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YTto Takoe uHBepcua?

NHBepcusi — 310 XpOMOCOMHasi NepecTpoiika, Mp1 KOTOPOK Y4aCTOK XPOMOCOMbI
oTpbIBaeTcs, noBopaymsaetcs Ha 180 rpagycoB n npucoeanHaeTcs o6paTHo.

D,Ba OCHOBHbIX TUMNa NHBepCuun

Kaxpas xpomocoma umeeT ABa nrneva: KopoTkoe (p) v AnvHHoE (q), KoTopble
COeAMHAIOTCA Ha Y3KOM y4YacTke, Ha3blBaeMOM LieHTPOMepon. BbligensioT ABa OCHOBHbIX
TUNa UHBEPCUN B 3aBUCMMOCTM OT TOrO, 3aAeCTBOBaHa N LieHTpomMepa:
napaueHTPUYECKYIO0 N NEPULIEHTPUYECKYIO, KaK MOKa3aHO Ha PUCYHKaxX HUXe.

MapaueHTpuyeckasa nHBepcus
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MHBepcus, koTopas He BkovaeT B ceba 06nacTb LieHTpoMepbl, Ha3blBaeTCs
napawueHTprUYEeCKON (aanekon oT ueHTpa). [Npu Takom Tvne nHeBepcum 06e TOUKM paspbiBa
HaxoAaTCsl B OQHOM MNiieye XpOMOCOMbI.

MepuueHTpUyeckan UHBepcus
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MHBepcus, BkNoYaLwas LeHTpomMepy, HasbiBaeTCs NeEPULEHTPUYECKON
(BO3HMKaOLWeW BOKPYT LeHTpa). OauH pa3pbiB NPOUCXOANT B KOPOTKOM (p) nneve
XPOMOCOMBI, @ APYron — B ANUHHOM (q).



BnusaoT nu nHBepcun Ha 340poBLE U pa3BuTUe?

Y MHOrux niogen ectb MHBEPCUM, HO 3TO HUKAK HE OTpaXKaeTCs Ha UX 300POBbE UMK
passuTUK. Taknx nogen HasbiBaloT HocuTenamn. OgHako, ecnu NHBEPCUSA HapyLuaeT
paboTy BaXKHOro reHa Unmn NPOMCXoAMUT NOTEPst XPOMOCOMHOIo MaTepuana, To MoryT
BO3HWKHYTb Npobnembl Co 300pOBLEM U pa3BuTMEM. B BonbLUMHCTBE CryvaeB HocMTenn
MHBEPCUIN He TEePSIT reHeTUYeCKuii matepuan: dparMeHT NX XpoOMOCOMbI MPOCTO
pa3sBEPHYT, HO 3TO HMKaK He BMUSIET Ha ero paboTy. PaspbiBbl XPOMOCOM U UX NOBTOPHOE
coeauHeHve B BOMbLUMHCTBE YYaCTKOB Takke He HAHOCUT HMKaKOro Bpeaa.

HackonbKko pacnpocTpaHeHbl UHBepCcUn?

HekoTopble MHBEPCMM HACTOMBKO PACNPOCTPAHEHbI, YTO FEHETVKM PacCCMaTPMBAlOT UX Kak
HOpMarbHble BapnaHTbl reHoMa YernoBeka (CM. Hke). 3a NCKMoYeHneM 3TnX
€CTeCTBEHHbIX A8 YernoBeka BapMaHToB, MHBEPCUn BbisBnsAT peako. M3 100 000
YenoBek napaueHTpuyeckue nHeepcum Bectpeyatotes y 10-50, B To Bpems Kak
nepuueHTpuyeckne BbiBNAT y 12—70 yenosek. 3To 03HaYaeT, YTO BO BCEM MUpe
HacuuTbIBaeTCA NpuMepHo 2,6 munnunoHa Hocutenen nHeepcuin. B CLUA BeisBneHo 6onee
113 000 HocuTenew, B ABcTpanun — okono 8370, a B BenvkobpuTtaHum — cebiwe 22 750.
Ha momeHT HanucaHusa ator 6potutopel B Unique GbInn y4acTHUKN C MHBEPCUAMU
NPaKTUYECKN KaXaon XpOMOCOMBI.

EcTtecTBeHHbIe BapuaHThbI

PacnpocTpaHeHHble MHBEPCUU, He OKa3bIBaloLLME SBHOMO BNMUSHUS Ha YeroBeka,
CUYMTAOTCA ecTeCTBEHHbIMKN BapnaHTamu. OHM BKNOYAKOT MHBEPCUMN HEAKTUBHBIX YHacTKOB
BOKPYT LIEHTPOMEpHI.

XpoMOCOMbI NPOHYMepoBaHb! OT 1 40 22 1 NpeacTaBneHbl

_ napamu (06bI4HO OHA XPOMOCOMa [OCTaeTcs OT MaTtepu, a
apyrast — ot otua). Kpome Toro, y kaxxgoro Yyernoseka ecTb ABe
KOpoTKoe ﬂ NonoBble XPOMOCOMbI: fiBE X-XPOMOCOMbI Y XEHLLMH 1 ogHa X-
nne4o (p) XpOMOCOMa 1 ofHa Y-XpOMOCcoMa Y MyxuduH. EcTecTBeHHble
BapuaHTbl UHBEPCUWN HEaKTUBHBIX Y4aCTKOB BOKPYT
LeHTpoMepbl HabntogatTcs B xpomocomax 1; 3; 5; 9; 10; 16 n
B My>XCKoW Y-xpomocome. bonbLumnHcTBO nabopatopuit He
coobLatoT 06 3TUX UHBEPCUSIX, TaK KaK OHWU CYUTAIOTCSA
HOPMOW.
LleHTpomepa
Y nogen ¢ eCTeCTBEHHbIMY BapMaHTaMy 00bIYHO He
BO3HUKaeT NpobnemM co 300pOBbEM, PA3BUTUEM UMNN
poOXOEHEM OETEN.
AnHHOE Mpun okpalwmBaHUM U yBENUYEHUN XPOMOCOM MNOA
nnevio (q) MUWKPOCKOMOM MOXHO HabnoaaTb XxapakTepHyto
nocriegoBaTeNbHOCTb U3 CBETIbIX U TEMHbIX MOMOC, Kak
| NnokasaHo Ha pUCYHKe crieBa. OTW NOMNOCkl HYMEpPYTCA OT
Xpomocoma 2 LEHTPOMEPbI K BHELLHMM KOHLIAM, M HyMepauusi Nosioc Ha
XapakTepHas KOPOTKOM Mriede BKoyaeT OykBy p, @ Ha AJIMHHOM — Q.
nocnenoBaTeribHOCTb
N3 CBETIbIX U TEMHbIX
nonoc, Noka3aHHaa Ha
avarpamme (cneea) u
doTorpaduu (crnpasa).




