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Manbie cBepxuucrieHHble MapKepHble xpomMocoMbl (MCMX)
B aTon Gpowtope npeacTaBneHbl HAWW 3HAHUS O MPUMEPHO 3,5 MUINMMOHaX YenoBeKk BO
BCEM MMpPE, KOTOpbIe MMEIOT Marble CBEPXYUCTIEHHbIE MapKepHble XpomMocombl (MCMX).
Bnepebie MCMX 6binu 3admkcupoBaHsbl ewe B 1961 rogy. etansHo MCMX n3yyeHsl n
onucaHbl B MEAMLMHCKOW nuTepaType TONbKo y HebonbLwon rpynnel ntogen [~6,700
(2020)]. Mony4eHHbIX AaHHbIX BCE paBHO HE Tak MHOMO, Kak XoTenocb Obl. TeM He MeHee,
Ha cneuwmanbHOM caviTe, nocesileHHoM MCMX, cobpaHa Bcs akTyarnbHas v
ony6nukoBaHHas nHdopmMaumus no aTon Teme. O3HAKOMUTLCH C HEW MOXKHO MO CreayoLwmm
CCblfKam:
http://cs-tl.de
unm
http://markerchromosomes.wg.am
unm
http://markerchromosomes.ag.vu

MHdopmaums B 3Ton BpoLutope HOCUT KpalTKu U 03HaKOMUTENbHbIA XapakTep. Ans
nony4denusi 6onee noapobHON MHpopMauun pekomeHayeTcs obpaTUTLCS K nevallemy
Bpauy, Bpady- reHeTuKy unu ceasaTbesi ¢ npeacTtasutensmm Unique. Bee aaHHble,
npencTaBneHHble B 6polutope, Obinn B3siTbl U3 OTKPbITIX MCTOYHMKOB, MEPEYNCIIEHHBIX
BbILLIE.

YT0 13 cebsn npeacTaBnAOT Malible CBepX4ucrieHHbleé MapKepHbie

XpomMocombl (MCMX)?

XpOMOCOMbI — 3TO CTPYKTYPbIl, PACNONOXEHHbIE B KaXKA0M KNeTke opraHuama, KoTopble
HeCyT reHeTM4YecKyto MHOpMaLMo O pasBmBaTUM ¥ YHKLMOHMPOBaAHUM KOHKPETHOrO
opraHmama. OHu 06beanHeHbl B napbl (MO OAHOW XPOMOCOME Mbl MONyYaem OT Kaxaoro us
poauTenemn) n NpoHymMepoBaHbl OT 1 40 22, OT HaMbOMNbLUEN K HaMMEeHbLLENW, a 234 napa He
HyMepyeTcsi — 3TO NosioBble XpoMocoMbl X 1Y . [1onoBble XpOMOCOMbI SBNSAIOTCS
nocnegHen napon (XY y Myx)umH n XX y XEHLUMH). Y KaXOoW XPOMOCOMbl €CTb KOPOTKOE
(p) v aAnuHHoe (q) nnevo.

Taknm o6pa3om, 0ObI4HO y YenoBeka 46 xpomocoM. 'eHeTVkn 3anuckiBaloT 3T0 B hopmare
koga (kapuotuna): 46,XX (y >xeHwmH) nnm 46,XY (y myxuduH). Kapmotun yenoseka ¢ MCMX
nokasblBaeT, YTO B AOMNOMHEHWE K 46 XpomocoMaMm ecTb 47-9 XpOMOCOMa, KOTOPYHO
Ha3bIBaKOT MapKepHON 1 0603Ha4arT mar, KapuoTun Mpy 3TOM OMNUCHLIBAKOT TakK:

47 XX,+mar (y xeHwmH) unu 47,XY,+mar (y myx4uH). Cama no cebe MCMX moxeT
OTHOCUTBLCS MO CTPYKTYpPE U BUAY K nobon n3 XpoMocoM, TO eCTb U3 xpoMocom 1-22, X nnu
Y.
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PesynbTar,
nokasbIiBaloLWUN Hann4ve
MCMX, oTHOcALencs K 11-
M nape, aHanu3 nposeAeH
metogom FISH.

