTPa3BYKOBOM [AUAarHOCTUKH, TFeHEeTHUYeCKue JaHHble U
ceMelHbIM aHaMHe3, 103BOJIAIOT GOPMUPOBATH TOYHbIE IPOTHOCTUYECKHE MOJIe/TH. ITO
MeHseT N0AXO0/bl K OLleHKe IMHAaMHUKHU XPOMOCOMHBIX 60JIe3HeH, NOCKOJIbKY CTaTUCTUKA
HayMHaeT OTPaXKaTb He TOJIbKO UCXO/bl, HO U PAaHHIOIO AUAarHOCTUKY, YTO MPUBOJUT K
CMeLIeHUI0 CTPYKTYpbl BbISIBJAsAeMOCTH. Heo6xXogWMO OTMeTUTb, 4YTO JUHAMHUKa
XPOMOCOMHBIX 60J1e3HEN TECHO CBSI3aHA C U3MEHEHUSIMU B CUCTeME 3/paBOOXPAaHEHHUS.
Yay4yuieHWe [JOCTYNHOCTU MEAULMHCKHUX YCJAyr, MOBBIIIEHHWE OCBEJOMJIEHHOCTH
HaceJieHUsl, aKTUBHOE IpOBeJleHue CKPUHUHIOBBIX MPOrpaMM QOPMHUPYIOT HOBYIO
3MUJEMHUOJIOTUYECKYI0 KapTUHY. YJydllleHMe KayecTBa MEJWIIMHCKOW CTaTUCTHUKU
CIoCco6CTBYET 60Jiee TOUHOMY GUKCUPOBAHUIO C/IY4YaeB, YTO TaKXKe YBEJUYMBaET 0011yI0
YHCJIEHHOCTb 3aperuCTPUPOBAHHbBIX MaToJIoruil. KpoMe Toro, 3HauuTe/ibHOE BJIMSHUE
OKasbIBaeT coluaibHbld PakTop. CoBpeMeHHOoe 06I1ecTBO XapaKTepU3yeTCsl pOCTOM
CTPECCOBBIX COCTOSIHUM, HapylleHWsIMM CHa U NUTaHUs, yBeJWYeHUEM BO3JeWCTBUSA
9H/IOKPUHHBIX AU3PANTOPOB, UTO BJIUSET HAa TOPMOHAIbHBIA QOH U 3NUTeHETUYECKOe
3/10pOBbe poauTesieil. ITU paKTOpbl MPeobpPa3y0T PUCK BOSHUKHOBEHHUS aHEYIJIOUUM
Ha YpOBHe OMOJIOTUYECKUX CUCTEM, BJIMSS Ha MPOLEeCC CO3PeBaHUs raMer.

Cepbé3Hyl0 HAyyHYK JUCKYCCUI0 BBbI3bIBAeT BONPOC O TeHeTU4YeCKOn
YCTOMYHUBOCTU COBPEMEHHOHW NMONy/IALMUA. POCT MyTanMOHHOTO JjaBJIeHUs, BbI3BAHHbIU
KaK BHEIIHUMMH, TaK U BHYTPeHHUMU (aKTOpaMH, MOXKeT NPUBOJAUTH K YBeJUYEHUIO
XPOMOCOMHBIX HapyLUIeHWHM Ha ypOBHe MNONYyJALMHA. JTO O3HAyaeT, YTO JUHAMMKa
XpOMOCOMHBIX 0OJIe3HEeH He fABJAeTCd CJAy4alHbIM KoJlebaHWeM, a OTpaKkaeT
3aKOHOMEepHbIe OM0JIOrHYeCcKHe NPOLECChI.

[TosiydeHHble JaHHble IOJYEPKUBAIOT, YTO pPOJb MEAULMHCKON OWOJOTUH
3aKJII0OYAeTCHd He TOJbKO B [MAarHOCTHUKe W W3y4YeHWU INPUYMH, HO U B CO3JaHHUHU
3(QPeKTUBHBIX CTpaTeruid NpoPUJIAKTUKU. YKpellJleHHe PeNpoAyKTUBHOIO 3/10POBb4,
CHW)KEHHEe BO3JeWCTBUSA BpeAHbIX (AKTOPOB OKpYXKawlled cpejbl, ONTHMU3ALUA
IUTAaHUA M oOpas3a >XU3HU POAUTEJIeH CTAaHOBATCA peaJbHbIMH HHCTPYMEHTaMHU
CHMXKEHUS 4YaCTOTbl XPOMOCOMHBIX aHOMaJIMA. OJTHU HallpaBJeHUSA TpebyloT
MEeX/JUCLHUIJIMHAPHOTO MOJX0Ja U OO0beJWHEHUS YCUJIUW TeHeTHUKOB, 3KOJIOTOB,
610JIOr0B U Bpayew.