Yto npoucxoanT, Korga HoOcUTesqiu UHBepCUn XOTAT 3aBeCTU

pebeHka?

Kak npaBuno, 310 3aBMCUT OT TMNa MHBEpcun. Ecnn oguH 3 poautenen aensaeTcs
HOCHTENEeM eCTECTBEHHOIo BapuaHTa niBepcumn (CTp. 3), TO HUKaknx TpygHocTen obbIYHO
He BO3HWKaeT.

Korga napa ¢ KNnMHUYeCcKkM 3Ha4YMMon napaueHTPUYECKon Unu NepuLeHTpUYeckon
MHBepcuen npobyeT 3a4aTb pebeHka, 06bIYHO CyLLecTBYET NATb BO3MOXHbIX MCXOA0B,
BEPOATHOCTb KOTOPbIX 3aBUCUT OT KOHKPETHOWN MHBEPCUW. DKCNEPT-TeHETNK MOMOXET
06BACHUTL, KaKkow UcxXoA Hanbornee BepoATEH ANSA KaXKA0N CeMbM.

y pebeHka 6yaeT ctaHaapTHbIN Habop XpOMOCOM, 1 OH OyaeT 340poB

y pebeHka byaeT Ta xe MHBEepCUus, YTO U 'y poauTens, 1 oH dyaeT 340poB
6epeMeHHOCTb MOXET Aofbllue He HacTynaTk, MoxeT 6biTb 6ecnnoave
6epeMeHHOCTb MOXET He NPOoANUTLCA A0 KOHLA Cpoka

pebeHOK MOXeT poanTbCst ¢ PU3NYECKUMU aHOMaNUSMU /U TPYAHOCTAMU B
oby4eHun

XpomMocombl
BonbwnHCTBO KNeTok cogepxat 46 XxpOMOCOM (CM. PUCYHOK Huxke). OHM BKItoYatoT B cebs
napbl Kaxgon XxpoMocombl oT 1 40 22, n ABe NOMoBble XPOMOCOMbI (0O4Ha napa NonoBbIX
XPOMOCOM), KOTOpPbIE OnpeaenstoT buonorndeckmin non (ase X-xpoMOCOMbI Y XKEHLLMH 1 X-
XpoOMOCOMa U Y-XpOMOCOMa Y MYXYUH).
3 Korga obpasytoTtcsa cnepmaTo3onabl Unu
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b ! ) ! ofHon X unn Y XpoMOCOMOIA.
l, !‘ I { Hr E : ﬂ TaKVIMv obpa3som, kaxapli cnepmaTosong
L L " L A UnNu arLeKneTka CoaepxuT
€[MHCTBEHHYIO KOMUIO KaXxaom
( XPOMOCOMBI, Bcero 23 xpomocomsbl. Korga
' ' sAnLeKneTka n cnepmaTosouns,
06beMHSIIOTCS NpU 3a4aTny,
Mpumep Habopa us 46 xpomocom BOCCTaHaBnmBaeTcs obLiee Konm4yecTBo
Xpomocom — 46.

BnusiHne uHeBepcumn Ha hepTUIIbHOCTL, GEpeMeHHOCTb U pebeHka 3aB1CUT OT
XPOMOCOMbI, MPUCYTCTBYIOLLEN B AiliLiekneTke unu crnepmartosounge. Mpobnems: MoryT
BO3HUKHYTb Ha CTaguW NepekpecTa XpoMOCOM (KPOCCUHroBepa) npu co3peBaHnm
ANLEKNETKN UM CrepmaTos3omnaa, U Ux nocneacTBys 3aBUCAT OT PACMONOXEeHUs 1
pa3mMepa MHBepCcUum.



MapaueHTpuyeckne MHBepcUn

Ecnu y pognTens napavueHTpuyeckasi UHBEPCUS, YHUKarnbHble XPOMOCOMbI, KOTOPble
obpasytoTca Ans Kaxaoro cnepmaTtosonga unu anLekneTku, MoryT 6biTb 4OBOMNBHO
pasHbIMK 13-3a 3TOM XPOMOCOMBI, TaK Kak OHa He MOXEeT NPaBUIIbHO BbIPOBHATLCS CO
CTaHAAPTHOW XPOMOCOMOW 13 Ton xe napbl. OgHOM 13 XpOMOCOM HeobxoaMmo
obpasoBaTb NETN0 B MECTE MHBEPCUW, YTOOLI MPABUIBLHO BbICTPOUTLCH C TEMU Xe
y4YacTkamy BTOPOM XpOMOCOMbI. Buaeo no ccbinke NOMOXeT nervye npeactaBuTb 3TOT
npouecc: https://www.youtube.com/watch?v=THAjvn1cdDM . NepekpecT XxpoMocom,
NPOVCXOASALLMI BHE 3TOW NETNN, ABMAETCSH €CTECTBEHHbIM, HO €CMNN NepeKkpecT
NPOVCXOANT BHYTPY NETNN, TO MOXET MPON3ONTN OOMEH HE TEM Y4acCTKOM XPOMOCOMbI.
Bo3amoxHble pesynbTaTbl KDOCCUHIOBEPA YKa3aHbl HUXe.

Poautens c Bo3MokHas XxpoMocoMa B KaXXaon ArLeKneTKe unum
napaueHTpuieckoun cnepmaro3ouge
MHBepcuemn
1 2 4
AnUeHTprnYeckne XpoOMoCOMbl
06bI4HO paspbiBatoTCs,
o6pa3ysi BE XPOMOCOMbI C
OTCYTCTBYOLIMM
3 - -l - reHeTU4YecKMM maTepuanom
(Oeneuus), kaxaas u3
nepekpect - KOTOPbIX MMEET LIeHTPOMEpY -
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XPOMOCOMbI C ABYMSI
Xpomocoma LieHTpomepamm
cTaHfapTHas xpomocoma cTaHpapTHas  Xpomocoma 6e3 ueHTpomepsI (AuuUeHTpuYeckue) ¢
Xpomocoma C nHBepcuen XPOMOCOMa C MHBEpCHeit (6yneT yTepsiHa) OTCYTCTBYIOLWM W

Ly6nMpOBaHHLIM FeHETUYECKUM
marepuarnom

1. B aiiuekneTke unu cnepmaTosonge GyaeT cTaHgapTHas xpomocoma. MHBepcust He
OyneT yHacrnegoBaHa.

2. B anuekneTke unu cnepmartosonge 6yaet xpomocoma ¢ nHeepcuent. PebeHok,
3a4aTbIvi U3 ITOW sINLEKNeTKn/cnepmaTo3omnaa, MOXeT CTaTb HOCUTENEM MHBEPCUM, KaK
1 pogutene. Ecnn aTa MHBEPCUA HE OKa3bIBaET HEraTUBHOIO BIMSIHUSA HA OpraHnMam
poautensi, pebeHoK ToXxe MOXeT ObITb 300POB.