MCMX nomeyeHa
cTpenkoun

[Be ncxogHble
XpomocoMmbl 13 1101 napbl
nomMeYyeHbl Kak

HasBaHuna

B meguumHCKoN nutepatype No MapkepHbIM XPOMOCOMaM MOXHO HaWTh MHOXECTBO
pPas3nuYHbIX Ha3BaHUA N COKpaLLEeHWn. BOoT HECKOMbKO NPUMEPOB: CBEPXYMCIEHHas
MapkepHasi xpomocoma (SMC, CMX), manas gobasouyHasi xpomocoma (SAC),
3KCTPaCTPYKTypHasa aHoManbHasa xpomocoma (ESAC), gononHutensHasa nnvm godaeBoyHas
MapKkepHasi XpomMocoMa, BucaTennuTHasi MapkepHasi XpoMOCOMa U CBEPXUYNUCTIEHHas
konbueBas xpomocoma (SRC). Ho He pante cebs 3anyTath! Bce ato - MCMX.
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Y kaxgon opMbl CBOE OnmncaHune B KapuoTune. Hanpumep:
47, XX, +inv dup - XEHLUMHa C MHBEPTUPOBaHHOW AynrnvKaunen
47 XY ,+r - My>X4YMHa C KOmbLIEBON XPOMOCOMOW
47, XX,+min - XKEHLUMHA C MUHYTHBIM MapKepom



KakoBbl nocneacteus mCMX?

MocnegcTteusa MoryT ObITb padHbiMu. B 70% cny4aeB He HabnogaeTcsa HUKakux npobnem
CO 3[,0pPOBbEM MW Pa3BUTUEM (33 UCKITIOYEHNEM BO3MOXHOrO BIIUSIHUA Ha
penpoayKTuBHYI0 dyHKLMI0). B aTol Bpolutope rosoputcs o Tex nogsx (okono 30% ot
Bcex Hocutenen MCMX), Ha 340pOBbe, POCT U Pa3BUTME KOTOPbLIX HANUM4YNe MapKepHoWu
XPOMOCOMbI OKa3arno BIusHME.

Hekotopble MCMX MOryT NposiBNATLCS B BUAE ONpedeneHHbIX reHETUYECKMX
3aboneBaHuii. Hanpumep, cuHgpom Mannuctepa-Kunnvana, npn KOTOpOM yABOEHO
KopoTkoe nne4vo 12-in xpomocomsl (cM. 6poLutopy Unique o cuHgpome MannucTepa-
Kunnnana). MCMX, cocTosiLas u3 matepuana KopoTkoro nneva 18- XxpoMocombl,
Bbl3bIBaET COCTOsIHMNE, Ha3blBaemoe uzoxpomocomon 18p (i18p). Ecnn mCMX konupyet
mMarepuan KopoTKOro nneva 22-i XpoMOoCOMbl 1 ee ANMHHOro nnedva 22q11, y yenoseka
NPOSIBMSIETCS CUHAPOM «KOLLAYbero rrnasa». CuHgpoM 3maHyanb (CMHAPOM AepuBaTa
XPOMOCOMbI 22) 06yCMNOBNEH HanM4Ynem LOMNOMHUTENbHON XPOMOCOMbI, CoaepXallemn
CKOMMPOBaHHbI reHeTUYeCKnin matepunan xpomocom 22 n 11. B nocnegHee Bpems Bce
Yalle yaensieTcs BHUMaHve BAWSHUI0O MO3auLlu3Ma Ha nposiBfieHue 3TUX CMHAPOMOB. Ecnu
onpegeneHHas MCMX, Hanpumep, i18p, NpucyTCcTBYET B HEOONbLLOW JOMNE KNEeTOoK
opraHusmMa, 4erioBek MOXeT MMEeTb He3HauuTemnbHble CUMNTOMbI UMM HE UMETb CUMMTOMOB
BooOue. B cnyyae ¢ Mo3anyHbiMu dhopMamun apyrux MCMX Ha AaHHbI MOMEHT
nocneacTeus npeackasatb HEBO3MOXHO, OOHaKo Mo Mepe AUarHoCTUKU HOBbIX Crlyvaes
y4YeHble CMOryT CPaBHWUTb CUMMNTOMAaTVKY NIOAEN C OAMHAKOBLIM AMarHO30M U caenarb
6onee TOYHbIE BbIBOAbI.