[IpobsieMa AMHaMHUKM XPOMOCOMHBIX 0OJIe3HEH TaKKe 3aTparuBaeT BOIPOCHI
6uoaTuku. llupokoe mnpuMeHeHHe IpPeHATAJbHOTO TECTUPOBAHUSA, BO3MOXKHOCTb
paHHeN AUarHOCTUKHU U BbIOOp penpoAyKTUBHOW CTpaTeruu TPeOYIOT BHUMATEIbHOTO
aHa/IM3a C TOYKHU 3peHUs NIpaB NaleHTa U ob1ecTBa. MeMIIMHCKasA 6M0JIOrMA LOJDKHA
obecrniedyMBaTh He TOJIbKO HAy4YHY!, HO U TYMaHUCTUYECKYI0 OCHOBY B BOIIpOCax
reHeTU4eCKOU JJUarHOCTUKH.

060611125 M3J10KEHHOE, MOXXHO OTMETUTD, YTO JHHAMHKA XPOMOCOMHBIX 060JIe3HeN
npejcTaBasgeT €000 MHOIMOKOMIOHEHTHBIM IpoLecc, B KOTOPOM IlepeceKalTcs
reHeTUYeCKUe, SNMreHeTUYeCcKre, 3K0JI0rMYecKre 1 collMaibHble GaKkToOphl. M3MeHeHue
CTPYKTYpbI HacJeCTBEHHON MAaTOJIOTUU fABJIAETCA OTpaKeHUeM Iepexo/ia MeJMIUHbI
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Ha HOBbIM YpOBeHb OHOTEXHOJIOTUYECKHMX BO3MOXXHOCTEH M HOBOIrO 3Tana
NOMNyJSAUOHHOTO Pa3BUTHS.

[loHMMaHue MeXaHU3MOB 3THUX M3MEHEHUW OTKPbIBAET MYyThb K POPMHUPOBAHUIO
HAay4YHO 060CHOBAHHbIX NPOPHUIAKTUYECKUX TPOTPAMM U COBEPLIEHCTBOBAHUIO MEJIUKO-
reHeTUYeCKOM NOMOIIM HaceJieHHWI0. TOJIbKO KOMILJIEKCHBIM MeXAUCIUIJIMHAPHbBIN
NOAX0J TMO3BOJUT 3PPEKTUBHO KOHTPOJUPOBATH POCT YACTOThl XPOMOCOMHBIX
AHOMaJIMH U CHU3UTD UX BJAUSIHUE HA 3/J0POBbE OYAYILIMX OKOJEHUH.

JluHaMM1Ka XpOMOCOMHBIX 60JiIe3HEN B COBPEMEHHBIX YCJIOBUSAX MPUOOpETAET BCE
6ojiee  BbIp@QKEHHBIA  MEXAWCHUIUIMHAPHBIA  XapakKTep, OTpa)kasg  CJOXHOe
B3aHMMO/IeCTBHUE OHOJIOTUYECKUX, STTMIeHETUYECKUX, KOJIOTUYECKHUX U COLIMa/IbHbIX
dakTopoB. AHa/sM3 COOpPAHHBIX JIAHHBIX IOKA3bIBaeT, YTO POCT BbISABASIEMOCTH
XPOMOCOMHBIX aHOMaJIMA HeJib3s pacCMaTpPUBATbhb MCKJIKYUTENbHO KaK CJe/CTBUE
TEeXHOJIOTUYEeCKOT0 Mnporpecca. U3MeHeHUs] B CTPYKType HAC/JeACTBEHHOW MaTOJIOTHUU
00YyCJIOBJIEHBI peaibHBIMU CAIBUTAaMU B GUOJIOTHHU PAa3MHOXKEHUS YeJI0BEeKa, U3BMEeHEHU EM
PENPOAYKTUBHOTO MOBEJEHMUS, YCUJIEeHUEeM MYTareHHOTO JAaBJIEHUS W HaKOIJIEHUEM
HebJIaronpusTHbIX BO3JIeMCTBUM OKpy»Katollel cpeibl. Oco6yio poJsib B OpMHUPOBAHUHU
JIMHAMWKH WTPAlOT BO3PAacTHble WU3MEHEHUS PEeNpPOAYKTUBHOM CHUCTEMbI pOAUTEJIEN.
[loBbIlIEHHWE BO3pacTa MaTepPU OCTAETCH BeAylled MPUYUMHOM yBeJUYEeHUS 4acTOThI
YUCJIEHHbIX XPOMOCOMHBIX aHOMaJ/IMK, B TO BpeMsl KaK BO3pacT OTLiA CTAaHOBUTCH
3HAYMMbIM QAKTOPOM HAKOIJIEHHS XPOMOCOMHBIX abeppaluii B CliepMaTo30UJax. JTH
JlaHHble TMOAYEPKHUBAIOT HEOOXOJUMMOCTb KOMIUIEKCHOTO TMOAX0Ja K OlleHKe
PENPOAYKTUBHBIX PUCKOB, BKJIIOYAIOIEr0 MOATOTOBKY CeMed K IJIaHWPOBaHHUIO
OepeMeHHOCTH U NpodPUIAKTUKY (GaAKTOpOB, BJUSAKIMUX HA CTAaOGUJIbHOCTH
reHeTU4YeCKOTro MaTepHraJa.