3. Xpomocombl 6e3 LieHTpOMEpPbI TEPSIKOTCS NPY AENEHUN KNEeTOK, MO3TOMY He
BCTPeYatoTcs B KINMHUYECKkMX ycrnoBusix. ObpasoBaHme XpoMocoM 6e3 LieHTpoMepbl
MOXET CHU3UTb KOJNTMYECTBO >KU3HECTOCOBOHbIX SNLEKIIETOK UM CNEPMaTO30M1A0B, U
cTaTb MPUYNHON CHBKEHUS (PDEPTUIBHOCTU.

4. Xpomocoma c ABYMs LieHTpoMepamu (auLeHTpuyeckas) obbluHO pa3pbiBaeTcs B
cnyyariHoM MecTe, 06pa3ysi BE XPOMOCOMbI, KOTOPbIE PACXOASTCS B OTAESbHbIE
SANLEKNeTKN nnu cnepmatosonipl. B pesynbtaTte B NONOBOW KNeTke oka3biBaeTcst
XpPOMOCOMa MeHbLLE, YeM HEODXOAMMO, C OTCYTCTBYHOLLMM Fr€HETUYECKMM MaTepuanom
(oeneums). MNMockonbKy YacTb XPOMOCOMbI OTCYTCTBYET, €€ Ha3biBatoT
HecbanaHcnpoBaHHON. Takme criydyam odeHb peaku. ViHorga nogo6Hyro
HecbanaHCMpoOBaHHY XPOMOCOMY MOXHO BbISBUTb NPV aHanuse TkaHu nnoja B criyyae
CaMOnpon3BOSIbLHOMO NpepbiBaHUsA 6epeMeHHocTW. [eTn ¢ 6onbLuol geneunem unm
OVLIEHTPUYECKON XPOMOCOMOW POXAAKTCA OYEHb PeaKo. Y HUX MOryT ObiTb 0cobble
notpebHocTN n/mnu npobnemsl cCo 34OPOBLEM.
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https://www.youtube.com/watch?v=THAjvn1cdDM

MepuueHTpUYecKkne MHBEPCUNn

Mpun HaNWYK NeEpPULIEHTPUYECKON NHBEPCUN Y OJHOTO N3 POAUTENEN YHUKaNbHbIE
XPOMOCOMBI, CO34aBaeMble AN KaXaoro cnepmarosonaa unu anuekneTku, moryT 6biTe
COBEpPLUEHHO pa3HbIMW, MOCKOSbKY XPOMOCOMbI B Mape He MOryT NpaBuiibHO BbICTPOUTLCA
Ans obmeHa reHeTuyecknum matepuanom. OgHa 13 XxpomMocoMm AosmkHa obpasosaTth NeTnio B
mecTe nHBepcun. KpoccrHrosep, KOTOPbI NPOUCXOAUT BHE 3TOW NeTnu, SBnseTcs
€CTEeCTBEHHbIM, HO eCINv NepeKpecT NPOUCXOANT BHYTPU NETNN, MOXET NPON30NTN OBMeH
HenpasuibHbIM y4aCTKOM XPOMOCOMbI (6orbLue MHpopmaLmm No CCbinke:
https://www.youtube.com/watch?v=QXU7XojaEOs ). CyluectByeT YeTbipe B1Aa
XPOMOCOMHbIX UCXOA0B.

Po.qMTenb (o] Bo3moxHas XpomMmocoma B Ka)KAOFl m7||.|,eKneTKe Unu
nepuLEeTPUYECKON cnepmaTtosounge
MHBeEpcuen 4
nepekpect 1 2 3
XPOMOCOM . . .
\
\
\\
KN ’ ﬂ .
\
XpoMocoma ¢ AByMst
«p»-nnevamu,
reHeTU4eckuii maTepuan XPOMOCOMa C [1BYMS1 «q»-
yTpayeH 1 ay6nmpoBanx nneyamu, reHeTUHecKui
cTaHpapTHas  Xpomocoma c cTaHpapTHas XpOMOGOMa G maTepwan yTpadeH u
Xpomocoma MHBEpCHEeit Xpomocoma ay6nuposaH

nHBEpcuen

1. B aiiuekneTtke nnu cnepmartosonge byaet ctaHgapTHasa xpomocoma. MIHBepcus He
OyneT yHacnegoBaHa.

2. B anuekneTke unm cnepmarto3onae 0yaeT XxpoMocoma C UHBepCcuei. 3ayaTbiin N3 3Ton
KneTkn peGeHOK MOXET CTaTb HOCUTENEM MHBEPCUM, KaK U poauTerb, U HE UMETb
HMKaKUX ee NPOSIBIIEHUIA, ECININ Y POAUTENS UX TOXE HET.

3. O6pasyeTca HecbanaHCMpoOBaHHAA XPOMOCOMa (PEKOMOUHAHTHAst XpOMOCOMa),
COCTOSILLAs U3 ABYX KOPOTKUX «py»-MNJied ¢ Aynnukaumen n geneumen reHeTm4eckoro
maTtepwuara (o4HO U3 p-nied NMeeT reHeTUYECKUii MaTepuan us g-nneva).

4. ObpasyeTcsa HecbanaHCMpoBaHHas XPOMOCoMa (PEKOMOUHAHTHAst XpPOMOCOMa),
COCTOsILLas U3 ABYX AMMHHBIX «g»-TJeyd ¢ Aynnukaumen n geneumein reHeTu4eckoro
maTtepwuarna (o4HO U3 g-nied nMeeT reHeTUYEeCKUii MaTepuan us p-nneva).

Ecnu 3ayaTre nponsoLLsio oT O4HOM U3 pEKOMOUHAHTHBIX XPOMOCOM, TO ECTb 13 XPOMOCOM
C yTpayeHHbIM U Ay6rnnpoBaHHbIM reHeTUYECKUM MaTepuarnoMm, y pebeHka moryT 6biTb
ocobble NoTpeBHOCTH U/MnK Npobrembl co 300POBbEM. PEKOMBUHAHTHBIE XPOMOCOMBI
TaKkKe MOryT NPMBECTM K Npobnemam ¢ hepTUNbHOCTLIO U/ HEBLIHALLMBAHUIO
GepemMeHHOCTH.


https://www.youtube.com/watch?v=QXU7XojaEOs

HacnepoBaHue nHBepcum

Mpu HacnegoBaHUM poaNTENLCKOM UHBEPCUN Yy pebeHka He JOMKHO BO3HUKaTbL HOBbIX
npobnem co 300poBbeM UM ocobbix NOTpebHOCTEN N3-3a Hee.

