BbisBneHue Mo3amuusMa

MHoraa Mosavuusm MoXeT 6bITb BbisiB/IEH B pesynbTate
CTaHOAPTHOIO rEHETUYECKOro TeCTMpoBaHus. OaHaKo 6bIBaeT,
YTO Npu NOAO3PEHUN Ha MO3auLU3M Heobxoanmo npoeeaeHune
[OMOJIHUTENbHBIX UCCNeaoBaHuiA. CneumanucTbl Takxe MOryT
BbIABUTb MO3alLM3M MPW NMOBTOPHOM aHan3e pe3yibTaToB
paHee NpoBEAEHHbIX FTEHETUYECKUX TECTOB.

Hanbonee pacnpocTpaHeHHbIMU METOJAaMM BbISIBIIEHUS
MO3auLIM3Ma ABMSIOTCA MUKPOMATPUYHBIN aHanus (ans
BbISIB/IEHUS] XPOMOCOMHbIX AENELWiA U AyMMKaLuin) n
cekBeHMpoBaHue (ansa 06Hapy>KeHUs M3MEHEHWIA B reHETUYECKO M
nocneaoBaTtesibHoCTH). [lpyrve MeTobl, HampuMep,
KapuoTunuposaHue uin FISH, NnpoBoaaT Ans BbiSBNEHWS
XPOMOCOMHbBIX WM CTPYKTYPHbIX BApUAHTOB. Hanmume Mo3anyHbIX
M3MeHeHUn 0603HaYaEeTCa OTMETKOM «MOS» B ONUCaHUA
pe3ynbTaTOB FEHETMYECKOro TecTa. Kak mpaBusio, B HUX
JOMOJHUTESNLHO YKa3bIBAETCA MPOLIEHTHOE COAEPXKaHMe KIIETOK C
FEHETUYECKMMMN U3MEHEHUSIMM.

®oHa Unigue onybnnkoBan oTAeNbHble 6poLutopbl No
NPUMEHEHWIO METOAA CPABHUTENIbHOM FEHOMHOM rMbpuamsaumm
Ha Mukpoumnax (array CGH), aHanu3y 0AHOHYKNIEOTMAHBIX
noamMopusmMoB ¢ nomoulbto AHK-Mukpouumna (SNP array),
CEKBEHUPOBaHMIO U GlyopecLieHTHOW rmbpuansaumm in situ
(FISH).

®  InarHocTMKa COMaTM4YeCKOro Mo3anuusma
BObLWIWHCTBO CTaHAAPTHbIX FEHETUYECKUX TECTOB,
MO3BONSIOLLIMX BbISIBUTb MO3aULIU3M, NPOBOAST C MOMOLLbIO
nccneaoBaHns 06pasLioB KPOBU, CIHOHBI U CIIMBUCTOMN 060/104KK
pTa (byKKanbHbIA COCKO6, COCKO6 BYKKaNbHOrO aNUTENUs).
MHoraa npeanoyTuTeNlbHEE UCMOb30BaThb APYIrMe TUMbl KIETOK,
HanpuMmep, Koxu. OfHaKO pe3yNbTaThl TAKOr0 TECTA YKAXYT Ha
HaM4YmMe MM OTCYTCTBME MrEHETUYECKOTO BapuaHTa U
MO3auLM3Ma TOSIbKO B Uccreayemblix obpasuax. TpyaHoCTb
3aKJ/IOYAETCA B TOM, YTO AOCTYN K KIETOYHOMY MaTepuany
CaMbIX BaXXKHbIX OpraHoB, TakUX Kak MO3r U cepaue, KpanHe
3aTpyaHeH.

. [AnarHocTuka roHagHoOro Mo3anumsma
TeHEeTMYECKMIA TECT, NO3BONAIOLMIA BbISIBUTb FOHaAHbINA
MO3auLM3M, Ceiyac AOCTYneH ToMbKO AN 06pasLoB crnepMbl B
“ccnenoBaTenbekux fabopatopusx. SMLEKNETKU HE TECTUPYIOT
13-3a C/IOXHOCTY WX 3abopa.

