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Hobpo noxxanosars B Unique

YBaxaemMble pogutenu, U n I e

Tpynna Unique npusemcmeyem eac. Mbi Hadeemcsi, ymo Hawa
epynna rnomMoxem eam rnodyyecmeosambs no0depxKy e 3abome o
gawem  ocobeHHoM  pebEéHke ¢  pedKUM  XPOMOCOMHbIM
OMKITIOHEeHUeM.

BoamoxHo, saw pebeHok Haxodumcs 8 mradeHYeCcKoM eospacme
unu yxe eblwen u3 Heeo, HO OuazsHo3 bbinl rocmasneH coecem
HedagHo. Ckonbko 6bl riem Hu b6bi1o eawemy pebEHKY, noOobHbIl
OuaeHo3 Moz cmamb Orfid 8ac HacmoswuM rnompsceHueM. Bam
HagepHsiKa MPUWIIOCh UCMbIMamb CMeWwaHHbIe 4Yy8cmea: 20peub,
3amMewiamenibCmeo, oueneHeHuUe, eHes, 4Yyecmeo BUHbI, U307suuu,
HedoymeHus."Tlovemy umeHHo £A?" — cnpawusanu 6bl cebs.
Bo3moxHO, 8bl u camu yOusuIUCL MOMY, KaK 8bl OMHECUCH K 3moU
Hosocmu. Y eac npocmo-Hanpocmo Mo2ym OfycKkambCsi pyKU U3-3a
Hexeamku uH¢hopmayuu o 3abonesaHuu, KomopbiM cmpadaem saw
pebeHoK, unu eac oxeamblgaem omuyasiHue Ommo2o, Ymo 3mo
3aboniesaHue Oaxe He umeem cobcmeeHHO20 Ha3eaHus. Ho, kakumu
661 HU 6binu 8awu 4yyecmea, byObme ysepeHbl, Ymo dpyaue YreHbl
Unique, 8 mom 4ucne u opaaHu3amopbl 2pymrbl, Mepexusnu no
KpaliHeli mMepe Hekomopble, ecru He ece, U3 HUx. Mbi 3Haem,
HacKOMIbKO CUJTbHO 8aM MoXem [oMoYb obuweHue ¢ s1dbMUu,
Komopble oHUMarom, C 4YeM 8bl CMONIKHYIUCb U 4Ymo eac
b6ecrniokoum. Bbi He 00HuU.

Mbi nodzomoesunu OaHHyt0 bpowiopy, Ymobbl nodesumscsi ¢ eamu
OCHOBHOU UHGhopmayueli 0 XpomMocomax U PeOKUX XPOMOCOMHbIX
OMKIIOHEHUSIX, a ewé pacckasamb HEMHO20 0 cebe u Hawel espynrne.
Ecnu y eac ecmb kakue-nubo 80npockl, noxasyltcma, cesKumech ¢
Hamu. Mbi  0b6si3amenbHO nomMoxem eamM Halimu omeem U
rnodcKkaxxem, K KOMy MOXHO 06pamumaCsi.

C Haunydwumu noxxesaHusamu,

Unidle
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ucmopusi epynnsi Unique

Opranunsauus Unique 6bina ocHoBaHa B 1984 rogy kaBanepom
opaeHa bpurtaHckon umnepuun 3aHon HanT n 3aHumanacs
NoAAEPXKKON ceMel ¢ AeTbMU, Yy KOTOPbIX Bbir 0B6HapyXeH
crHOpoMom Tpucommm xpomocombl 9. C Tex nop Unique siensieTcs
MCTOYHUKOM B3aMMOMOMOLLY U NOAAEPXKKU AN CeEMEN C AeTbMU,
CcTpagalLLMMmN peKMMm XpOMOCOMHBIMK 3aboneBaHnsiMu.

B 1989 rogy npu nogaepxke bnaroTBoputenbHbIX opraHusauui In
Touch Trust u Contact a Family kK Ham npucoeguHMNUCL cembm C
OpYrMMn peakumMn XpOMOCOMHbIMU OTKMOHeHnsaMK. B 1993 rogy
rpynna Unique nony4una ctaTyc 6naroTBOpuTEnsHON 1
paspaboTana HOBbIl FTIOroTMHM.

B 1996 rogy Hawa rpynna pa3spaboTtana ncyepnbiBaroLLyro
3NeKTPOHHYI 6a3y AaHHbIX, rAe XpaHUTCa MHPOPMAaLMS O TOM, Kak
onpefenéxHble peakMe XpOMOCOMHbIE OTKITOHEHNS MPOSIBNSIHOTCS Y
KaX4oro YneHa rpynnel B Te4eHne Bcen xm3uu. B ausape 1999 roga
Hallel opraHm3aummn 6bin NpUCYXAEH TPEXNETHUIA rPaHT
bnarotBoputensHoro coseTa npu bpntaHckon HauMoHanbLHoOM
notepee, 6narogaps Yemy Mbl CMOMIN HaHATb CneumnanueTa no
BOMpOCaM pa3BUTUS C NOJNHOM 3aHSATOCTbIO U cneunanucTa no
noLaepKKe CEMEN C YaCcTUYHOM 3aHATOCTbIO. B anpene 1999 roga
ObIn 3anyLieH nepBbin Be6-canT Unique. Ha TOT MOMEHT B
opraHusaumm coctosann 1192 cembu.

B 2003 rogy nony4yeHune Apyrmx KpaTkOCPOUHbIX rPaHTOB MO3BOMWIIO
rpynne HaHATb cneuuanucTa no BonpocamM MHGopMauum ¢ NosHom
3aHATOCTbIO, KOTOPbIA MOT Obl 3aHMMaTLCS UCCNeaOBAHUSMA U
COCTaBnATb MHpOpMaLMOHHbIE BpoLuUtopbl 06 OTAENbHBLIX PeaKMX
XPOMOCOMHbIX OTKITOHEHUSIX, HANNCaHHbIE NPOCTbLIM s13bIkoM. K Tomy
e Mbl HAHANW MAafLLUero cneumanncTa no Bonpocam nHgpopmawumu,
KOTOPbIA 3aHNMAETCSl HAaNMMCaHNEM Pa3ferioB O NOBEAEHNUN,
o6LwweHun, obpasoBaHun 1 1.4. B 2004 roay B Hawwen komaHae
NOSIBUINCS CNeumnanucT C YaCTUYHOM 3aHATOCTLI0 Mo buHaHcaMm 1
cbopy cpeacTs.

K Havany 2013 roga 4ncno 4YneHoB opraHusauum pesko yBenmymnoch
n npeoporneno otmeTky B 10 000 cemelt, a 310 6onee 14 000
YeroBeK C peAKMMN XPOMOCOMHbBIMU OTKIOHEHUsiMU 13 6onee yem 90
cTpaH mupa. Konnyectso 4neHos pynnbl Unique HeyKNoHHO pacTéT:
Ka>xkAblil MecsiL, B opraHv3aumio BCcTynatoT nopsaka 100 cemen!
MeToabl aHanu3a xpomocom 1 [JHK coBepLueHcTBytOTCS (Hanpumep,
ncnonb3oBaHne JHK-M1MKpOUMNoB 1 CeKBEHNPOBAHNUSI HOBOIO
NOKONeHust), NO3TOMY BCE Bosblue Niogen CMOryT y3HaTb O TOM, 4TO
Y HUX eCTb PefKoe reHeTU4eCcKoe M reHoMHoe OTKIOHeHue. Takum
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o6pasoM, Mbl Npeanonaraem, 4To YUCHO Y4YaCTHUKOB HaLLEel rpynnbl B
o0603pumom Oyayuiem OyaeT Tonbko yBenumumeaTtbes. C yBennyeHmem
00bEéma paboThbl BbIPOC M WTAT HALLEN OpraHM3aunm.

Bce aT1 rogbl Mbl 0MeHb ycepaHO paboTanu, YTobbl ynyynTb
NMHMOPMUPOBAHHOCTL O rpynne Unique cpean cemen 1 oTaenbHbIX
rpaxaaH ¢ pegkuMy XpoOMOCOMHbIMU OTKITOHeHMAMKU. Kpome Toro, Mbl
pacnpocTpaHAnNyM MHPOPMAaLMIO O PeaKUX XPOMOCOMHbIX
OTKIMOHEHUSIX KaK cpeam NpodeccuoHarnoB, Tak U CPeau LUMPOKON
ayauTopun, YTobbl OHM MOIMU OLEHUTL MacLuTabbl Npobnemsl, ¢
KOTOPOW CTONKHYNUCh YneHbl Hallen opraHu3auun. OgHako nonyvatb
rpaHTbl Anst MHaHCMPOBaHUS 3TOW OEeATENbHOCTU CTaHOBUTCS BCE
CMNoXHee C YMeHbLUEHMEM KONMyecTBa BblaensiemMbliX CPeacTB U
yBeNuYeHneM Yncna 6naroTBopuTenbHbIX OpraHn3aunii, KoTopble
COPEBHYIOTCA APYr C APYroM 3a O4HU U Te Xe rpaHTbl. Bel MoxeTe
caenatb NoXepTBOBaHUE Uy NomMoYvb HaMm cobpaTb cpeacTea Ansi
TOro, YToObl Mbl MOFMM NPOAOIMKMUTE CBOK BaXHYI0 paboTy.