Korga y Bawwmx aetewn NnosiBATCS COGCTBEHHbBIE, OHU OKaXXYTCSA B aHaNormyHom cutyauun. Y
HWUX MOTYT ObITb A€TU CO CTaHAAPTHBIMM XPOMOCOMaMW; AETU C TAKOW Xe MHBEPCUEN, KaK Y
HUX caMux; NpobnemMbl ¢ PEPTUNBHOCTBIO U/UNWU HEBbIHALLMBaHWE HepeMeHHOCTM n3-3a
HacnegoBaHNs PeKOMOMHAHTHON XPOMOCOMbI C OTCYTCTBYHOLLUMM W/Unn Oy6nnpoBaHHbIM
reHeTUYECKUM MaTepumarnomM; Y HUX MOXeT poanTbCs pebeHoK ¢ 0cobbiMM NOTpebHOCTAMU
n/vnn npobnemammn co 30opoBLEM M3-3a HAcrneaoBaHUA PEKOMOVHAHTHON XPOMOCOMBI.
JTo6ow HocuTenb MHBEPCUN MOXKET NONPOCUTL HanpaBieHNe B reHETUYECKUI LIEHTP, YTOObI
y3HaTb, Kakne aHanu3abl 1 yCryrn emy JOCTynHbl. Takke npeanaraem 03HaKoMUTLCS C
6pouutopot Unique no nnaHMpoBaHuio cnegytowen 6epemMeHHOCTH (ONA ceMent C peakumm
XPOMOCOMHBIMW UITN TEHETUYECKUMW OTKITOHEHWNSIMM).

Bonpochbi:
EcTb N1 pasHuua B TOM, KTO U3 poauTenen HocuTtesnb UHBEPCUN —

MaTb Unu orteu?

B Teopumn pasHuupl HeT. HO Ha NpakTuKe BbilLe BEPOATHOCTb TOrO, YTO PEKOMBUHAHTHbIE
(HecbanaHcupoBaHHbIE) XPOMOCOMbI ByAyT NPUCYTCTBOBATL B AWLIEKINETKaXx, a He B
cnepmarosoungax. OgHa 13 4acTbiX XPOMOCOMHbIX MHBEPCUn — nHBepeus 21p129g21.1,
KOTOpas NpoMcxoauT B Xxpomocome 21 1 npuBoauT K 0gHou us chopm cuHapoma [layHa. OTa
XPOMOCOMHasi UHBEPCUSI NepeaaeTcst AeTsIM TONbKO OT MaTepu.

BO3MOXHO nun, 4TO MO PeOEeHOK POAUTCA C TAKOMU e MHBEePCUEH, Kak

Yy MeHS1, HO NpU 3TOM € 0COObLIMMK NOTpebHOCTAMU?

B cembsix ¢ HacneacTBEHHON UHBEPCUEN NosiBrieHNe pebeHka ¢ 0cobbIMM NOTPEBHOCTAMN,
BbI3BaHHbIMMW TOM e CaMOW XpOMOCOMHOW NepPeCcTPONKO, YTO U Y POAUTENS], BCTpeYaeTcst
peako. B 3TomM MOXHO GbITb Gonee yBepeHHbIM, ECIIN HECKOSbKO 3[,0POBbLIX YIEHOB CEMbMU
MUMEIOT NHBEPCUIO.

B o4eHb peakux cnyyvasix MHBEpCKsi, KoTopasi omMBoYHO pacLieHnBanach kak
cbanaHcMpoBaHHasi, Ha CaMOM fere COO4ePXUT NULLHWIA unn HegocTawwmn yyactok OHK,
KOTOPbIA CAMLLKOM Mari, YToObl ero MOXHO 6bINo yBMAETb N0 MUKPOCKONOM. TOmnbKo B
TaKoW KpariHe peaKow CUTyauumn y HOCUTENS MHBEPCUM MOTYT GbiTb NPoBnembl co
3[00POBLEM U Pa3BUTHEM.

B HacTosILLee BpeMsi CyLLIECTBYIOT BbICOKOTOYHbIE METOb! N3YYEHUST XPOMOCOM Ha
MOJEKYIISSPHOM YPOBHE, HaNpUMep, CpaBHUTENbHAs reHOMHas rMbpyansaums Ha
mukpouunax (array CGH) n nonHoreHoMHoe cekBeHupoBaHue. Takne metogbl MOryT NOMOYb
onpenennuTb Menbyanwmne oparmeHTsl HegocTatowern unu nuwHen AHK. Cervac atot
cnocob NpYMeHsieTCs PerynsipHo, YToObI LieneHanpaBneHHO NCKaTb U BbISIBNSATb Takve
pparmeHTbl. OgHaKo Noka MX HU pasy He BbiNu HaxoaWnu B CEMbSX, B KOTOPbIX poauTenb
nepegan MHBEPCUIO MO HacneacTBy.

Bo3HukaeT nu Y MYX4YUH U XXEHLWHUH C MHBepCMeVI HapyLweHue

¢epTnbHOCTU?

BONbLUMHCTBO MYXYMH U XXEHLLMH C UHBEPCHEW MOTYT MMeTb AeTelr. OgHako ans
HacTynneHus 6epeMeHHOCTN MOXET NoTpeboBaTbCst GonbLUe BPpEMEHN, MOTOMY YTO YacTb
CrnepMaTo3onoB Unu SULEKNeToK OyaeT MMeTb HecGanaHCUpOBaHHbIE XPOMOCOMBI, U3-3a
KOTOPbIX 3MOPUOH MOXET NepecTaTb pa3BMBaTbLCS.



CamonpoussornbHoe npepbiBaHne 6epeMeHHOCTU U HeBblHaLUUBaHue
CamonpoussonbHoe npepbiBaHne 6epeMeHHOCTU BOOGLLE Cry4aeTcsl 4OCTaTOYHO YacTo —
BO MHOTMX CIy4asx elle 40 TOro, Kak XeHLu Ha NoHnMaeT, 4To 3abepemeHena. MNocne
noaTBepXKaeHUss GepeMeHHOCTM BEPOSITHOCTb TOr0, YTO OHa NPEpPBETCS CaMOMNPOU3BOJSILHO,
COCTaBnsieT oauH K cemu. Kak npaBusio, o4eBUAHOW NPUYMHBI HE yaaeTcs HanTu. MIMeHHo
NnoaToMy Bpayu NpoBoAAT obcrejoBaHMe TOMbKO NOCHe ABYX UK TPeX HeyAauHbIX NOMbITOK
BbIHOCUTb pebeHka.