B kako MOMEeHT BO3MOXHO o6HapyxeHne mCMX?
CyLIJ,eCTBYET Tpu 3Tana, Ha KOTOPbIX MOXET ObITb ANarHoCTnpoBaHO Hanun4une MCMX:

B BO Bpemsi 6epeMeHHOCTH, C NMOMOLLbIO NMpeHaTanbHON AMarHoCTuKK (NogpobHee Huxke);

B nocne poxaeHusi pebeHka, ecnuy Hero ecTb Npobiembl CO 300POBLEM, NMNMOO OH UMEET
HEeTUNUYHbIE (AUCMOpPUYECKUE) YepTbl NULa;

B B 3penioM BO3pacTe, eCnv 300pPO0BbIN B3POCbI YENOBEK MMEET HapyLUEHUs
penpoayKTMBHOM byHKUMK. N3BECTHO, YTO cpeau niogen ¢ 6ecnnogmem Hocutenein MCMX
Oonblule, Yem cpeam HaceneH sl B LIENTOM.

Kak npoucxoaut anarHoctuka MCMX Bo Bpems 6epeMeHHOCTU?
Yawe Bcero Hanmume MCMX y nnoga MOXHO 3anofo3puTb BO BPEMS MPeHaTarnbHOro
CKPVHWHra, Korga ¢ y4eTom Bo3pacTta matepu, Y3W n aHanusoB KpoBu (B TOM yucne
CKPUHWHT CbIBOPOTKWN KPOBW GEPEMEHHON) MOMyYeH NOBbILLEHHbIA PUCK B OTHOLLEHWN
XPOMOCOMHbIX aHoManui. B Takom criyyae, nponseBoguTCSa MHBa3MBHAA NpeHaTanbHas
AVarHocTuKa ¢ NocneayLwyM XpOMOCOMHBIM aHanu3om. [ns nccnenoBaHus MOXeT ObiTb
npoeefeHa BBX — 6roncus BopcyH XOpuoHa (CTPYKTYpbl, 0OpasytoLne nnaueHTy) unm
amHuoLeHTe3 — npoueaypa B3aTUS aMHUOTUHECKOW XUAKOCTU (OKOMONMO4HbIX BOA).
PesynbTaTbl 3aBUCSIT OT TUMNA KOHKPETHOIO aHanu3a, Ho 3TO NoMoraeT BblsiBuTb MCMX.
Ecnu gononHuTenbHy0 XpomMocomy obHapyxunu 6narogaps aMHUOLLEHTE3Y, TO Mbl MOXEM
cumTaTh, YTO cam nnoga AsnseTcs Hocutenem mCMX.

AHanus matepuana, nonyyeHHoro ¢ nomollbio BBX, nponssoanTcs AByms cnocobamu.
MepBbI — 3TO 3Kcnpecc-aHanua (Hanpumep, FISH wunu MLUP), pesynbtatel nonyyatot B
TeyeHue AByXx AHen. [1pn npoBeaeHnn BTOPOro Tuna TecTa KreTkn XOproHa KynbTUBUPYIOT
(BbIpawwmBaloT), NO3TOMY AN NOMyYeHuss pesyrnbTara TpebyTca okono 3 Heaenb.
Heobxooumo poxaatbes pesynbTata oboux TectoB. Ecnu oba nokasbiBaloT Hanuyne
MCMX, BEPOATHOCTb TOro, YTO cam nnopg Asnsetcsa Hocutenem MCMX - oBONbBHO
BblcOKasi. Ecnu e Tonbko oguH TecT nokasan Hannime MCMX, Heobxogumo npoBecTu
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AOMOMHUTENbHbBIE UCCNIEA0BAHNS - aMHUOLIEHTE3 UMK KOPAOLLeHTe3 (Koraa KpoBb bepetcs
HeMnocpeACTBEHHO U3 MYMOBUHbI), OHW NOMOTYT BbISIBUTb, €CTb NM AENCTBUTENbLHO Y Nnoga
MCMX vnu pesynbTat Tecta 6bin noxHononoxurenbHbiM. MogospeHna Ha MCMX Takxe
MOryT BO3HWKHYTb NPV NpOBEeAEeHUN HenHBa3uBHOro npeHatansHoro Tecta (HUMT). Ho npu
HWUMNT aHanusmpyetca OHK nnaueHTbl, @ He camoro nnoaa, Yto BaXxHo. MIHoraa GbiBaer,
41O NNnaueHTa cogepxut MCMX, a cam nnog - HeT, 1 HaobopoT.