Hawa opraHusauusa paboTaeT B COOTBETCTBUM C MPUHATON
nporpamMmmMon paBHbIX BO3MOXHocTen. [desatensHocTb [pynnbl Unique
perynupyetcs 3akoHOM O 3almuTe uHdopMaumm (perncTpaLMoHHbIN
Homep Z29206140).
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nocsedcmeusi peoOKUX XPOMOCOMHbIX
OMKIIOHeHuUU

Peakne xpoMOCOMHbIE OTKMOHEHUSI MOTYT UMETb CaMble PasnnyHble U nl e
nocneacTeus. Y nogasnstoLlero 60nbLLIMHCTBA HOCUTENEn
cbanaHcMpoBaHHbIX NEPECTPOEK HE NPOSBMAOTCA HUKaKMe ocobble
NPU3HaKn, HO NPY 3TOM MOTYT BO3HWKaTb NPObnemsl ¢
petopoxaeHvem. [Npu notepe nnv HanM4MM AONOMHUTENBHOTO
XPOMOCOMHOrO MaTepuana nposiBlieHUs MOryT NpeAcTaBnATb cobow
KOMOMHaLMI0O COMaTUYECKUX HapyLLEeHUI, TPyAHOCTEN B 00y4eHum,
npobnem co 3gopoBbeM u/vnu ¢ nosegeHnem. KonmyecTtso n
BblPaXX€HHOCTb BO3HMKAIOLLMX NOCNeACTBUIN 3aBUCUT OT TOTO, Kakne
Y4aCTKN Kakux XpOMOCOM BOBIIEYEHbI B NepecTporiky. VX BnmaHue Ha
JeTew ¢ natonorusamMmn MoxeT 6biTe abCcontoTHO pa3nuyHbiM. Kak
npaBwno, yTpata cerMeHTa XxpoMoCcoMbI AiBnsieTcst bonee cepbE3HbIM
OTKIMOHEHUEM, HEXENU HANM4yne JONONHUTENBHON KOMWUM TOTO Xe
cermeHTa. O6bl4HO gedekTbl XpoMocoM 1 — 22 3HAYMTENBHO
onacHee, Yyem AedekTbl NONoBbIX XpoMocoM X 1 Y. KpaiHe BaxHO,
YTOObI XPOMOCOMHOE OTKIOHEHWE y pebéHka ObIno onpeaeneHo Kak
MOXHO To4Hee. OnncaHne COBOKYNHOCTU FEeHOB YenoBeka
Ha3biBaeTcsa FTEHOTUMOM.

WHoraa y AeTeln ¢ 0gnHaKoBbIM FrEHOTMINOM BbIBalOT CXoXme
OTKIOHEHUs. TeM He MeHee, NPOSIBNEHNSA MOrYT YaCTUYHO MIN NOYTK
MOSTHOCTBLIO PasnNMyaTbCs Aaxe y AeTel C OAMHAKOBbIM FeHOTUMOM.
Moyemy? MeHOTUM, KOTOPbLIA MOXHO PAaCCMOTPETL NOA ONTUYECKMM
MukpockonoMm, HasbiBaeTcss KAPUOTUIMNOM u npeacrasnsieT cobon
nuwb obuyio kapTuHy. bnarogaps HOBbIM TEXHOMOMMAM, TakMM Kak
MeTOAbl CPAaBHUTENBHOW FrEHOMHON rMbpnaM3auUmMmn Ha MUKpoYmnax
(array CGH, unn aCGH) n cekBeH1poBaH/si HOBOTO NMOKONEHUSI
(NGS) cTano Bo3MOXHbIM NpocneanTb M3mMeHeHus xpomocom u [HK
npu 6onblueM yBennyeHum, a Takke YBUAETb, YTO HacTO TOYKM
paspbiBa B XpOMOCOME HaxXOAATCS B AaneKko pacronoXeHHbIX Apyr oT
apyra reHax. OgHako 1 3T0 He 06bACHSAET BCex pasnuuni. Jaxe
6paTbs 1 CECTPbI C OAMHAKOBBLIM FEHOTUMNOM, YHaCNeA0BaHHbIM B
pesynbTaTe XpOMOCOMHOW NepecTponku y pogutenewn, MoryT
pa3BuBaTbCs MNO-pasHoMy. Kpome XpOMOCOMHOIO OTKIOHEHUS
CYLLECTBYIOT 1 Apyrne akTopbl, BMUSIOWMNE Ha pa3BuUTe deTen,
Hanpumep, yH1kanbHasi KOMOMHaLMSA reHoB B APYrMX HOPMaribHbIX
XPOMOCOMaXx, YCMOBUS, B KOTOPbIX OHW pacTyT, U Tak ganee. MHoraa
onpegenéHHoe XpOMOCOMHOE OTKITOHEHME MOXEeT NPUMBOAUTb K
NoxoXemy coveTaHuio HapyLlieHuid. Korga MHoro getew poxagaeTcs ¢
TaKNMN CXOAHbBIMW NPOSIBMEHNSAMM, 3TO OTKIOHEHNE MOXeT BbITb
HaseaHo CMHOPOMOM.

Kpome Toro, CyLeCTBYOT HEKOTOpPbIE obwwe YepTbl, KOTOPbIE B
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pa3Hol CTeneHn NPosiBNSATCA Y OOMNbLWNMHCTBA NMOAEN C PeAKUMU
XPOMOCOMHbIMW 3aboneBaHuamn. K npumepy, noyTu y Bcex niogen ¢
no6o opMoit NOTEPN XPOMOCOMHOIO MaTepuarna unm Hanuins
[OMNOMHUTENBLHOrO MaTepuana Ha xpoMocomax 1 — 22 umeroTcs B Ton
W MHOW CTENEHN TPYLHOCTM B 0OyYeHUN 1 3aJepiKKa pa3BuTuS.
[eno B TOM, 4YTO CyLLLeCTBYET MHOIO FeHOB, PacNONOXEHHbIX BO BCEX
3TMX XPOMOCOMaX, KOTOpble OTBEYAIOT 3@ HOPMarnbHOE pa3BuTHe
rorioBHOro Mosra. [lecekTbl NGO N3 3TUX XPOMOCOM MOTYT naryGHo
ckasaTbCs Ha pasBuTUM pebEHka.

Bac HaBepHsika 04eHb Orop4aeT, ecnu Bpaym U reHeTuKK, C KOTOpbIMU
Bbl KOHCYNbTUPYETECh MO MOBOAY XPOMOCOMHOIO OTKIMOHEHWS BALLErO
pebé&Hka, 0COGEHHO eCcrin OTKINIOHEHUE OYEHb PeaKoe, HE MOTYT AaTb
BaM onpeaen&HHOro oTBeTa Ha TO, Kak OHO MOXET NMOBMNUSITb Ha
pebéHka. Bbl MOXeTe nogymaTthb, YTO Bpaym NpoOCTO HE XOTAT
nomoraTtb Bam UMM HE CTPEMSATCS BCE BbISICHUTb. OTO COBEPLLEHHO He
Tak. O6bsCHeHNe B TOM, YTO Ball pebEHOK, Kak 1 BCe Apyrve getw,
YHUKAJIEH, n, gaxe ecnv B MEANLMHCKOW NUTEpaType yxe
3aperucTpmMpoBaH NOAOGHbIV Cryvyan XPOMOCOMHOIO OTKMOHEHWS!, 3TO
He roBOpUT O TOM, YTO Ball peGEHOK ByaeT pa3BmBaThbCs Tak xe. Y
Bpayen, kak 1 y Hac, HET Marn4yeckoro Lapa, B KOTOPOM MOXHO
yBuaeTb oyayuiee. Mopol oHM B COCTOSIHMM NALLL NPEANONOXUTb,
Kakune npobnembl MOryT BO3HUKHYTb.