Ecnu y ogHoro 13 napTHepoB MHBEPCUS, BEPOATHOCTb CaMONPOU3BONbLHOMO NpepbIBaHUA
6epeMeHHOCTU NoBbILLaeTCs. 3a4acTyo OHO MPOUCXOQUT B NepBble TPY MecsLa, HO MHoraa
1 no3gHee. Camonpoun3BonbHOE npepbiBaHne 6epeMeHHOCTU B TaKNX CUTyaumsaxX
nponcxoamT NOTOMY, YTO B KrneTkax nrnoja cogepxatcs HecbanaHCMpoBaHHbIE
(pekoMBUHaHTHBIE) XPOMOCOMbI: B OLHOM MNrieye MHBEPTUPOBAHHOW XPOMOCOMbI M30bITOK
OHK, a B gpyrom HegocTaTok. Yem ganblue oT Kpas XpOMOCOMbI HAXoAUTCA ee paspbiB
(mecTo nepecTpolikn), Tem 6ornbLue BEpPOSATHOCTb, YTO 6EpEMEHHOCTL BOBCE HE HAcTynuT, a
€CIN1 HacTynuT, TO NpepBeTCS.

Mpw Kaxxgon nonbiTke 3abepemeHeTb BEPOSTHOCTM OCTalOTCs TeMM xe: 3a4aTve pebeHka ¢
HOpMarnbHbIMM XPOMOCOMaMu; 3a4atne pebeHka ¢ HacneaCTBEHHOW UHBEPCHEN; 3a4aTne
pebeHka ¢ HecbanaHCMpPOBaHHbIMU (PEKOMBMHAHTHBIMIW) XPOMOCOMaMM1 U NOCNeayLNM
CaMOonpoOun3BOMbHbLIM MpepbiBaHMeM 6epeMeHHOCTU; nnn poxaeHne pebeHka ¢ ocobbimun
notpebHocTamMu n/unmn npobrnemamu co 340POBLEM.

Ecnn camonpounasonbHoe npepbiBaHne 6epeMeHHOCTVI NOBTOPAETCA, U yCNEeLHOro 3a4atud
He nponcxoaunT, MOXXHO 06paTVITbC$I K TeHETUYECKOMY KOHCYIbTaHTY U Bpayy-reHeTuky.
Onu CMOryT AaTtb OTBETbI Ha cneaytouime BonpocChl:

CMOXeT Nnn nnoa c HeC6aﬂaHCVIpOBaHHbIMVI XpoMocomMamMun OOXUTb OO0 poaoB
KakoBa BEPOATHOCTb TOro, 410 pe6eHOK nornéHeT BCKOpe nocrne poaos

ecnu pebeHoK BbPKMBET, HACKOMbKO CEPbE3HbIM ByAeT BNUSHUE UHBEPCUM Ha ero
MCUXMYECKOE U (PU3NYECKOE COCTOSIHNE
Ecnu Bbl yHacnenoBanv MHBEPCUIO OT OOHOIO M3 poauTeriel, TO 3TO caMoe SIBHOE
[0Ka3aTenbCTBO, YTO Y BAc TOXe MOTyT ObiTb 300pOBbIE AETU.

B Cly4yae CamMonpoun3BOJ1bHOro npepbiBaHNA GEDEMGHHOCTM BaM MOryT npeanoxunTtb
OTNpaBUTb reHeTUYECKNIA MaTepman Ha nccrnegosaHme. NpuHUMaTh pelleHne B Takon
TSDKENbIA MOMEHT HENerko, 04HaKko aTO NOMOXET pa306paTbc;| B CUTyalunn 1 Nnony4nTb
bonee NONHYKO reHeTU4eCKyro WMHopmaLmIo.

Bbl 6epemMeHHbI: Koraa Bbl CMOXeTe y3HaTb 06 0COGeHHOCTAX

XPOMOCOMHOro Habopa pebeHka?

Cambii paHHUIA aHanu3, NO3BONSALWNIA BO BpeMsa 6epeMeHHOCTH onpeaenvTb CTPYKTYpY
XpoMocoM pebeHka, 0CHOBaH Ha Guoncum xoproHa 1 NpoBoauTCS Ha cpoke 11-13
Hepenb. [Mpy NOMOLLM TOHKOW UMbl OCyLLecTBNseTCs 3abop dparmeHTa TkaHu u3
nnaueHTbl. PesynbTaTel 06bI4HO COOBLLAIOT B CPOK OT TpeX AHel A0 ABYX—Tpex Heaenb.
MN3-3a Broncumn MoxeT YBENUUUTBLCS PUCK MpepbiBaHNs GepeMeHHoCTU npumepHo Ha 1%,
npepbIBaHNE MOXET CINYyYNTLCA B TEHEHME HECKOMNbKMX AHEW nocne npoleaypsbl.



AHanuns xpomocom pebeHka MoxeT ObITb NPOBEAEH MO KreTkam, NonyYeHHbIM npu 3abope
OKOMOMSOAHbBIX BOA, C MOMOLLIbIO TOHKOM MMkl (aMHMOLEHTe3). 3Ta npoueaypa NpoBOANTCS
npumepHo Ha 16- Hepgene 6epeMeHHOCTU. PedynbTaTbl 00bIMHO roTOBLI Yepe3 10—14 aHeln.
Mpu NnpoBeaeHNV amHMOLEHTE3a BEPOATHOCTb CAMOMNPOU3BOSIbHOIO NpepbIBaHUA
6epemeHHOCTU yBenuunsaeTca npumepHo Ha 0,5-1 %.

[aHHble aHanu3bl NO3BOMAT ONpeaenuTb, UMeeTcs Ny pebeHka nsbbITok unm
HeJoCTaTOK XPOMOCOMHOIrO Matepuana, O4Hako OHW He MOryT NokasaTb, Kak 3TO noBnuseT
Ha ero gansHeviwee pa3suTue. PebeHok ¢ HecbanaHCpoBaHHOW peKOMBUHAHTHOM
XPOMOCOMOM, BEPOSATHO, ByAeT HyxaaTbCca B 0CO60M yxoae.