MOCKO/MbKO HeNb3s NPOBEPUTL BCE KNETKWU HA NpeaMeT
MO3auMuM3Ma, 06HAPYXXWTb ero yaaeTcs He Bceraa. HekoTopble
TEeCTbl 06/1aat0T 60/1€€ BICOKOM YyBCTBUTENIbHOCTbBIO, YEM
apyrue. OueHb HU3KMI YPOBEHb MO3auLM3Ma, Koraa
reHeTUYECKUIA BapMaHT 06HAPYXXMBAETCS TOJIbKO B HECKOJIbKMX
K/IETKaX, MOXHO NIErKO yMyCTUTb.

KpaTKoe onpeanesieHne NoHATUA «Mo3amLiuaMm>»

CoMaTU4YeCcKuii MO3auLu3m

[eHeTnyeckoe U3MeHeHNe BbISIBMISIETCS B HEKOTOPbIX
KNeTKax Tena, HoO He B ﬂﬁueKﬂeTKaX nnm cnepMaTo3ovmax.
BnvsiHne comMaTuyeckoro MO3auLUM3Ma Ha XWM3Hb YenoBeKa
3aBUCUT OT KOJSIYeCTBa U TUMNA KNETOK, couep»(aumx
reHeTUYECKUI BapuaHT. DTW BapuaHTbl He nepejaloTcs
AeTaMm, I'IOCKOJ'Ibe He 3anaFVIBaIOT NONOBbIE KNETKMWN.

il FoHagHbIM MO3auLn3M
[eHeTU4eckoe n3MeHeHWe ecTb B ﬂVILlEKﬂeTKaX nnn
criepMaTosonaax, Ho He B Apyrux KeTkax Tena. Yenosek
C 3TMM BMAOM MO3avuu3Ma 6yaeT 340poB CaM, OAHAKO
reHETUYECKNM BapuaHT MOXET nepeaaBaTbCd No
HacneacTBy M yHaciedoBaBlLUMiA ero pebeHok 6yaeT
6oneH.
Y yenoBeka 0HOBPEMEHHO MOXET 6bITb
COMATUYECKMIA MO3auLIM3M Y MO3aULIM3M KJIETOK
3apoAbILLEBO JIMHUM
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YT10 Takoe Mo3auumnsm?

B reHeTMKe TEPMUH «MO3aULIM3M>» UCTIOJb3YETCS ANst
0603HayeHus cllyuaeB, KOrga reHeTMYeckoe M3MeHeHe
HabnoaaeTcs He BO BCEX KETKAX OpraHuMaMa, a TOJIbKO B
HEKOTOPBIX.

Y10 Takoe reHeTnyeckoe usmeHeHume?

CnoBO «reHeTUYECKUI» Mbl
UCMosib3yeM, Koraa roBopuM o
reHax, AHK nnn xpomocomax.
leHeTnyeckoe n3MeHeHre (Mm
reHeTUYeCKUii BapuaHT) — 3TO
nsmeHenue B AHK, reHax nnm
XpOMOCOMax.

Teno 4yenoseka COCTOUT U3
MHOXXECTBA Pa3/IMYHbIX K/IETOK,
60/1bLUMHCTBO U3 KOTOPbIX
COLEPXUT XPOMOCOMbI. XpOMOCOMbI COCTOSIT U3 ASIMHHBIX
uenoyek AHK. Monekynbl IHK MOXHO onucaTb Kak
nocnefoBaTeNbHOCTY BYKB, KOAMPYIOLLME FeHbl U APYTYIo
BaXHYIO reHETUYECKYHO MH(OPMaLMIO.