B03MOXHO, Bbl UM YNEHbl BalLen cembyn 1 OpY3bs 3a4aBanunch
BOMPOCOM, YTO MOXHO caenatb, YToObl "n3neunTtb" pebéHka ot
XPOMOCOMHOIO OTKIMOHEHWNSI. XpPOMOCOMHbIV Ae(EKT Kak TaKOBOW He
UCMNpaBuTb, TaK KaK B KOy 13 MUNNMapa0B MOPaKEHHbIX KNETOK
HeobxoanmMo ByaeT BBECTU HEAOCTAOLLMIA XPOMOCOMHBIN MaTepuan
CO BCEMM OTCYTCTBYHOLUMMM reHamu nubo yaanutb NULLHUIA
XPOMOCOMHbI MaTepurar, Yero caenatb C NOMOLLbIO COBPEMEHHbIX
TEXHONOMM Noka HEBO3MOXHO. TeM He MeHee, CUMMNTOMbI,
BbI3bIBAaEMbl€ XPOMOCOMHbIM OTKITOHEHMEM, NOAAAKTCS JIEYEHUIO NO
Mepe X NosiBMNeHusl, a pebEeHKy ¢ TakMM 3aboneBaHNeM OOMKHbI
co3faBaTbCs Haumny4ylme ycrnoBusi, YTOObl OH MOT MOSTHOCTBLHO
peanunsoBaTtb CBOM NoTeHuuann.
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kak Unique moxxem eam nomMoyb?

Peb&HoK c pegKkMM XpOMOCOMHBLIM OTKITOHEHWEM — GorbLUoe
NnoTpsiCeHMe, Bbi3blBalOLLLEE MHOXECTBO Pa3HbIX AMOLMIA U XenaHue
y3HaTb Gonblue o ero 6onesHun. Kaxabii U3 Hac, Tex, KTo nomoraeT
rpynne, NPoLLEN Yepes 3TO U NPEKPACHO NOHUMAET, YTO Bbl
yyBcTBYyeTe. [lepBoe xenaHne 60NbLINMHCTBA poaMTENen, No
MOHATHLIM NPUYMHAM, — HarTK Apyroro pebéxka cTapluero Bospacta
C TaKMM e OTKIoHeHneM. Ecnn nogobHoe n cnyyaeTcs, To 370 He
rapaHTupyer, 4to ob6a pebéHka OyayT pa3BmBaTbCA OQNHAKOBO. TemM
He MeHee, faxe 6ecena ¢ pogmTenamm pebEéHka, y KOToporo
obHapyxeHO pegKoe XpOMOCOMHOe 3aboneBaHne, MOXeT NPUHECTU
6onblioe obneryeHue, n3baBnTb OT YyBCTBA OAMHOYECTBA U MbICIN
"no4yemy MeHHo a?".

B Unique ectb TenedoH goeepus (+44 (0) 1883 723356) ansa Toro,
4YTOObI HOBbIE U YXKE y4acTBYHOLLUME CEMbU, @ TaKXKe CrieLmanvcTbl
MMernun BO3MOXHOCTb NOMNy4nUTb MHPOPMALMIO O rpynne 1 o
KOHKPETHbIX PeAKUX XPOMOCOMHbIX OTKIMOHEeHUsIX. Mbl paspaboTanu
KOMMSIEKCHYH SNEKTPOHHYI0 6a3y AaHHbIX, FAe COAepXUTCA
JeTanbHasi HopMauusa 0 NOCNeacTBMAX onpeaenéHHbIX PpeaKmx
XPOMOCOMHbIX OTKITOHEHWI Y Y4aCTHWUKOB rpynnbl. Bady AaHHbIX
MOXXHO MCMONb30BaTh Arns 00beAMHEHUSI ceMel No cneumguke
penKkoro XxpoOMOCOMHOro OTKNoHeHust. OgHako Hepeko aaxe bonee
NnonesHbIM OKa3blBaeTCsA YyCTaHaBNMBaTb CBA3U MEXAY CEMbAMMU,
MCXO4SA U3 BO3HMKaoLWMX Nnpobnem, 6yab To npobnemsl co
300pOBLEM, Pa3BUTMEM, NOBEAEHNEM, coUumanu3aumnen, obyyeHnem
n Tak ganee. Unique Tarke NogaepXnBaeT TECHbIN KOHTAKT C
nogo6HLIMM rpynnamMu no BCemMy M1pY, paclumpss, TakuMm obpasom,
MacLUTabbl BO3MOXHbIX KOHTAKTOB Mexay ceMbsiMu. IHdopmauuio o
KOHKPETHOM PEAKOM XPOMOCOMHOM OTKIMOHEHUM MOXHO MOMNy4UTb U3
6a3bl AaHHbIX Unique, Npu 3TOM NepcoHarbHbIE AaHHbIE O CEMbE C
3TUM OTKITOHEHMEM He packpbiBatoTcs. Kpome Toro, y Unique ecTtb
canT (www.rarechromo.org) 1 anekTpoHHasi noyra
(info@rarechromo.org).

Mo Bceit BenvkobpuTtaHum (1 faxe B HEKOTOPbIX APYrMX CTpaHax)
chopMUPOBaHbI MECTHbIE NPEACTaBUTENBCTBA U HanaXXeHbl CBA3N.
CeMbM, B KOTOPbIX peBEHOK CTpaaaeT NobbIM peaKM XPOMOCOMHbBIM
3aboneBaHeM, MOryT 06beauHUTLCA AN NOAAEPXKKU, APYXKObl U
obmMeHa MHdopmaumeii No 4OCTYNHLIM B UX PErMOHE YCryram.

Unique perynapHo nyGruvKyeT )ypHar, Ha cTpaHuLax KoToporo
CeMby JensTCs CBOVM OMbITOM Y OGMEHMBAIOTCS NMOSE3HOM
nHcpopmauwmeir. Fpynna NnpoBoAUT CEMUHAPLI U PErynsipHble
KOHGbepeHLUMm no Bcel BenukoGputaHuu, rae ceMbm U creumanucTbl
MOTYT BCTPETUTbCSA U 06CYyaMTb nocneaHue paspaboTku. Unique
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Takke AeWCTBYeT Kak NOCPEAHVK, AaBasi BO3MOXHOCTb CEMbAM
yyacTBoBaThb B M060M MUCCreaoBaTenbCkoM NPoeKTe, MMeoLLEeM
OTHOLLEHWe K 3aboneBaHunio Nx AeTe.

Un| e Yto 6bI BaM HM noTpebosanock, Unique noctapaetcs npefocTaBuThb
BCIO HEOOX0AMMYIO MHEDOPMAaLMIO U MOMOLLb KacaTenbHO OTKITOHEHUS
Ballero pebéHka. MNpocrm Bac BOCMONb30BaTLCA AaHHBIMU YCIyramu:
Unique — amo BALIA zpynna.
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8C€ 0 XpOoMOcCOMax U 2eHax

Korga y pe6éHka 0GHapy>xuBatoT pefKoe XPOMOCOMHOE OTKIMOHEHUE,
poauTENSIM 3a4acTylo MPUXOAUTCS U3y4aTb MHOMO HOBOWM
MHpopMaLMK B kpaTyarme cpoku. Bcé, 4To oHu korga-To yumnum B
LUKONe Ha ypokax 6uonorumn, MoxeT 6biTb 4aBHO 3a6bITO. Mbl
nocrapaemMcsi NpeaoCTaBnTb BaM OCHOBHYH UHPOpMAaLUIO O
XPOMOCOMaX U pasHbIX TUMax XPOMOCOMHbIX OTKIOHeHWI. Ecnu Bam
NoKaXeTcH, YTo 3Ta MUHPOPMaLUA HECKOSNBLKO CroXHa AN
BOCMPUATUA, UM €CNU Bbl He YBepeHbl B 3Ha4eHUU TOro unum
MHOro TepMUHA, He CMYyLLANUTEeCh, @ MPOCTO CNPOCUTE y Hac.

KneTkun, xpomocomsl, [1IHK v reHbl

- —~—
&

CrpynnuposaH
Hble KNeTKu U IR Lutonnasma

KneTouHas
..-MemBpana

fAnpo
) Xpomocombl

( KneTka yenoseka
-mran- 4
eHbl, pacnonoxeHHbIe Apyr 3a Apyrom

B [IHK Xpomocombl Xpomocoma

Puc. 1 YBennyeHHoe nsobpaxeHue, nokasbiBatoLLee pacrnonoxeHme XxpoMOCOM U reHOB
B OpraHusme 4yernoseka.