YnbTpa3BYyKOBbIE UCCINEAOBAHUS, BKIHOYAs CKPUHMHT NEPBOro TpumecTpa (okono 12
Heaernb) N CKPUHUHT BTOporo TpumecTpa (18—-21 Hegenst), MOryT NOMOYb BbISIBUTH
cepbesHble Npobnembl CO 340POBLEM, NOKa3aB CTPYKTYpHble 3aboneBaHns cepaLa nunm
OPYIMX XXN3HEHHO BaxHbIX opraHoB. OgHako onpeaenutb, Kak UMEHHO
HecbanaHcupoBaHHas pekombrHaHTHasa XpoMocoma NoBNMnseT Ha pebeHka, MOXHO TONbKO
nocrne poxaeHus.

OTn meToabl MOXHO 06CYyaANTb C BPA4YOM aKyLUEPOM-TMHEKONOroM, KOTOPbIN Mpu
Heo6Xx0QUMOCTN HanpaBuT Bac K rEHETUYECKOMY KOHCYNbTaHTy UK Bpayy-reHeTuKy Ans
nonyyYeHns LOMNONMHUTENBHOM UHAOPMaunun 1 obCyXaeHNs HanaeHHbIX B pe3ynbTaTte Tecta
OTKIMOHEHWU OT HOPMBI.

Ecnu aHanu3bl BbISIBAT HapyLUeHusi, y Bac OyaeT BbIOOp: coxpaHuTb 6epeMEHHOCTb 1
NOAroTOBUTLCS K POXAeHUIo pebeHka ¢ 0cobbiMu NOTpebHOCTAMM nnu NpepeaTb
6epemeHHOCTb. C NOAOOHBIMY peLLEHUAMN CTankuBanmMcb MHOrMe YneHbl coobecTsa
Unique.

,El,pyme penpoaAyKTUBHbIe MeTOAbl

CywiecTBylOT Apyrne penpoaykTuBHble MeTOAbI. [OCTYMHbIE BAapuaHTbl U UX CTOMMOCTb
3aBUCAT OT CTPaHbI NPOXMBAHWSA 1 MOTYT BKIOYaTb CrneaytoLme onuumn.
NMpeunmnnaHTaumMoHHana reHeTuyeckas auwarHoctuka (Mra),
npevMmniaHTauMoHHOE reHeTu4eCKoe TeCTupoBaHUe CTPYKTYPHbIX
nepectpoek (MIT-CM)

MpevmnnaHTaumMoHHas reHeTndeckas guarHoctuka (MMQ) nossonseT BeibpaTe aMOproH 6e3
HecbanaHCcpoBaHHOW PEKOMOVMHAHTHON XPOMOCOMBbI, KOTOPbIA MOXHO NMEPEHECTM B
nonocTb MaTku. lNpoueaypa ocyLLecTBRAETCA C NOMOLLbH 3KCTPaKopnopanbHOro
onnopoteopeHusi (OKO) n npegycmaTpmBaeT XpPOMOCOMHbIV aHanM3 TPEXAHEBHbIX UMK
(Yawe) NaTnaHEBHbIX 3MOPUOHOB 1 NEPEHOC B MOSIOCTb MaTKM TOMbKO TEX, KOTOPbIE UMEHT
CTaHOAPTHBIN Habop XPOMOCOM UMK SBNSAOTCA HOCUTENSAMU UHBEPCUN. [pUMeHsieMbIn B
HacToslLee BpeMs METoA He NO3BONAEeT OTNMYUTL AMOPUOHBI CO CTaHAaPTHLIMU
XpOMOCOMamMm OT HocuTenen cbanaHcMpoBaHHOWM NHBEPCUN.

Cpenum uneHoB coobuectsa Unique ecTb Te, KTO Bocnonb3osarcs npoueaypou MO ans
poXOeHWsi 300poBbIX AeTeln U rOTOBbl NOAENUTLCSA CBOUM onbIToM. [locTynHocTe M1
CYLLEECTBEHHO pa3nuyaeTcs B pasHblX CTpaHax, MpY 3TOM HE BCE KINMHWUKWU, Npeanaratolime
MrQ, npoBoadAT AMarHOCTUKY XPOMOCOMHbIX MHBEpCUIA. [okasaTenu ycnewHocTu
npoueaypbl BapbUpyoTCs B MEOULIMHCKUX LIEHTpax U B cpeaHeM cocTaBnsitoT okorno 20% Ha
HavaTbI unkn n 30% Ha nepeHeceHHbI aMOpuoH. B BenukobputaHum ata npoueaypa
cTouT foporo, Ho 85% nap nony4atT prMHaHCcMpoBaHue. [ng HEKOTOPbIX 3TO
3MOLIMOHAarbLHO TsKenas npoueaypa, No3ToOMy KOHCYNbTUPOBaHWE 1 NoAAepKKa KpaviHe
BaXXHbl Kak 0, Tak 1 BO Bpems npouecca. Ecnu Bbl xoTuTe y3HaTb 60nbLie 0 BO3MOXHOCTAX
MrQ, obpatuTech 3a KOHCYNbTaUMEN B MEANKO-TEHETUYECKUI LEHTP.



MHTpaumuTonnasmarmyeckas uHbekums cnepmarosomga (MKCH)

Mpwu nogo3speHun Ha Gecnnoane Bpayn MoryT oTobpaTth CaMble aKTUBHbIE U NOABWKHbIE
crnepmarto3ounbl v fanee Ucrnonb3oBaTb UX ANs BHYTPMMATOYHOW MHCEMUHALIMM UMK
MHTpaumTonnasmaTtnyeckon nibekuun (MKCW). Mpu metone MKCW BbibrnpaeTcs Tonbko
oavH cnepmMaTto3oun. Ero Hanpsimyto BBOASAT B CO3PEBLUYIO SULEKNETKY, KOTOPYIO U3BNEKNN
3apaHee, kak npu npoueaype IKO. Utobbl ybeautbes, 4To B MaTky OyayT nepeHeceHbl
TONbKO 3MBPUOHBLI CO cOanaHcpoBaHHbIMW UM HOPMarbHbIMY XPOMOCOMaMu, MeTof,
MKCW moxeT 6bITb coBmeleH ¢ MMM,

JoHOpCTBO cnepmMbl U ANLEKNEeTOK

PoauTenu, y KOTopbIX He Nony4yaeTcs 3a4aTb 300pOBOro pebeHka, MoryT o6patutbcs B 0aHk
crnepMbl Unu AuLekneTok. [loHopckas cnepma BBOAUTCS MyTEM BHYTPUMAaTOYHON
MHCEMMWHALMM C Y4ETOM €CTECTBEHHOrO MEHCTPYaribHOIo LKA XEHLLMHbI UK nocne
CTUMYNALMM OBYNSALMM C NOMOLLIbIO NekapcTB. [JoHopckasa cnepMa unu SnLekneTkm MoryT
ObITb NpeaoCcTaBneHbl BalMMM 3HAKOMbIMU UMW KITMHUKOW. [IOHOPCKYIO SAALEKNeTKY
COBMeELLalT CO CNepMon napTHepa v NOMeLLaoT B MOATOTOBNEHHYIO C MOMOLLbIO FOPMOHOB
MarTKy, Kak U npu ctaHgapTHow npoueaype 3KO.