AHanusbl BbiIABMNIM Hannume MCMX: yTo 3TO 3HaAUUT?
Ha aToT BOMpPOC HET OAHO3Ha4YHOro oTBeTa, O4HAaKO NOJfie3HO 3HaThb cregylollee:

B Ecnu MCMX 6bina yHacnegoBaHa OT OHOrO M3 pOAMTENEN U OH 340POB, BbiCOKa
BEPOSITHOCTb TOr0, YTO PEOEHOK TOXE POAUTCS 340POBbLIM.

B OpHako, corfacHo oT4yeTam, U3 3TOoro npasuna ecTb UCKNoYeHns. COOTBETCTBEHHO,
Ba)KHO BbISICHUTb, €CTb TN BEPOATHOCTb HEraTVBHOIO BO3LENCTBUSA FEHETUYECKOrOo
matepuana aton MCMX Ha passutue nnoga. BaxxHo oTMETUTb, YTO CyLLECTBYIOT
HOBeWLWMe MONeKynsapHble (LUTOreHeTUYecKmne) TEXHOMNOrMI, KOTOpble NCMONb3YTCA ANs
OLIeHKM reHeTnyeckoro matepnana MCMX. Tonbko Koraa y Hac ecTb 3Ta nonHast
UHopMaLMsA, MOXHO CPaBHWUTb KOHKPETHbIN criyya MCMX ¢ apyrumm n caenarb BbiBOAbI
0 TOM, K YeMy 3TO MOXET MPMBECTMU.

B Euwle ogHO siBreHve, 3acnyXuBarLlee BHUMAHNS, 3TO OAHOPOAMUTENbCKas AMCOMUSE
(vnn OP[ - cm. guarpammy Hwke). OBbIYHO B KaXKO0M XPOMOCOMHOW nape oaHa
XpoOMOCOMa HacnefyeTcsl oT Matepu, a agpyrasi ot otua. B cnyyae OP[] oBe nonHoUEeHHbIe
XPOMOCOMBI, KOTOpblEe COOTHOCATCA ¢ MCMX, HacnepyTcs oT ogHoro pogutens, a MCMX
— ot gpyroro. NpumepHo y 5% ntogent ¢ MCMX ectb OP[. B ocob6eHHOCTM 3TO kKacaeTcs
xpomocom 6, 7, 11, 14, 15, 16 n 20. OP[], 3aTparvBatowias Apyrue napbl XpoOMOCOM, B
penkux criyyasx Toxe MOXeT Bbl3BaTb Npobrembl, NO3TOMY 00 bIYHO NPU BbISIBNEHUM
MCMX genatoTt TecT 1 Ha OP[.

WHdopmaums 06 OP[I Takxke goctynHa no cebinke http://cs-tl.de/DB/CA/UPD/0-Start.html
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HackonbKo BaXXHO KONIM4ECTBO AOMNOSTHUTENTbHOIoO MaTepMana?
leHeTnyeckun matepman MCMX MoXeT GbITb Kak 3Ha4MMbIM AN Pa3BUTUSA OpraHn3ma,
TaK 1 HeT. NS KNMHMYeckoro ucxoaa Hambonee BaxHbIM (DaKTOPOM SBNSETCS KONMMYECTBO
3HaYMMOro reHeTU4ecKoro matepuana, kotopeln MCMX cogepxut. Takxe, B cnyyae
HEKOTOpPbIX XPOMOCOM, CrieayeT yYuTbiBaTb BEPOATHOCTb Hannuna OPL (cm. cmp. 5).

Bce, 4TO HaM 13BECTHO O BO3MOXHOM BnMsHUM MCMX CO 3Ha4YUMbIM FEHETUHECKM
MaTepuanom, B3SATO 13 MEAULIMHCKMX OTYETOB. [ocnegHne gaHHble Obinn cobpaHbl Ha
cavite, nocesieHHoMm MCMX. Tam ony6nvkoBaHa MHoOpMaLms O NpUGIN3UTENbHBLIX
MELMLMUHCKUX NPOrHo3ax B 3aBUCUMOCTU OT YacT XpOMOCOMbI. OHM U3BECTHbI KaK reHo-
hbeHOTUNMYECKNE KOppPEnsLmu.