OpraHnsm yenoseka COCTOMT N3 MUnMapaoB otaenbHbIx KIETOK.
3a MCKITIOYEHNEM KPACHbIX KPOBSIHBIX KIETOK (3pUTPOLNTOB), B
KaXkOoW KreTke ecTb CTPYKTypa, HasbiBaemas AOPOM, koTtopoe
OKPY>KEHO BSI3KOW MaKocTbio — LIMTOMNA3MOW. BHyTpu aapa
HaxoaaTcs XPOMOCOMBbI, koTopkle coaepxat MEHbI. [eHbl
«HaHM3aHbI» HAa XPOMOCOMY, kak ByCuHKM Ha HUTKY. eHbl cogepxat
MHCTPYKLUMKU ONsi opraHu3ma, NpeanuckiBatoLLme, kak eMy
pasBMBaTLCH U MPaBUIbHO (OYHKLMOHNPOBAT.

3a ucknioueHnem ANLIEKNETOK y xeHwmH u CMIEPMATO30VOOB
Y MY>KYMH, BCE KINETKN YeroBe4YeCcKoro opraHuama cogepxar 23
MAPbI xpomocowm, T.e. 46 XpOMOCOM B Kaxaow krneTke. Takoi Habop
xpomocom Ha3sbiBaetcs AUMTTONOHbBIM. ViccneposaHusa npoekta
«[eHoM YenoBeka» nokasanu, YTo B KaX4OW KneTke COAepXKnTCs
npumepHo 30 000 reHoB. "eHbl pacnpeaeneHsbl Mexay XpoMocoMamu
HepaBHOMEPHO: HEKOTOPbIE XPOMOCOMbI COAepXaT 6onblue reHos,
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Tenomepa

KopoTkoe nneuo (p)

LlenTpomepa

AnuHHoe --*
nneyo (q)

Xpomatugs! =+

Puc. 2 Ctpyktypa
XPOMOCOMBI.

Puc. 3 [IsoitHas
cnupanb OHK

4YeM Apyrve, U HEKOTOPbIE Y4aCTKM XPOMOCOM coaepat GonbLue
reHoB, yem gpyrue. B Hopme B kaxagown 13 23 nap ogHa xpomocoma
yHacnegoBaHa OT oTua, Apyrasd — oT Matepu. XpOMOCOMbI U3 OL4HOW
1 TOW xe napbl HasbiBatoTca FOMOJTOMMYHBIMIA xpomocomamum.
MepBble 22 napbl XxpoMocoMm HasbiBatoTcss AYTOCOMAMU n
HymepytoTcs oT 1 0o 22 cornacHo ux anvHe (xpomocoma 1 — camas
AnvHHas). 23-9 napa xpomocoMm HasbiaeTtcs NMOJNIOBbIMA
XPOMOCOMAMMW. MonoBble xpoMocombl 0603HavatTes X unm Y.
HopmanbHbIi Myxckon Habop XPOMOCOM COAEPXKUT 0gHY X-
XpOMOCOMY U 0aHY Y-Xxpomocomy. IMeHHO Hanu4yme Y-XpoMOCOMbI
onpepensieT NPUHaANEXHOCTb K My>XCKOMY nony. HopmanbHbli
YKEHCKMI XPOMOCOMHbI Habop BKMOYaeT ABE X-XPOMOCOMbI, HO HE
COLEPXUT Y-XPOMOCOM.

KonnyectBo xpoMoCoM B AMiLIEKNETKaX 1 cnepmMaTo3onaax oTriMyYHO
OT OpYrnx KNeTok opraHnaMa. ANLEKNeTKM Y XXeHLLUMH coaepXaT BCero
23 HenapHbIx xpomocombl (FANNTOVOHBLIN Ha6op), cpeam KOTopbIX
no OAHOM KOMUM KaXKaowm ayTocoMbl (0T 1 Ao 22) n ogHa X-
xpomocoma. CnepmaTto3onabl y My>XUMH Takke cogepxat 23
XPOMOCOMbI, BKOYatoLwue 22 ayTocoMbl U OOUH ak3eMnnsap X- unn 'Y
-XpOMOCOMbI. Takum obpa3oM, MMEHHO NOMoBas Knetka oTua
onpepnensieT non oyayuiero pebéxka, Myxckor (XY) Unu XeHcKumn
(XX).

[Moa MUKPOCKONOM XPOMOCOMBI BbIFISAAT KaK ANMHHbIE, HUTEBMAHbIE
obpasoBanus. Y xpomocomsl BeligenaioT KOPOTKOE MJIEYO
(oB6osHauaeTtca "p", oT dp. petit, "manerHbkmin") u ANIMHHOE MIEYO
(obo3HavaeTcsa "q"). AnnHHOE 1 KOPOTKOE NIEYO COeaNHSATCS B
y3KOM y4acTke, KoTopblii HasbiBaeTcs LLEHTPOMEPA. KoHueBble
yyacTkun xpomocoMm Hasbieatotcss TEJIOMEPAMW. Tenomepsbl He
No3BONAT XpOMOCcoMam "pacnneTtaTbcs”, NPUMEPHO Kak
NNacTUKOBbIE HAKOHEYHUKMN Ha LLHYpKaX.

XpOMOCOMBI MONy4Mnn CBOe Ha3BaHne Gnarogapst CNocobHOCTH
OKpalLMBaTbCA HEKOTOPbIMUK Kpacutenamu. "Xpomoc" nepeBoanTcs ¢
rpeyeckoro kak "uget", a "coma" — kak "teno". MNpwu okpalumBaHum
pa3sHbIMW KpacsALWMMM BELLeCTBaMM Ha XPOMOCOMax MOXHO
pa3rnageTb onpedenéHHyo NocnefoBaTenlbHOCTb M3 CBETIIbIX 1
TEéMHbIX nonoc. iaeHTndumumpoBaTtb XpOMOCOMY MOXHO MO
pacnoroXeHuio LeHTPOMEPbI 1 creumndryecKon
nocrefoBaTenbHOCTU 3TUX MOMOC.

XpOMOCOMBI COCTOAT U3 BELLEeCTBa, KoTopoe HasbiBaeTca HK
(Ae3okcmpuboHyknenHoBas Kncnota) n Heckonbkux 6enkoB. eHbl
npencTaensoT cobon maneHbkme yyactku [IHK B xpomocomax.

JHK HaxoguTcsa B ckpyyeHHoM hopme, Takasi CTPYKTypa HasbiBaeTcs
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OBOVHAS CMPAIb. 3Ta asoiiHas cnvpank Tyro ckpyyeHa, a
NONy4YMBLLNECS BUTKM 3aKpy4eHbl €LLE HECKONBbKO pas, MPUMEPHO Kak
€Ccnu Bbl BO3bMETE LUHYPOK M ByaeTe ero ckpyymBaTb, NMoka OH He
npespaTuTCAa B Tyron kny6ok. Ecnu pasmotats 1 pacnpasute JHK
BCEro 0O4HOW ANNIIONAHOW KNeTKW, e€ ArnvMHa CocTaBuT NPYMEpHO ABa
meTpal A ecnu pacnpasunTb N CMOXUTb «KOHEL, B KOHeL» BCe
monekynbl IHK 13 munnvapaos kneTok B3poCrioro Yenoseka, Mu
MOXHO byaeT 06epHyTb 3KBaTOp NPUMEPHO 5 MUNnMoHoB pas!