BaxxHoe 3HaueHWe HMEKT HOBble BO3MOXHOCTHU IIUTOT€HETHYECKOH MU
MOJIEKYJIIPHOW [WAarHOCTUKH, BKJIOYAsi BbICOKOPE3OJIIOIMOHHbIE METOJbl aHa/iu3a
reHoMa, KOTOpble paJMKaJbHO W3MEHHWJIM CIHEKTP BbIABJSEMbIX MaTOJIOTHU.
[I[pumenenne TexHosorud CGH-maccuBoB, MLPA, FISH u HeWHBa3uWBHOIO
NpeHaTa/JIbHOI'O TECTUPOBAHKS MTO3BOJIMJIO 3aPETUCTPUPOBATL PAaHEE HEAOCTYIHbIE AJIs
JIMAaTHOCTUKU MHMKPOCTPYKTYpPHble aHOMaJIMU. DTO HE TOJIbKO MOBBICUJIO TOYHOCTH
BbISIBJIEHUsS  3a00JieBaHMM, HO W  paCIIMPUJO TOHMMaHWE UX UCTUHHOH
pacnpoCTpaHEHHOCTH, CO3/jlaBasi HOBble BbI30BBI /1JI1 CUCTEMbI 3/]paBOOXPaHEHH .

HUccnepoBaHve MOATBEPXKJAET KPUTHUYECKYIO POJIb OKpyKawlled cpeabl U
3MUreHeTUYEeCKUX MeXaHU3MOB B (GOPMHPOBAHHMM XPOMOCOMHBIX HapylIEHUH.
CoBpeMeHHble YyCJOBUS >KU3HU, BKJOYAs XUMHYECKOe 3arpsisHeHHe, BO3/eUCTBUE
paJuallMOHHbIX HCTOYHMKOB, CTpecCc, HapylleHHWe TOpMOHa/JbHOro 6ajaHca U
He3/10pOBble NPUBbIYKH, 0KA3bIBAOT NMPSIMOE BJAUSIHHE HA CTAOUJIbHOCTh XPOMOCOMHOI'0O
anmnapaTta. Y4uTbiBasg 3HAYUMOCTb 3MUIreHETHYECKUX MeXaHU3MOB, NpoduIaKTHKa
reHeTU4YecKux 3ab0JieBaHUM B Oy/yllleM /10/DKHA BKJIIOYATh He TOJIbKO MeJJUIIMHCKHUE, HO
Y COLIMA/IbHO-TUTHEHHUYEeCKUEe MepPhlI.

Oco60e BHMMaHUEe TPeOYeTCs YAeAATh PENPOAyKTUBHBIM IOTEPSIM, 3HAUUTEIbHAS
Jl0JI1 KOTOPBIX 00yCJ0OBJIeHa XPOMOCOMHBIMU aHOMa/IMSIMU. PyTUHHOe ucciefoBaHue
abopTUBHOI'0 MaTepuasa, KOHCYJbTallUU AJs1 CeMeUN U3 TPyNI pUCKa, HAbJIIOAeHue 3a
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nagdeHTaMH, HCIOJIb3YWIUMU BCIOMOraTesbHble pPenpojyKTUBHbIE TEXHOJIOTHH,
JIOJDKHbl CTaTb OCHOBOM IOBBbILIEHUS KadyecTBa MeJUKO-TeHeTUYeCKOM MOMOIIH.
CoBpeMeHHass JMHAaMUKa XPOMOCOMHBIX 00Jie3Hel OTpaxkaeT Heo06X0JUMOCTh
YKpeIJIeHUsl CJyKO reHeTU4eCKOro KOHCYJIbTUPOBAaHUSA U pa3pabOTKU KOMILJIEKCHBIX
HallMOHAJIbHBIX IPOrpaMM NpodUIAKTUKHU.

060611ass  pe3yJsbTaThl, MOXHO 3aKJIUYUTb, YTO NOHUMaHHUE JUHAMUKH
XPOMOCOMHBIX 00Jie3Hel SBJSETCI HEOTheMJEMOM 4YacTbl CTPAaTErMU OXpaHbI
penpoiyKTUBHOTO 3/J0pOBbsl. B yc/10BUsAX pocTa MyTallMOHHOIO JlaBJIeHHUs U BO3pacTa
poAuTesiell  KJIOYEBbIM  HalpaBJeHUWEM  CTAaHOBUTCA  CO3/JlaHHe  YCJIOBHUH,
obecrneyuBawIUX 0JarONpPUATHY cpely AJs GOpMUpPOBAHUA 3[0POBOTO reHoMa
Oyayllero TMoOKoJieHHMsl. Pa3BUTHe TOYHOM [JUAarHOCTUKHM, COBEpLIEHCTBOBaHHUE
MeJULUHCKOMN CTaTUCTUKH, POPMUPOBaHME 6MOOAHKOB M paclIMpeHue UCCae/JOBaHUM B
006J1aCTU 3MUTEHEeTHUKU SBAAKTCA (yHJaMeHTaJIbHbBIMU OCHOBAaMHU JaJibHeHIiero
CHUKeHUs OpeMeHU XpOMOCOMHBIX 60JIe3HEH.
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