Bonpochbl

BoamoxHo nu ncnpaBnTb MHBepCIMO?

HeT. Ho o4eHb manoBeposiTHO, 4TO MHBepcus (OyAb TO napaueHTpuyeckas unm
nepuuUeHTprYeckas) Kak-nmbo CkakeTCsa Ha XM3HWM HOCMTeNs A0 TOro, Kak OH 3axoyeT
MMeTb OeTen.

Bnusiet nu MHBEpPCUA Ha 3A0p03be?

Y nogaenstoLero 60nblIMHCTBA M3 2,6 MUNIIMOHOB HOCUTENEN MHBEPCUS HUKAK HE
BNuseT Ha 300poBbe. Y pebeHka, yHacne[oBaBLIEro poauTenbCKyo MHBEPCHIO, Takke
He JOMKHO GbITb Npobnem co 3agoposbeM. Kak npaBuno, MHBEPCUMU HUKaK He
CKasbIBalOTCA Ha 340POBbE U Pa3BUTUM, NOTOMY YTO B BOSMBLUMHCTBE CriyvaeB Te y4acTku
reHoma, rae NpomncxoauT paspbiB U MOBTOPHOE COeANHEHNE XPOMOCOM, HE BAWSIOT Ha
PYHKLIMOHMPOBAHNE BaXKHbIX FEHOB.

Y10 npounsonger, ecnv Bo Bpemsi 6epeMeHHOCTU Y MOero pebeHka

OBHapyxaT UHBepcu?

WHorga y nnoga moryt o6HapyXuTb MHBEPCUIO NOcrie BMONCcMm XopuoHa unm
aMHuoueHTesa. B Takom cnyyae cnegyeT npoBecTy aHanu3 XpoMoCOM poauTenen,
4YTOOGbI NOHATbL, YHAcneaoBaHa M oHa OT Koro-To u3 Hux. Ecnn ga, ny poautens
MHBEPCUSA HE BbI3bIBAET HMKAKNX NPobnem co 300pOoBLEM, TO BEPOATHO, YTO N 'y pebeHka
ux He byger.

Ecnu xe y oboux pogutenei ctaHgapTHbIE XPOMOCOMbI, 3HAYUT MHBEPCUS y pebeHka
BO3HVKNA BNepBble, TO eCTb OHa HOoBas (de novo). B 6onbluMHCTBE cnyyYaes Takas
MHBEPCUS HE CKaXeTCs Ha 300poBbe pebeHka, 04HaKo eCTb U PUCK, YTO pas3pbiBbl
XPOMOCOM BbI3Banu HapyLleHne PyHKLUM BaXKHbIX FEHOB UMM BaXKHbIN reHETUYECKUIA
mMaTepuan 6bin yTpayeH unu oyonmpoBaH. Y3HaTtb, Mpou3oLwWwnu nn yTpata (aeneums)
unu aybnvposaHue (Qynnvkauusi) reHeTUYECKOro MaTepuana Ha y4acTke MHBEepCUM,
MO>HO C MOMOLLbI0 XPOMOCOMHOIO MUKPOMaTPUYHOrO aHanmsa unv norHoreHoOMHOro
cekBeHupoBaHusi. XKeHLWHe Heobxo0aUMO NPeAOCTaBUTb BO3MOXHOCTb NMPOATY
yNbTPa3BYKOBYH AMArHOCTUKY BbICOKOrO pa3peLUeHns ANs BbISBNEHUS BO3MOXHbIX
usmyecknx natonorun nrnoga. Poautensim crnegyeT ¢ cambiX paHHUX 3Tarnos
06paTuTbCA 3a reHETUYECKNM KOHCYINbTUPOBaHNEM, YTOObLI CBOEBPEMEHHO 06CyanTL C
BpayoM BO3MOXHbIE TPYOHOCTU.
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Y Hawero pebeHka ocobble noTpedbHocTU. Ecnu y Hac poauTtcs ewe
0AMH pebeHOoK ¢ 0cobbiMM NOTPEeBGHOCTAMMU, OyayT nNu ux

npo6nemMbl OAUMHAKOBbLIMU?

Ecnun y Bac poauntcsa HeCKonbKko AeTen ¢ HecbanaHCMpOBaHHON PeKOMBMHaHTHON
XPOMOCOMOW, OYEHb BbICOKa BEPOSITHOCTb, YTO 0COBLIE NOTPEBHOCTM ByaAyT Yy Kaxaoro
13 HMX. OJHaKO CMIOXHOCTU U CUMNTOMbI Y HUX MOTYT OoTnnyaTbes. B 3aBncumoctn ot
KOHKPETHOW MHBEPCUM, y OAHOro pebeHka MoxeT BbITb N3BbITOK reHeTUYeCKoro
maTtepwuarna B KOPOTKOM MNfieye XpOMOCOMbI M €r0 HEAOCTATOK B AFIMHHOM. Y OpYyroro
pebeHka HepgocTaTok MaTepmana MoxeT OblTb B KOPOTKOM MNneye, a U3bbITOK — B
ANVHHOM. TeM He MeHee, B 6onbLUMHCTBE ceMen y AeTen ¢ HecbanaHCUpPOBaHHbIMN
XPOMOCOMamMu pekoMB1HaHTHasi XxPOMOCOMa He oTnnyaeTcs. HecMoTps Ha 3To, Mexay
AeTbMy MOryT BbITb 6oMbLUME pasnuyns, Kak Mexay bpaTbsimmn n cectpamu € 0BbIYHBIMM
XPOMOCOMaMMW.

A 4TO HacuyeT gpyrnx momx geTten?