Ewe ogHMM ncTouHmMKoM uHdopmaummn sisnsietcs coobiectso Unique, rae cobpaHbl
AaHHble MHOXEeCTBa CeMen, B KOTOpbIX €CTb B3pocnbiv unu pebeHok ¢ MCMX.

BaxHo nu cooTHoweHne MCMX Kk oGLiemy 4yucny Knetok?
Bo mHorux cny4dasx MCMX npucyTCTBYIOT NULLb B HEKOTOPbIX KneTkax. Hanpumep, Takon
KapuvoTWMN MOXET BbIrMaAeTb Cneayowmm obpasom:

47,XX,+mar(21)[30]/46,XX[20]

Yucno B kpyrnbix ckobkax (21) o6o3Ha4aeT HOMepP XpOMOCOMbI, 30eChb 3TO Xpomocoma 21.
Yucna B kBagpaTHbIX ckobkax [30 u 20] ykasbiBatoT HA KONMYECTBO UCCIEA0BaHHbIX
knetok. COOTBETCTBEHHO, Y 3TOro pebeHka, AeBOYKM, OBHapyxeH HebonbLLIon
OOononHUTENbHbIM hparmeHT XxpomocoMmbl 21 B 30 n3 50 nuccnegyembix KNeTok, a B
ocTanbHbIX 20 KneTkax — HopManbHOEe KONMYECTBO XPOMOCOM — 46.

B 6onblunHcTBE criyvaeB cooTHoLleHne MCMX Hukak He BRvSIET Ha KNMUHUYECKUA UCXOA.
370 cBsI3aHO C TeM, YTO OObIYHO MCCNEeQYETCS TONbKO OAUH TUM BMONOrnYeckoro
mMaTtepuana (Hanpumep, KpoBb, aMHUOTUYECKAs! XKMOKOCTb UINW KNETKN U3 pasBuBatoLLencs
nnaweHTbl), XoTA cooTHoleHne MCMX pa3nuyaetcs B pa3Hbix TkaHsx. K coxaneHuo, 31o
O3Ha4aeT, 4YTO AaHHas MHopmaLmMsi He NO3BONSAET cAenaTh HUKaKMX BbIBOAOB. [Y3HanTe
6onbuwe TyT: https://www.ncbi.nlim.nih.gov/pmc/articles/PMC6859531/ (Liehr and Al-Rikabi
2019)].

Byaet nu 3popoBbiMm pebeHok ¢ MCMX?

K coxxaneHuto, Ha 3TOT BONPOC NoKa Henb3s AaTh onpeaeneHHbin oteeT. [etn ¢ MCMX
CWNbHO OTAMYAINTCA APYr OT Apyra, AaXe NPy Hanu4um Bbi3aBaHHOro MCMX
COOTBETCTBYIOLLEro cuHapoma. KnnHundeckuii ucxopq, (NporHo3) MoOXeT BapbUpoBaThb OT
6naronpuATHOro 40 COMHUTENBHOrO UNn Becbma HebnaronpuaTHoro. Camoe BaxHoe npu
NPOrHO3MpPOBaHUM — TOYHbIA, NOAPOOHbBIA AMAarHO3, CONPOBOXAAILLMACA KOMMITEKCHBLIM
onucannem MCMX. MoxHO caenaTtb HEKOTOpbIE BbIBOAbI, CPABHMB CIly4aun U3 onbiTa
Unique ¢ onmcaHHbIMW B MeAMLMHCKON nuTepaType. Ecnny pebeHka BO3HWMKNN HapyLleHus
pocTa unu pas3BuUTUsi, ECTb BEPOSITHOCTb, YTO NpudrHa B MCMX. OgHako He cTouT fenatb
nocneLHbIX BbIBOAOB. Mpobriembl Co 300pOBbEM U Pa3BUTMEM MOTYT ObiTb Bbi3BaHbl HE
MCMX, a yem-To Apyrum.



KakoBo BnusiHme MCMX Ha penpoayKTUBHYIO DYHKLUNIO?