OHK BbinonHseT ase BaxHble dyHKUMK. MpuHUMN paboTbl NpUMEpPHO
Takom Xe, kak y 3aBofckoro koHsenepa. [IHK BbinonHaeT dyHkumio
LWABJTOHA vnn yepTtexa ans cbopku Bcex 6enkoB B HaLLeEM
opraHusme. Mpu crnoee "6enok" 60nbWNHCTBO Noaen 0ObIYHO
AYMaloT O BaXKHOM 3fieMeHTe MULLM Unn 06 OCHOBHOM KOMMOHEHTE B
CTPYKTYpe MbiwL,. [lencTBUTENbHO, HEKOTOPble Benku UrpatoT oYeHb
BaXXHYIO CTPYKTYPHYIO POfb B HalleM OpraHvu3me, B TO BpeEMs Kak
Apyrue urpatoT KINioYEBYHO porb B perynsauumn NpaBunbHOrO ero
dYHKUMOHNpOBaHus. HekoTopble 6enku BLICTYNAloT B Ka4yecTBe
depMeHTOoB, T.e. 06Mner4aiT 1 yCKOPSAT XMMUYECKNE peakumn B
opraHuame. [Ipyrve 6enkun 4efcTBYIOT Kak FrOPMOHbI, OMoras
perynuposatb paboTy 1 pa3Butue opraHnsma. Hekotopble 6enku
nomoratoT opraHu3my BelpabaTeiBaTh Apyrue 6enkun ¢ NoMoLLbo
pasnuyHbIX reHoB. lNMpouecc nponssoacTea 6enka 04eHb COoXeH, TeM
He MeHee, Yallie BCero OH NpPoxoauT YCMeLHO 1 BbipabaTtbiBaloTcs
HY>Hble NPOTENHbI, YTOObI HaL opraHn3m paboTan HopMarnbsHO U
cnaxeHHo. Ho B cnyyae pekoro XxpOMOCOMHOIO OTKIIOHEHUS MHOTMe
reHbl MOryT OTCYTCTBOBaTb UK, HA060POT, NOABAAIOTCS NULLHNE
reHbl. B pesynbtate Heobxoammble 6enkun BolpabaTtbiBatoTcs
HenpaBUIbHO UKW B HEMPaBUIbHbIA MOMEHT, G0 nx
BblpabaTbiBaeTCHA CNLLKOM MHOFO, 60 OHW He BbipabaTtbiBatoTcs
Boo6Le. [Ipyras BaxHas pyHkumsa AHK — nepepnaBatb
reHeTuyecku "yeptex" OT cTapbiX KNETOK HOBbIM M OT poauTens K
pebéHky. Kaxabin pa3 npy hhopMUPOBaHNM HOBOW KINETKU
obsasarenbHO co3gaéTcsa TouHas konusa JHK kaxxaon XxpomMocombl.

XpomocomHbIn 1 HK-ananna

Y4YeHble-LMTOreHeTUKM MPoBEPSAIOT XPOMOCOMBbI Ui mosiekynbl AHK
YeroBeka Ha Hanuune gedekToB. Kak npaBuno, oHW NpoBOASAT
aHanu3 xpomocom unu [HK B 6enbix KpOBSHbIX KneTkax
(numdoumTax). Tarke Bo3MoxeH aHann3 xpomocom munu JHK knetok
APYrux TKaHewn, Hanpymep KOCTHOro Mo3ra unm koxu. MNomumo atoro,
C Lienbio BbISIBMEHUS MATONOMM y NNoAa LMTOreHeTUKN NpoBoaaT
aHanun3 obpasLoB KNEeTOK BOPCUH XOPWMOHA UM aMHUOTUYECKON
Xungkoctun. Takme o6pasLibl KNeTOK AOMKHbI ObITh CepBa BblpalleHbl
B 0COBbIX NabopaToOPHbLIX YCNOBUSAX, @ 3TO 3aHUMAET MHOIO BPEMEHMU,
ocobeHHO ecnu uccnegyoTcs obpasLpbl BOPCUMH XOPUOHA Unu
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LlenTpomepa

Il w7731 1

Pwuc. 4 Vignorpamma
XPOMOCOMbI 1,
nonyyeHHas npu G-
oKpaLuvBaHum.

Puc. 5 FISH-ananu3
C NMOMOLLbIO ABYX
OHK-30Ha0B ans
XPOMOCOMbI 22.

AMHNOTUYECKOM XXUAKOCTU. I'IoaTomy pe3ynbTaTbl TAKOro aHanmsa, Kak
npasunno, CTaHOBATCA U3BECTHbI TOJTIbKO CNYCTA HECKOJIbKO Heaelb.

LinToreHeTukn ncnonb3yoT cneumanbHblie BeWwecTBa, YTobbl
3achukcnpoBaTh nccrnegyemble KNeTkM Ha Hambonee noaxoasiien
cTaguv pasBuUTUsE, KOr4a XPOMOCOMbI HAXOAATCS B CaMoW yA06HOM
Ons aHanusa, KomnakTHor dpopme. Ha aTton ctagmm, kotopas
HasbiBaeTc META®ASA, yueHble MOryT OKpacuTb XpOMOCOMbI C
MOMOLLIbIO pa3nuyHbIX KpacuTenen. Hanbonee yacto npumeHsieTcst
KPACUTEJIb TMM3bI. Takaa meToamka okpackv XpoMOCOM
HasbiBaeTcst G-OKPALUMBAHNEM.

Mpu ncnonb3oBaHUM pasHbIX KpacuTenen Ha XpOMOCOME MOSBMAETCA
XapakTepHasi nocrneaoBaTenbHOCTb U3 CBETIbIX Y TEMHBIX MONOC, Mo
KOTOpOW Mx nerko pacnosHaTe. MIHorga yyéHble NpoBOAAT aHanm3
XPOMOCOM, KOrja OHN HaxXOAATCHA B CBOEN HECKOMbKO MeHee
KOMMaKTHOM cpopme, 1 Torga MOXHO pasnuunTb GornbLue Noroc 1, Kak
cnepcTemne, obHapyxuTb bonee menkme AONOMHUTENbHBIE UK
otcyTtcTByrowme yyacTtkm JHK. 3ToT MeToq HasbiBaeTcs aHanM3om
[HK Bbicokoro paspelueHus. [lnarpammbl XPOMOCOM, Ha KOTOPbIX
BMOHbI 3TV NocnefoBaTeNbHOCTY NOSOC, Ha3biBaTCA
MONOIrPAMMAMMU (cm. puc. 4). PaspaboTtaHbl u 6onee
COBpPEMEHHbIE METOAbl aHanu3a, KOTopble NCMOoNb3yTCA Hapsay C
METOAO0M OKpalLUMBaHWUS UNu B kayecTBe anbTepHaTmBbl. K HUM
OTHOCATCS, Hanpumep, drnyopecueHTHasa rmbpuamnsauus in situ (FISH)
N cpaBHUTEmNbHasa reHoMHas rmbpuamsaumsa Ha mukpodmnax (aCGH).

FISH

C nomoulbto metoaa FISH nseecTtHble cermeHTbl JHK nomevatotca
nyopecLeHTHbIMU KpacuTensiMu (Tak HasbiBaemble "OHK-30HabI")
nepemeLlMBalTCs CO CrneLuuanbHO NoAroToBMNeHHbIMM obpasuamm
TKaHW (Yallle BCEro 3To npenaparbl XpOMOCOM 13 06pasL0oB KPOBMU).
O1n cneumndundeckme OHK-30HObI CBA3LIBAIOTCA C MaNeHbKUMMU
y4YacTkamy XpOMOCOMbI, «OKpaLUMBasi» UX B pasnnyHble
onyopecuUeHTHbIE LiBETa, YTOObI KX
NMOTOM MOXHO ObINIO pacCMOTPETL NOA
cneunanbHbiM hryopecUeHTHbIM
MUKPOCKOMNOM. Takum o6pa3om MOXKHO
onpenennTb KONMYeCcTBO KOMUI
MarneHbKUX y4acTKOB XpPOMOCOM. JTOT
MeTO[, MOXHO MPUMEHSITb, ECNn
M3BECTHO (UNW nNpepnonaraeTcy), B
Kakon n3 23 XxpOMOCOM MPON30LLSIO
HapyweHue. Ecnn HensBecTHO (M
TPYOHO NPEeAnonoXuTb), Kakas UMEeHHO
XpOMOCOMa 3aTPOHYTa, UCMOMb3YI0T

meTtog aCGH.
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MeTon  cpaBHUTENbHOWM  reHOMHoOW  rmMbpugmsaumm  Ha
Mukpounnax (aCGH)

MeTon aCGH o6bl4HO npegnonaraet BoiaeneHne JHK 13 obpasua
KpoBu. AHanua nposoamTcs ¢ nomoLubio JHK-mmkpoumna —
CTEKITSAHHON MOAMOXKWN, Ha KOTOPOW B BUAE ThICAY "TO4YeK"
pacnonoxeHbl KOHTporbHble 06pa3ubl JHK. KoHTponbHbIn 0b6pasey,
GepyT y 4enoseka, y KOTOPOro ecTb ABe MOSHble KoMK KaXka0n
XPOMOCOMBI (KaK 1 JoImKHO 6biTb B Hopme). Uccnepyemyto JHK
CpaBHMBAIOT C KOHTPOSbHLIM obpasuom [JHK. Conoctasue
COOTHOLLEeHNs ABYX 06pa3uoB [HK, MOXHO BbIACHUTL, HOpManbHoe
nn y yernoseka konuyecTtso [HK, nnbo eé cnuwkom mHoro
(aynnukauus) unn mano (geneumws). ta meToamka obnagaet
BblCOYaNLLEN CTENEHbI0 YyBCTBUTENBLHOCTN — MPOaHan1M3npoBas C
€€ NOMOLLbI0 BECb FEHOM (T.€. BCE XPOMOCOMbI), MOXHO OnpeaennTb
y4acTKu Hanm4me yTpaTbl UnNn gononHuTensHoro matepunana AHK
(Tak Ha3bIBaeMble MMKpoAeneLnM n MMKpoAynnmKaumm) ropasgao
MEHbLUNX PasMepoB, YeM NPEACTaBAANOCH BO3MOXHbLIM Npu
CcTaHAAPTHOM kapuoTunupoBaHun. bonee nogpobHyto nHopmaumio,
onybnukosaHHyto Unique, 06 aTux 1 gpyrnux MeTogax aHanusa
MOXHO HaMTK Ha canTe www.rarechromo.org.