XPpOMOCOMHbIV aHanu3 MoXHo 6yaeT NPOBECTU y APYITUX BaLLUX AETEW, KakK TONbKO OHU
CTaHyT JOCTaTOYHO B3pOCTbIMU, YTOObI PELLNTB, YTO UM 3TO HYXXHO. Ecnun Bbl TBEPAO
yBEpEHbI, YTO XOTUTE y3HaTb O XPOMOCOMHOM CTaTyce AETEN, HO OHU eLle CMMULLKOM
Marbl, YTOObl NPUHUMATL CaMOCTOATENbHbIE PELLEHNST, 0OCYANTE 3TO C FEHETUKOM.
PekomeHaaumm no onTyMansHOMY BPEMEHW AN NPOBeAEHUs TECTUPOBAHMWS U ero
06CyXaeHus SBNSTCS MMOKMMM U COCTaBIEHbI C Y4€TOM HaCyLLHbIX UHTEPECOB CEMEN.
Ecnu Baw peGeHok pa3BrBaeTcs B COOTBETCTBUM C BO3PACTHLIMW HOpMamu, TO,
BEpPOSITHEE BCErO, Y Hero 0yayT nnbo HopmarnbHble XpPOMOCOMbI, NGO cemeriHasa
cbanaHcpoBaHHasi TpaHcnokauums. [letn ¢ ceMenHon cbanaHcMpoBaHHOWM
TpaHcnoKaLuuen, KoTopble Ppa3BMBalOTCSt HOpMarbHO, MOTyT He 6eCnoKoMTbCS O
BO3MOXHbIX Mpobnemax co 300poBbLEM [0 TEX MOP, NOKa He peLlaT 3aBecTy
COBCTBEHHbIX AETEW.

Moyemy 3TO CNyYMnocb €O MHOW? DTO MOA BUHaA?

Ecnu cneumnanuctel ckadanu, 4To y Bac cbanaHcMpoBaHHas MHBEPCUS, MOXET
BO3HWKHYTb Bonpoc: «[Movyemy 3To cny4nnocb co MHOM?» MNoMHUTE, YTO MHBEpCUs,
CKopee BCero, BO3HWKMNa CryyYanHo npy hopMmnpoBaHnmM SALEKNETKN U
crnepmarosouna, KOTopble BMOCNEACTBAM Aany Ha4Yano Ballen Xn3Hu. 3TO Npom3oLro
He no3gHee nepBbIX AHeW 6epeMeHHOCTM Balwlen matepu. [NoaTomy Bam, pasymeeTcs, He
cToUT cebs ynpekaTb UNn BUHUTb. V3BECTHO, YTO HY SKOMOIUSA, HN PEXVUM NUTaHUSA, HA
yCroBus Tpyaa, HU 06pas XM3HU He SBNATCS NPUYUHON MHBEpPCUU. 3MeHeHus
3aTparMBalT MY>XUUH U XKEHLLMH M3 caMbliX pa3HbiX crioeB obLiecTsa no Bcemy mupy. B
3TOM HET BaLLeW BUHbI UMW BUHbI KOFrO-NnBO 13 YneHoB Ballel cembu. HekoTopble noam
co cbanaHcMpoBaHHOM UHBEPCUEI YyBCTBYIOT cebs BUHOBaTbIMU. HekoTopble ntoau,
yHacrneaoBaBLUME MHBEPCUIO, OOHApYXMBaIOT, YTO poauTenNb, NepeaasLunii ee,
yyBCTBYeT cebsi BUHOBaTLIM. HeT abCcomnmtoTHO HUKaKnX NpUYMH YyBCTBOBaThL cebs
BMHOBATbIM.
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MpucoeanHanTecob kK coobuecTtsy Unique, 4TOObI NONyYnThb
AOMNONMHUTENbHY MHhopMaLmMio, Heo6XoANMYH0 MOMOLLb U

KOHTaKTHbIe AaHHble CeMen C NoxXoxen npodbnemomn.

Unique — a1o 6naroTBopuTensHas HerocyaapCTBeHHas opraHnsauns. drHaHcosas
noaaepXka ocyLLeCTBNAETCH UCKIIOYUTENBHO 3@ CYET rPaHTOB 1 NOXePTBOBaHWUI. Ecnn
Bbl MOXeTe noagepxaTb Hawy paboTy nobbiM, Aaxe He3Ha4YMTENbHbIM Ans Bac
noXxepTBOBaHWeM, NoxanymncTa, caenanTe 6naroTBOPUTENbHbIN B3HOC Ha HalLeM canTe:
www.rarechromo.org/donate lMomornTte Ham nomoub Bam!
https://www.youtube.com/watch?v=THAjvn1cdDM (MapaueHTpnyeckas uHBepcus)
https://lwww.youtube.com/watch?v=QXU7XojaEOs (IMapaueHTpuyeckas nHsepcus)
https://www.youtube.com/watch?v=62h7-AJP-bs (MHcepumoHHas TpaHcnokauwms)

[aHHasa 6poLutopa He 3aMeHsieT MPOdeCCUOHanbHY0 MEANLIMHCKYHO KOHCynbTauumio. o Bcem
BOMPOCaM, CBA3aHHbIM C ANarHOCTUKOW U NeYEHNEM reHETUYECKUX OTKITOHEHUIN, CEMbAM
HeobX0AMMO NPOKOHCYNbTMPOBATLCS CO CrneuuanicTom. B reHeTuke HpopmaLms MeHseTcs o4eHb
BbICTPO U, XOTA NpefoCcTaBNeHHas B 3Ton bpoluope nHpopmMaumsa ABNAETCS akTyarnbHON Ha MOMEHT
ny6nvkaumum, no3xe HekoTopble hakTbl MOryT U3MEHUTLCA. Y4acTHUKM npoekTa Unique AenatoT Bce
BO3MOXHO€, YTOObI ObIThb B Kypce NOCNeAHNX UCCNEeAoBaHWA B AaHHOM obnactu, npu HeobxoaAMMocTu
BHOCSI KOPPEKTMBbI B paHEE BbIMyLLEHHbIE OPOLLIIOPLI C y4ETOM BCEX MOCNEAHUX U3MeHeHUN. [laHHas
6poLutopa bbina coctaBneHa rpynnor Unique n npoBepeHa AokTopoM BpoHBuH Kepp, KnnHUYecknm
reHeTnkoMm MaH4YecTepcKoro LieHTpa reHoMHoW MeauumHbl, Manvectep, Benvkobputanus. JaHHas
6polutopa 6bina obHoBneHa rpynnon Unique (AP) n npoBepeHa aoktopom Cannu OHH JnHy,
CTapLUMM KMUHUYECKUM reHeTukoM, 1 3edpoit ABamCoH, CTapLIMM KIUHUYECKUM LIMTOreHETUKOM
Hetckon 6onbHuubl Boromatepu, Kpamnun, Oy6nuH. V1.1 (PM) 2014; V1.2 (AP) 2018

[MepeBop BbINONHeH B pamkax MexayHapoaHoro CTyAeHYeckoro BoroHTepckoro npoekta Unique.
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PIT1Y um. A. W. T'epueHa, MpesngeHT Accoumaunm npenogasatenen nepesoga, CaHkr-lNetepbypr,
Poccusa. MeauumHekyto pegakumio BeinonHuna ExkatepuHa MNomepaHueBa, Bpay-reHeTyk, K.6.H. no
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