Y HapyLleHuin penpoayKTUBHON PYHKLUM CYLLECTBYET MHOXECTBO MPUYMH, U OLEHUTb POrb
reHeTn4eckoro pakTopa B KaK4oM KOHKPETHOM criyyae AoCTaTouHo TpyaHo. OgHako
Hann4yme MCMX MOXeT BbI3blBaTb NpobeMbl C 3a4aTmem 1 NOBTOPSIIOLLMECS MOTepu
6epemeHHOCTW. Takmm obpasom, HapyLUeHUss penpoayKTUBHOW dyHKUuK y niogen ¢ MCMX
6onee BeposiTHbI, HO He 0bsi3aTenbHbl. Kak HU cTpaHHo, Gonee 50% ntoael ¢
HapyLLEeHUAMM penpoayKTMBHOM yHKUMM 1 MCMX yHacnegoBany MapkepHy XpoMOCOMY
OT OAHOro K3 poguTenen. 3To AokasbiBaeT, Y4To noan ¢ MCMX BrnonHe cnocobHbl UMeTb
AeTel, HeCMOTPS Ha MOBbILLEHHBIA PUCK BO3HUKHOBEHWS HapyLUEeHUs1 penpoayKTUBHOM
dyHKUMN. HekoTopble 13 AeTen yHacneayoT MapKepHyo XpOMOCOMY, Y APYTuX
XpPOMOCOMbI BYAYT HOpMarnbHbLIMK.

Y niogen, meoLwmx HapyLleHus penpogykTuBHon dyHkumn, MCMX obHapyxuBaloT B Tpu
pasa valle, 4yeM B obuien nonynsuun. B cpeaHem nx obHapyxusatoT y 0,044%
HaceneHus, Toraa Kak cpegm niogen ¢ HapyLeHUsiMU penpoayKTUBHOW (OYHKLUN 3TOT
nokasatenb coctasnsiet 0,125%.

YUT0 KacaeTcs NonoBbIX pasnu4mnii, TO, COrNacHO UCCNEAOBaHNSAM, Y MYXX4MH C
HapyLUEHUAMW PENPOAYKTUBHOW (PyHKLUM BEPOATHOCTb Hanu4ma MCMX B 7,5 pas Bbilue,
yeM y xeHwyH. OT60p npoTre nepegaydn MCMX nponcxoauT Npy passuTm
CNepMaTo30Ma0B, a He SNLIEKNETOK. DTO 03HA4aET, YTO BEPOSATHOCTb HacneaoBaHWA
MCMX oT maTepu B ABa pa3a Bbllle, YeM OT OTua.

Y My>X4UMH BbIsiBNieHa YeTkas cBa3b Mexay MCMX 1 HU3KMM KONMYECTBOM CNepmMaTo3omaoB
(onurocnepmueit), a Takxke OTKITOHEHUEM, U3BECTHBLIM Kak OAT-cMHApoM
(onuroacTteHoTepaTo3oocnepmMusi), Npu KOTOPOM KONMMYECTBO CNepMaTo3oMagoB HU3Koe, a
O0ns aHoMaribHO COPMUPOBAHHbBIX M NOABMKHBLIX CNEpMaTo30Ma0B HEOOLIYHO BbICOKA.
Cemb npoueHToB MyX4uH ¢ OAT-cuHgpomom umeror MCMX.

XoT4 n3BecTtHo, 4To MCMX, nonyyeHHble n3 nbor XpOMOCOMbI, MOTYT NPUBECTU K
HapyLLEeHUsM penpoayKTUBHON (OYHKLMK, MOKa He MOHATHO, Kak UMEHHO 3TO MPOUCXOAWT.
Tonbko npuMepHo Yy 30% MY>XYMH C HapYLLUEHUAMW PENPOAYKTUBHOM hYHKLIMM OOHapy»KeHa
MCMX, cogepxalias reHeTU4EeCKN 3Ha4YMMbIA MaTepuarn.

I'quemy 3TO MPOU3OLUJIO, MOXET JIN I3TO nOBTOpI/ITbCFI?
Y 6onblimHeTBa ntogen (70%) ¢ MCMX poautenu UMeroT HopMmaribHble XPOMOCOMBI.
HekoTopble ntoan HacnegytoT MCMX oT ogHOro us pogutenen.