Kak 6bI1rio ckasaHo paHee, Habop XPOMOCOM YernoBeka Ha3biBaeTCs
ero KAPUOTUMOM. KoHeuHo, Bb1no Obl 04eHb HEYLO0GHO Kaxabii
pa3s paccmaTtpuBaTth poTorpadmio XpoOMOCOM YernoBeka, YToObI
y3HaTb, Kakme XpOMOCOMHbIE OTKIIOHEHUS Y HEro ecTb. [oaTomy
yyeHble paspaboTanv cTaH4apTHBIN Ko ANst ONMcaHWs kapuoTuna
yenoBeka. OH HocuT Ha3BaHue MexayHapogHas cuctema
LMTOreHeTn4ecKko HomeHknaTtypbl Yyenoseka (ISCN). B nocnegHioto
BEpCUIo koaa, onybnmkoBaHHyo B 2013 roay, BKIHOYEHbI
0603HaYeHuss anst MonekynspHO-LUTOreHETUYECKUX METOAO0B, TaknUX
kak FISH n OHK-Mukpounnbl. OTO 03Ha4aeT, 4To Nobon YeroBek,
3HAKOMbIN C 3TUM KOAOM, NPOYUTaB 3anucb kKapuoTmna
onpefeneHHoro YernoBeka, CMOXET MNOMyYnTb TOYHOE onucaHue
XPOMOCOMHOIO OTKIOHEHMS.
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Puc. 6 HopmarnbHbiii Puc. 7 HopmanbHblit
XEHCKMIA KapnoTun MYCKOV KapuoTun.
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B pamkax cornawenus ISCN «kog kapuoTuna 3anvcbiBaeTcs

cregyowmm o6pa3om: cHavana ykasblBaeTCsl KONMMYeCTBO XPOMOCOM

B KneTkax YernoBeka, 3aTeM — OnuCbIBAeTCs COCTaB MOMoBbIX

. XPOMOCOM, a focrne crnegyeT OnuMcaHne XPOMOCOMHOIO OTKITOHEHMS.

Un| e Takum 0b6pasomM, HOpPManbHbIA MYXCKOW KapvoTun obo3Ha4YaeTcs Kak
46,XY, a HopMmanbHbIN XXeHCKMUI kKapunoTnn — 46,XX.

NioBble ToYKM pa3pbiBa XPOMOCOM ONUCLIBAKOTCSA C MOMOLLbIO
CTaHOapTM3POBaHHON CUCTEMbBI HYMepaLumW, KoTopasi ONUpaeTcst Ha
XapaKTepHy KapTUHY YepedoBaHus Nonoc B xpomocome npu G-
oKpalumMBaHun. Hannyne nonoc no3sonsieT pa3bnBaTe XPOMOCOMbI Ha
PAVOHbI (regions), koTophkle B cBO o4epeab AensAtcs Ha MONOCHI
(bands) n CYBIMONOCHI (sub-bands). 3To kak agpec aAna gomMa:
HeTPyAHO HaWTK AOM Ha ynuue, ecnu Bbl 3HaeTe ero Homep. Mo
cucteme ISCN, yem GonbLue HOMEpP TOYKM pa3pbiBa XPOMOCOMbI, TEM
Aanblue paspbiB PacnornoxeH oT LeHTpomepbl. YTobbl ny4iue
pasobpaTbCs B 9TOM cUCTEME, MOCMOTPUTE Ha criegyowwmue npumepsbl
onvcaHusi KapuoTtuna.

46,XX,del(8)(p23.1pter)

Cyasi mo kapvoTuny, y 3Toro Yenoseka no 46 XxpomMocom B
KaXKOOW KreTke. Y Hero ABe X XpOMOCOMbl — 3HA4MT, aTO
xeHwuHa. "Del" o3HavaeT "geneuus”. Takum obpasom, y
XEHLUHbI 0BHapyxeHa geneumns B xpomocome 8. PaspbiB
XpOMOCOMbI Npoun3oLlen B cybnonoce 1 nonockl 3 panoHa
2 B KOPOTKOM mrevye Xxpomocombl ("p"), u KoHeL
XpOMOCOMbI (pter) BMecTe ¢ ocTanbHOW YacTbio KOPOTKOro
nreya oTcyTCTBYyeT. Takum obpas3oM, cermMeHT 8p23.1 —
310 TOYKA PA3PbIBA npu aaHHou aeneumu.

47,XY,+9/46,XY

370 onucaHue KapuoTuina My>4uHbl (MPUCYTCTBYIOT U X, U
Y xpomocombl) ¢ 47 XpOMOCOMamMu B OLHOW KIETOYHOW
TNVHUM — [OMONHUTENbHAsA XPOMOCOMa SBMSETCH MOMHON
KOMuewn XpoMocoMbl 9 — M C HopMamnbHbIM Habopom
XPOMOCOM B [pPYron 5WHWM KNEeTOK. JTO HasbiBaeTcs
Mo3au4yHas popma TPMCOMUN NO XpPOMOcoMme 9.

46,XX,r(22)

OTO onMcaHne kapmoTuna XeHLWMHbI ¢ 46 xpomocomamu, y
KOTOPOW OfHa KOMMsS XpOMOCOMbI 22 npeacTaBnseT cobom

- KOMnbLEBYIO XPOMOCOMY. TOYKM pa3pbiBa HE yKasaHsbl.
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46,XY,t(2;5)(p22;p15.1)

OTO KapuoTUN MYXYuHbl ¢ 46 XpomMocOMamu, y KOTOPOro

Habntogaetcs cbanaHcmMpoBaHHas peuunpokHas .
TpaHCMoKauusi Mexay Xpomocomamum 2 U 5 ¢ Toykamu Unl e
paspbiBa B cermeHTax 2p22 u 5p15.1. CermeHTbl OT 2p22

o 2pter n ot 5p15.1 go 5pter nomeHsanuck Apyr ¢ opyrom

MeCTaMu, O4HAKO NPV 3TOM XPOMOCOMHBIN MaTtepuan He

6bIn HYM JOGaBMEH, HY yTpayeH.

46,XY,der(5)t(2;5)(p22;p15.1) mat

OT0 onucaHne MyxXuuHbl C 46 XxpomocoMamu U
HecbanaHcpoBaHHOW TpaHcrnokauuen mMexay
xpomocomamm 2 n 5. OgHa 13 xpomocoM 5 npencraBnset
cobon pepvBat (der) — NPOM3BOOHOE XPOMOCOMbI C
OTCYTCTBMEM Y4acCTu KOPOTKO nrieda ot nonockl 5p15.1 oo
S5pter. B Touke 5p15.1 Kk QgOepuBaTHOM Xpomocome
NPUCOEANHUIICSA AOMONMHUTENBHBIA (hparMeEHT XPOMOCOMbI
2 HauvMHasa ¢ OsHoa 2p22 pgo Tenomepbl 2pter. 3T1o
03Ha4aeT, yTO y YyeroBeka c [aHHoM
HecbanaHCMpOBaHHOW  TpaHcrokauven  Habniogaetcs
Jeneuuss 4actTm XpoMOCOMbl 5 ¥ gynnukauus 4Yactu
XpomocoMmbl 2. lNpUYnHON BO3HUKHOBEHMSA TpaHCroKaumu
cTtano Hanuyne cbanaHCMpOBaHHOM TpaHCcnokauun y
MaTepu (mat).

TenedcdoH: +44 (0) 1883 723356 Email: info@rarechromo.org
Be6-canTt: www.rarechromo.org



Un

BmecTo onucaHusa kapuoTtuna nmbo B AONOMHEHME K HEMY Bbl MOXETe
nonyyYnTb pesynbTaTbl MOMEKYnApHOro aHanusa, Hanpumep, FISH
unu nccnegosaHus ¢ nomousto JHK-mukpounnos.