[eHeTUUYECKNE M3MEHEHWSI €CTb Y KaXKaoro YesioBeka.
HekoTopble U3 HUX NepeaatoTcs OT POAUTENEN U Ha3bIBaKOTCS
HacneacTBeHHbIMU. [pyrue BO3HMKAOT B OpraHM3Me BriepBble,
W TOorga peyb MAET 0 BapuaHTax de novo. FeHeTudeckne
BapMWaHTbl de novo MOryT BO3HWKATb B SMLEKNETKE WK
cnepMaTo3ouae, a Takxke nocne uUx CnsHWS, Ha ntoboi ctaaum
pa3BuUTUSt OpraHuaMa. Takune U3MeHeHWs1 ClyYaloTCsl CMOHTaHHO
N He 3aBUCAT OT 06pasa XW3HW Noboro 13 poautenen oo um
BO BpeMsi 6epeMeHHOCTN. PUCK Anst 340pOBbs U pa3BUTUS
BO3HMKAET B TeX C/y4asiX, KOraa reHeTMyeckoe U3MeHeHue
3aTparvBaeT paboTy BaXKHOrO reHa Wiv reHoB.

BObLIMHCTBO MEHETMUECKMX BAapUaHTOB CUMTAIOTCA
106POKAYECTBEHHBIMY, TO ECTb OHM HE BAMSIIOT Ha 30POBbE U
pasBuUTMe opraHmsMa. OAHAKO HEKOTOpPblE BapUaHThI SABIAKOTCS
NaToreHHbIMU, TO €CTb Bbi3bIBAIOT HAPYLLEHNS, U MOTYT
0TPasuTbCS Ha 3A0POBbE, POCTE, PA3BUTUN U (PYHKLIMOHUPOBaHY
opraHusma.

CyLuecTByeT MHOIO pasHbIX BUOOB rEHETUHECKUX U3MEHEHWIA.
HekoTopeble, HanpuMep, MeHsI0T nocneaoBaTeNnbHOCTL ByKB
reHa wnmn saxkHoro yyactka AHK. YacTb XxpoOMOCOMbI MOXET
OTCyTCTBOBaTb (3TO Ha3blBaeTCS Aeneumneit) W yaBamBaTbCs
(10 Ha3biBaeTcs Aynnukauwuen). OTcyTcTBOBaTb UK
yABaMBaTbCS MOXET HE TOJIbKO OTAENbHBIN YYacTOK, HO U BCS
XPOMOCOMa. XpOMOCOMbI TakXe MOryT MeHsiTb POpMY U
obMeHMBaTbLCA ydacTkamu C ApyrMMmM XpoOMOCOMaMMU.

Xpomocoma

Buabl MO3aMum3Ma

Kak npaBwmo, BbiAENSIOT ABa BMAA MEHETMUYECKOro MO3auuM3Ma.
MepBbit BUA Ha3bIBAETCH coMaThyeckM. OH NPOSIBASETCS B
NOBbIX KNEeTKax, 32 UCK/IKOUYEHNEM CMEPMATO30MIO0B U
ANLEKNeTOK. BTopoi nonyunn HasBaHne MO3auLMU3M KJIETOK
3apoablleBo MHUM (MU FOHaAHbI Mo3auumnaM). OH
3aTparnBaeT UCK/IIOYUTESIbHO MOJSIOBbIE KNETKW, TO €CTb
AWLIEKNIETKM U cnepMaTo30uabl (KNETKU 3apobilieBO NMHUM).

®  CoMaTuMuyecKkuit MO3auLu3M
CoMaTunyeckne KNeTKn — 370 BCE KNIETKMU
OpraHusMa, Kpome ILEKNETOK U CNepMaTo30Ma0B.
CnepnoBaTeslbHO, COMaTUYECKUI MO3auLIM3M — 3TO
reHeTUYecKoe U3MeHeHUe, KOTOPOe MOXEeT
NposIBUTLCS B NIOBOM KNETKE, 3@ UCK/THOUEHNEM
nosoBbIX. COMaTUUYECKUIA MO3aULIM3M 03HAYaET, YTO
He BCe KJIETKN OpraHu3Ma coaepaTt abcooTHO
naeHtTudHyto [HK: onpeaeneHHble reHeTuyeckmne
BapyaHTbl MOIyT COAEPXATbCA TOJIbKO B HEKOTOPbIX
KNeTKax, a B ApYyrnx — HeT.