Ecnny ogHoro n3 pogutenen ectb Takas xe MCMX, kak n y pebeHka, oHa nepegaercs no
HacneacTBY TaK Xe, Kak U Apyrne XxpoMocombl. AToT Tun MCMX HasbiBaeTCsi CEMENHbIM.
B atom cnyyae MCMX mMoxXeT nepegasaTbCs 1 Aaree U3 NMokoneHus B nokoneHue. B
GonbLUMHCTBE CnyYaes, HO He BO BCeX, cemeinHble MCMX He Bbi3biBatoT npobnem co
3[10pOBbEM UMW Pa3BUTUEM.

Ecnuy oboux pogutenei HopmarnbHble XpOMOCOMbI, TO MCMX BO3HMKNA Kak eOUHUYHbIIA

cry4av v Bpag fn NOBTOPUTCS Npu cneaytoLen 6epeMeHHoCTU. eHEeTUKN Ha3blBatoT 3TOT
cny4an de novo.
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Unigue — 3T0 GnaroTBopuTeNnbHasa HErocyaapCTBEeHHas opraHmsaums. PrHaHcoBas
noadepKka OCYLLECTBSAETCS 3a CHET FPaHTOB U MOXEPTBOBaHWI. Ecnu Bbl MOXeTe
nogaepxatb Hally paboTy, nobbiM, axke caMbiM ManeHbKMM NOXEPTBOBaHUEM,
noxanywucTta, caenante 6naroTBOpUTENbHbIA B3HOC Yepes Hall Be6-CanT:
http://www.rarechromo.org/donate  [NMomornte Ham nomo4b Bam!

[aHHasa 6poLutopa He 3aMeHsIET NPOdECCHOHANBHY0 MELAULMHCKY KOHCYIbTaLuHo.
Mo Bcem Bonpocam, KacarLmMMcs ANarHOCTUPOBAHUSA FEHETUYECKMX OTKITOHEHWA,
CYMMTOMOB Y MX flevyeHust obpallanTech k cneuvanvictam. HayvHas nHdopmauus o
reHETUYECKMX HapyLUEeHUsIX BbICTPO OOHOBMAETCS U HECMOTPA Ha TO, YTO
nHcpopmaL st B pyKOBOACTBE CUUTAETCS HaMbonee akTyarnbHON Ha MOMEHT
ny6nukauum, HEKOTOpblE AaHHbIE CO BPEMEHEM MOTYT U3MEHUTLCS. YYacTHUKN
npoekta Unique genatoT BCe BO3MOXHOE, YTOObI ObITb B Kypce NocrnenHmx
uccrefoBaHnin B @aHHON obnacTu, Npy Heo6XoAMMOCTY BHOCS KOPPEKTVBLI B paHee
BbIMYLLEHHbIE BPOLLIOPbI C YYETOM BCEX MNOCNEAHUX U3MEHEHWI. [laHHbIN MaTepuan
SABMNsieTCS Hanbonee [OCTOBEPHLIM Ha MOMEHT ny6rvkauum 1 6bin cobpaH 1
nogroTtoBrneH ans Unique npuBat-goueHTomMm goktopom Tomacom Jlupom (Privatdozent
Dr Thomas Liehr), MIHCTUTYT YenoBeyeckol reHeTvki, MleHckuii yHneepcnTer,
"epmaHus.

Version 1.1 2007 (TL); Version 1.2 2017 (TL/AP); Version 1.2.1 2019 (TL/CA/AP)
[MepeBopn BbINOMHEH B pamkax MexayHapoaHOro CTyAeHYeCKOro BONIOHTEPCKOro
npoekTta Unique. KypaTtop nepeBogyeckoro npoekt — Hatanbs BuktopoBHa Hevaesa,
poueHT kadbeapbl nepesoga PITTY nm. A. U. MepueHa, MNpesnaeHt Accoumanmmn
npenopasartenen nepesoga, CaHkt-lNetepbypr, Poccusa. MeguumHcKyo pegakumto
ocyuiectBuna KokopuHa Onbra CepreeBHa, Bpad — reHeTuk, KnvHuka ®omuHa,
Mocksa, Poccus.

Russian translation 2025 (EV/AP)

pynna noagepxku cemer ¢ pegkuMm XpoMo COMHbIMU Homep B peecTtpe 6naroTBOpuUTENbHbIX
OTKITOHEHMSIMU opraHusaumn 1110661
3apeructpupoBaHa B peecTpe KoMnaHuin AHrnumn u Yanbsca Homep opraHusaummn 5460413
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