PesynbTtaThl FISH-aHanu3a moryT BeirnageTb cneayowmm obpasom:

46,XY.ish del(9)(q34.3)(D9S2168-)dn

370 o3HavaerT:

46

XY

.ish

del

©)
(a34.3)

(D9S2168-)

dn

TenedoH: +44 (0) 1883 723356
Be6-canTt: www.rarechromo.org

O6Lee KonM4ecTBo
XPOMOCOM B KneTkax
opraHusMa Baluero pe6éHka

[1Be nonoBbie XpOMOCOMBI: Y
ManbumkoB — XY, a 'y
peBoyek — XX

AHanus nposoguncs
meTogom FISH

Heneums, unum OTCyTCTBUME
MaTtepunana

Heneunsi xpomocombl 9

B xpomocome ecTb pasphbiB B
6aHae 9934.3, T.e. aT0
Hebonbluaa geneuns Ha
KOHLIE XPOMOCOMbI, PSiAOM C
Tenomepom

OTcyTCTBYET Mapkep unu
30HA, NONOXEHME KOTOPOro B
YenoBeYeCKOM reHoMe
M3BECTHO (B 4A@HHOM cry4yae
— Mmapkep D9S2168)

dn o3HavaeT "de novo"
Xpomocombl pogutenemn
Obinn obcnenoBaHsbl, U
NepecTpoek ¢ y4acTuem
cermeHTa 9q34.3 y HuX
BbISIBIIEHO HEe ObINo

Email: info@rarechromo.org



Mpu ucnonb3oBaHun metoga AHK-mukpoumMnoB Touku paspbiBa Ha
Ka)KOOM KOHLe ydyacTka deneuun unu gynnukauum obosHavatoTcs
nmbéo HasBanumem "knoHa" [OHK, nubo koopauHaTOMm napbl
OocHoBaHuh. [lapa ocHOBaHWMW — 9TO "CTyneHbka" NecTHULbI
ponHon crnvpanm  OHK  (Pnc. 8). O6GbIMHO  pesynbTaThl
3anucblBalOTCs  NpUMEpPHO  cnepytowmm  obpasom: arr  [hg19]
16p11.2(29673954-30198600)x1

3T0 03HavaerT:

arr  AHanus npoBogurics
meTtoaom aCGH

[hg19] Yenoseyeckuit reHom,
penakums 19. 3to
KOHTpOnbHas
nocnepoBatensHocTb AHK, ¢
KOTOPOW COMOCTaBnsTCA
HOMepa nap OCHOBaHUN B
uccnegyemon AHK. Mo mepe
N3y4YeHUsi reHoma YeroBeka
COCTaBNSAOTCS HOBblE BEPCUN
(«penakummy») reHoma, 1
HOMepa nap OCHOBaHUN
MOTYT YTOYHATLCS

16p11.2 WN3meHeHUs Obinu
obHapyxeHbl B 63HaE
16p11.2

(29673954-30198600)x1 [Mepsas HenocTatowasn napa
OCHOBaHWI UMeeT HoOMep
29673954. NocnegHss
OTCyTCTBYlOLLAs napa —
30198600. Paamep
MUKpoZeneunm coctaBnsiet
524 646 nap ocHoBaHui

X1 370 3HAUMT, YTO B XpOMOCOME
16 npucyTCTBYET TONbLKO OAHAa
KOMWS 3TUX OCHOBAaHWUW, a He
ABe, Kak AOMKHO BbITb B HOpMeE

bp 1 napa ocHoBaHui

1kb 1 000 nap ocHoBaHwi

_ Base pairs

%

e

-

-

Puc. 8 ise Hutn OHK
HOPMUPYIOT ABONHYIO
cnuparnb 6narogaps
CBA3AM Mexay
cnapeHHbIMU
OCHOBaHMSIMW.

Base pairs - lNapbl
OCHOBaHMM

1Mb 1 000 000 nap ocHoBaHMiA

TenedcdoH: +44 (0) 1883 723356
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TenedoH:

B0o3MOXHO, Bbl yk€ 03HAKOMWUMMUCH C KAPMOTMINOM BaLlero pebeHka
Unu ¢ pesynbTataMmy aHanm3oB, BbIMNOMHEHHbIX MONEKYNAPHbIMA
meToaamu, Hanpumep, ¢ nomoulbio AHK-mukpoumna nnm FISH, n
X0oTenu 6bl TOYHO Y3HATb, YTO e O3Ha4yaeT 3ToT Kod. Ecnn
pesynbTaTbl aHanu3oB BaLllero pebEéHka BaM HENM3BECTHbI, BO3bMUTE
UX y IOKTOPA WUIN reHeTuka, NpuyemM nydile caenaTb KOnuo
nabopaTopHbIX pe3ynbTaToB, YTOObI Y Bac 6bIN0 TOYHOE onucaHne
XPOMOCOMHOIO OTKIOHeHUs1 pebéHka. Hipke npeacTaBneH nepeyeHb
Hanbonee pacnpoCTpaHEHHbIX CUMBOJIOB, KOTOPbIE UCMONb3YHTCS
4N onucaHnst KapmoTuna u pesynbTaToB MOMNEKYMSIPHOro aHanm3a.

KapuotMna W  pes3ynbTaToB

CumBonbl gna  onucaHus
MOJSEKyNsipHOro aHanmsa

Cumson

add

arr

cTpernka

KBapgpatHble ckobkm ([ 1)

cen
cgh

nBoetoume (:)

OBOWHOE aBoeToume (::)

3anaTas (,)

OecaTnyHas Todka (.)

del
de novo

der
dic
dup

+44 (0) 1883 723356

Onucaxve
[ononHnTtenbHbI MaTepuan
HEn3BEeCTHOro
NPOVCXOXAEeHUS
OHK-mukpoumn
OT - pgo
Yucno nccnegyemblx KNneTok
LleHTpomepa
CpaBHuUTEnbHasi reHoOMHas
rmbpuansauns
Pa3spbiB XpOMOCOMBI

PaspblB 1 NOBTOPHOE
coeyHeHne XPOMOCOM

PasgenseT uncno xpomocom,
MOOBbIE XPOMOCOMbI U
XPOMOCOMHblE aHOManmn

O6o3HavaeT cybnonocsl
Deneuns

OsHavaerT, 4To XpOMOCOMHO€e
OTKINOHEHNE He ABNAeTCA
YHacnegoBaHHbIM

[JepviBaTHas xpomocoma

[OunueHTpuyeckas xpomocoma
Oynnukaums

Email: info@rarechromo.org
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[eTepoxpomaTuH

Pepakumsa yenoBe4eckoro Understanding

chromosome

reHomMma disorders
L]
MN3oxpomocoma U n l e

M3oanueHTpuyeckas
Xpomocoma

WHcepumsa
MHBepcus
Mbpuansauus in situ

MapkepHas xpomocoma
(nononHuTenbHas
XPOMOCOMa HEN3BECTHOMO
NPOVCXOXAEHUS)

MatepuHckoe
NPOVCXOXAEHNE

MoTeps

MynbTunnekcHas
nurasosasucumas
aMnnuduKaums 30H408

Mo3sanuuam

MHoXeCcTBEHHbIE KoMK
NepecTPOEHHbIX XPOMOCOM
W YUCO KOMui
XPOMOCOMHOTO panioHa

KopoTkoe nneyo XxpoMocombl

B Hux 3akntovatoTca
XPOMOCOMbI C USMEHEHHON
CTPYKTYPOW 1 TOYKU paspbiBa

OTuoBCKOE npoucxoxneHune

PasgensieT pasHble meToapl
aHanusa

Hanuune gononHuTensHoro
maTepuana

MNceBno-

TenedoH: +44 (0) 1883 723356 Email: info@rarechromo.org
Be6-canTt: www.rarechromo.org



Understanding
chromosome
disorders

Uni

[NMHHOE NneYo XpOMOCOMBbI

CoMHuTENbHas
naeHTUUKaLns XpOMOCOMbI
UM XPOMOCOMHOW CTPYKTYpbl

e

KonbueBasi xpomocoma
PeuunpokHasi TpaHcnokauusi
MepecTpoiika

PekombuHaHTHas
Xpomocoma

Po6epTcoHoBCKas
TpaHcnokaums

CnyTHUK

WcnonbayeTcs ans
pasneneHns HeCKOMNbKMX
MN3MEHEHHbIX XPOMOCOM U
TOYeK paspbiBa npu
CTPYKTYPHBIX NEpecTporikax,
BOBIeKaloLwmux 6onee yem
0fHY XPOMOCOMY