Mpv ONI0AOTBOPEHMM SULIEKNIETKA M CNEPMATO30Ma ClIMBAKOTCS,
06pasys eanHyto KNeTky. [Janee ata v Bce Nocneaylolme KneTku
AEnATCs, B pe3y/nbTaTe Yero obpasyroTcsl TPUNNNOHbI KNETOK, U3
KOTOPbIX COCTOUT OpraHu3M Yenoseka. [pu KaxaoM aeneHum
KNETKM COAEpXallasca B Hel reHeTMyeckas MHpopmMaums
KOMUPYETCS 1 NepeHoCUTCA B HOBYIO KNeTKy. Bo Bpems 3Toro
CNOXXHOrO BMOJIOrMUYECKOro MPOLIECCA MOTYT BO3HUKHYTh
reHeTMYeCcKMe U3MEHeHUs1, KOTOopble 3aTeM nepeaaayTcs
nocneayowmM KneTkam. 3TO MOXET MPOM30MTU Ha /ilo6oM 3Tarne
XXM3HW: KaK BO BPEMSI BHYTPUYTPOBHOrO pasBuTWS, TaK M nocne
POXAEHUS.

Ecnm reHeTuyeckme M3MeHeHNst MPOUCXOAST Ha PaHHUX STanax
pa3suTus, To 6onee BeposTHO, YTo ByaeT 3aTPoHyTO 6osbluee
KOJIMYECTBO KMETOK (reHepanv3oBaHHbIA UK KOHCTUTYTUBHBIN
MO3auumsm). Ecnm nsmeHeHust NpoucxoasT nosaHee, To, ckopee
BCEro, OHW 3aTPOHYT /MLLb OMNpeAEeneHHY0 YacTb Tena uim
KOHKPETHbI opraH (OrpaHuyeHHbIM MO3auLusm).

= FoHagHbI MO3auLU3M ere
Mo3auLmM3M KEeTOK 3apo/blleBoi —a
JIMHAW, WX FOHAAHbIA MO3auLU3M,
3aTParnBaeT TOIbKO AWLIEKNETKUN UMK
cnepmaTto3ouabl. Ecnv y yenoBeka
HaLM UK 3anoAo3punM Takown Bug
MO3auLUu3Ma, To 3TO 3HauuT, YTO

B HEKOTOPbIX €ro MOJIOBbIX KNIETKAX eCTb WM MOTYT 6biTb
cneundmryeckme reHeTUYeCKe BapuaHTbl.
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BnusHue Mo3amuM3Ma Ha XXM3Hb YesiOBeKa

OT BMAa MO3avumu3Ma 3aBUCUT €ro BMSIHUE Ha XWU3Hb YenioBeka.
Ecnu comaTtnyeckuii Mo3anumusM MOXET HENOCPEACTBEHHO BAUATb
Ha 340pOBbE U pa3BUTUE YENTIOBEKA, TO NP MO3anUn3Me KNETOK
3apoublme3017| JIMHUN TeHETU4YeCKMNeE BapuaHTbl MOTYT
nepeaaBaTbCAa CneayrowmMm NoKONEHUAM.

"  BnusiHMe COMaTU4eCKOro Mo3auuusMa

CoMaTnyeckmii MO3auLm3M — OYeHb PacnpoCTPaHEHHOE SIB/IEHVE.
Ha caMoM piene, Hac Bcex MOXHO CYATaTh HOCUTENSIMU
COMaTMYeCKOro Mo3auLmM3Ma, NoCKOsbKY B KaXA0M U3 Hac
MPUCYTCTBYIOT ThICSUM KNETOK C A06pOKaYeCcTBEHHLIMU
reHeTUYECKMMU U3MEHEHWSIMU. B cyuae naToreHHbIX BapMaHTOB
ANs1 onpefieNieHnst X 3HAYMMOCTU HeO6X0AMMO YUMTLIBATHL BUA,
3aTPOHYTbIX K/IETOK, MX KOJIMYECTBO, @ TaKXXe KOHKPETHOE
reHeTU4eckoe U3MeHeHKe, KOTopoe 6bi1o 0BHapyXeHo.
Hanpumep, naToreHHbIN reHeTUYEeCKUin BapuaHT B KJieTKax Mo3ra
MOXET OKa3aTb COBEPLUEHHO MHOE BNUSIHUE Ha 340pOBbE
yenoBeKa, HeXenu TakoM Xe reHeTUYECKWA BapuaHT B KieTkax
KOXW.

Mpu comaTUYeckoM Mo3auLu3Me, 3aTparmBaroLleM Hebosbluoe
KONIMYECTBO K/IETOK, KaKue-nmbo 3aMeTHble NPOSsIBNEHNUs MOTyT
OTCyTCTBOBaTh. OAHAKO MpY NOPaXXEHUN 3HAYUTENBHOTO
KOJIMYECTBA KNIETOK MOTYT BO3HUKHYTb K/IMHUYECKU 3HAUUMble
CYMIMTOMBI U MPU3HaKW. YPOBEHb MO3auLM3Ma 6bIBaeT pasHbii B
pasHbIX TUMNax KETOK, W OT/IMYAETCS Y PasHbIX NOAEN.

MpUHATO cuuTaTbh, YTO B CPEAHEM JIHOAM C MO3aUYHbIM
reHeTUYeckMM BapuaHTOM UMeloT 6onee cnabble CUMMTOMBbI, Yem
Te, Y KOro 3TOT BapuaHT eCcTb BO BCEX KJeTKax.

Y yenoBeka 0/JHOBPEMEHHO MOXET BbITb COMATUHYECKMIN MO3aULIU3M
¥ MO3auLUM3M KNIETOK 3apo/bIlLeBOM IMHUM.

®  BausiHMe roHagHoOro Mosavumsma

FOHaAHbIM MO3anuUM3M BCTpedaeTcs pexe. Ecim y yenoBeka
MPUCYTCTBYET 3TOT BMJ MO3auLIM3Ma U OTCYTCTBYET COMAaTUYECKUN,
TO, CKOpee BCero, Yenosek 0 HeM He 3HaeT. O TakoM Mo3auuu3Me
CTaHeT U3BECTHO TOJIbKO MOC/Ee HECKO/bKMUX 6epeMeHHOCTeN nnm
nocrne poXAeHWs1 HECKONbKKX fleTel C 0AMHAKOBbIM FreHETUYECKUM
BapvaHTOM, KOTOPOro B X04€e CTaHAapTHOIO reHeTUYECKOro
TECTUPOBaHWSl HE BUAHO HU Y OZIHOFO U3 poauTenen.

Ecnv y poautens NpucyTCTBYET MaTOreHHbI reHeTUHEeCKMi
BapWaHT B COCTOSIHUM MOHaAHOIMo MO3auuM3Ma, TO Y Hero Het
KJIMHUYECKUX MPOSIBNEHWIA. ITO 06BSICHAETCS TEM, YTO HU OAHA

U3 ero COMaTUYECKMX KIETOK HE COAEPXKUT FreHETUHECKMI
BapuaHT. OAHaKO Npu Kaxzol 6epeMeHeHHOCTU eCcTb pUCK
nepesayun 3Toro usMeHeHust peberky. ¥ pebeHka naToreHHbIN
reHeTM4YecKui BapuaHT byzieT yxe BO BCEX KNeTKax, YTo
MOB/MSIET Ha €ro 340pOBbS W/UNK pasBuTHE.