Wcnonbayetcs ans
pasfeneHust KNeTouYHbIX
NVHWIA (B MO3anU4HOM
KapuoTune)

Cy6TenomepHbin panoH
TpaHcnokauus
Tenomepa

TepMuHanbHbIA y4acToK
(koHeu) xpoMOoCOoMBbI

Tpynnukaums
OpHopoautenbckast UCoMus

BapwaHT unun BapunabenbHbin
yyacTok

OkpalumBaHue Lenbix
XPOMOCOM

TenedoH: +44 (0) 1883 723356 Email: info@rarechromo.org
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pedKue XpOMOCOMHbIE OMKI/TOHEHUSs]

WHorga nameHeHust unn Mytaumm, KoTopble NPOUCXOANAT B
XPOMOCOMaX, HaCTOMNbKO Marbl, YTO OHW BAUSIOT Ha cTpykTypy OHK B
npegenax 04HOro eANHCTBEHHOTO reHa. 3TO Ha3biBaeTCa TOHEYHON nl e
MyTaumen. Ho ecnun nameHeHus 3aTparvearoT Liernble Konnum ogHoro

UIN HECKOJbKUX FEHOB, MX Ha3blBaOT XPOMOCOMHBLIMU abeppaumsmm

U aHOManmsaMu. Takme XpOMOCOMHbIE OTKITOHEHWSI MOXHO

pasgenuTb Ha ABa ocHoBHbIX Thna: KOJIMYECTBEHHBIE n

CTPYKTYPHBbIE. HapylieHnusi, Bo3HuKatowwme npu opMmMpoBaHum

ANLEKNETKM UNN cnepMmaTto3onaa, NnepefaroTcs KaXaow KneTke

opraHusma Gyayuiero pebénka. Ecnvm oTKNoOHeHne BO3HUKHET B

OAHOW U3 KNEeToK, CHOPMNPOBaHHBLIX BCKOPE MOCre ONnogoTBOPEHNS

ANLIEKNETKN, TO OHO 3aTPOHET NMULLbL YacTb KNeTok pebéHka. Takoe

OTKMOHeHue HasbiBaeTcs MO3AMLIU3M.

Unique nybnukyeT nHgpopmaumoHHble BPOLLIIOPbI O MHOXECTBE
pPasnuMyHbIX XPOMOCOMHbBIX OTKIOHEHWI. Bbl MOXeTe npoynTaTh O HUX
Ha Halem canTte unmn 6ecnnaTHo NOMyYUTb HYXKHble MaTepuansl no
3anpocy. MHdopmaumsa o 6onee peakmx XxpOMOCOMHbBIX OTKITOHEHUSX,
KOTOpble He NpeAcTaBneHbl B bpoLuopax, 4OCTYMHa B pexume
odnarH B 6a3ax gaHHbix Unique. ina nonyyeHus noapobHomn
MHOpMaLMK, NoXanyncra, CBSXUTECH C HAMMW.

KOJNMMYECTBEHHbIE OTKITOHEHWUA

ABneHune, Npy KOTOPOM B KNeTkax cogepatcs nuHue Habopbl
Xpomocom, HasbiBaeTcs NONNMITONONA. Ecnn AononHUTENbHIN
Habop XpOMOCOM OAMH, TO eCTb 00LLEee KONMMYEeCTBO XpoMOocoM — 69,
Takoe cocTosiHne HasbiBaeTca TPUMNOVONA.

Ecnv nuwHue H860pbl XpPOMOCOM cofepaTca NnLb B YaCTU KNeToK
opraHu3ma, To OTKIIOHEHNE HOCUT Ha3BaHMe TpunriongHoro
MoO3aununsma, gunnonaHo-TpunionaHoro mosauudmsma, Unm
MuKconnonaunn.

CocTosiHue, Npu KOTOPOM yTpayeHbl Lerble

XPOMOCOMbI NGO NOSABNSATCSA AOMNONHUTENbHbIE

Xpomocomsl, HasbliBaeTcss AHEYMITIONONA. 3to (‘ {t i( " ”
MOXET MPON30nTK ¢ Nntobor aytocomon (oT 1 o 22), a ' : : : ’

7

TaKKe C NonoBbIMN XpoMocomamm (X n'Y). ” MOH N e
Hanuune oaHON CBEPXKOMMNEKTHOWN XPOMOCOMBI, LI O] B TR ]
koTopoe Ha3biBaeTca TPUCOMUA, npegnonaraet At BB L ) ”

2N =

Hanuyune 47 XpOMOCOM B KaXKOoW KrneTke, 3aTPOHYTON
OTKMOHeHuneM. Moxanyi, cambiM U3BECTHBIM

NpUMepPoM TPUCOMUK CIYXUT CUHAPOM [layHa Puc. 9 KapuoTun ¢ oaHol
(Tprcomusa no xpomocome 21). [AONOMHUTENLHOM XPOMOCOMOM (T21).
TenedcdoH: +44 (0) 1883 723356 Email: info@rarechromo.org
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Puc. 10 guorpamma
1 TPUNIIOUZHbIN
KapuoTmn.

Hanuuue gByx AONOMHUTENBHBIX XPOMOCOM
HasbiBaeTcs TETPACOMMEWN, v B 3TOM cnyyae
o6LLee KONMYECTBO XPOMOCOM COCTaBnseT 48.
Mpn MOHOCOMWW ogHa 13 XxpomMocom
NOMHOCTbI0 OTCYTCTBYET, @ KONMYECTBO XPOMOCOM
B KaXOOW KneTke paBHsAeTcA 45.

CTPYKTYPHbIE OTKJTOHEHUA
CTpYKTYpHblE OTKMOHEHUS BO3HMKAIOT U3-3a pa3pbliBOB B XPOMOCOME.
OHM MOryT NOSIBAATLCA CMOHTAHHO (Takas cuTyaums HasbiBaeTcs DE
NOVO) unu 6bITb yHacneaoBaHHbLIMU OT OAHOMO U3 poguTenen.
CTpyKTYpHbIE OTKMOHEHUS BKIIOYAOT B cebH pasHble Tunbl
TpaHCnoKauu, Aeneumn, KonbLeBble XpPOMOCOMbI, AyNnKaLmu,
WHBEPCUMN N N30XPOMOCOMBI.

TpaHcrnokauum

TpaHcnokaumm Bo3HukatoT, korga [HK nepeHocuTcs oT ogHomn
HEromMonorM4yHoOn XpOMOCOMbI K ApYroi. BeiaensitoT peunnpokHble
TpaHcnokaumm, pobepTCOHOBCKNE TPAHCIOKaLMN N MHCEPLUOHHbIE
TpaHcrnokaumu. TpaHcnokaumm moryT ObiTe cOanaHCcMpoBaHHbIMU UK
HecbanaHCcMpoBaHHbIMMU.

CbanaHcupoBaHHble peLmnpoKHble TpaHcrokauum u
HecbanaHcMpoBaHHbIE TpaHCoKauum

Cuntaetcs, 4To cbanaHCMpOBaHHbIE PELMMNPOKHbIE TPAHCMOKaLun B
Lenom BCTpeyvatTca npumMepHo y oaHoro 13 500 nogen.
CbanaHcnpoBaHHble peLnnpoKHble TPaHCIOKaLIMN BO3HMKaIOT, koraa
pas3pbIB NPOUCXOAUT B ABYX UM HECKOIbKUX Pa3HbIX XPOMOCOMaX v
nonyymsLunecs dparmeHTtbl AHK MeHsoTcs mectamu. Konnyectso
XPOMOCOMHOI0O MaTepuarna ocTaéTcsi MPEXHUM, NO3ATOMY Y
6onblUMHCTBA HOocuTenen cbanaHcMpoBaHHON PELMMPOKHOMN
TPaHCoKaumm HeT Kakmx-nnbo ocobbix NpusHakoB. OgHako GbiBaoT U
peakune ucknoveHns. Horga atm cuMnToMbl NPOSIBNSIOTCS, KOraa
OeTun poxaarTcs co cbanaHCMpOBaHHbIMU PELMMPOKHBIMU
TpaHcnokaunamu de novo, 0cO6eHHO ecrnu B NepecTporike
3agencTBoBaHo 6oree ABYX pa3nMyHbIX XPOMOCOM.
MpeanonoXxvTensbHON NPUYNHON 3TOrO (MO KpaHen Mepe, oT4acTu)
ABNSIETCS MOBPEXAEHNE BaXHbIX rEHOB B TOYKax pa3pbiBa
XPOMOCOMbI. HO ecrnin aeTu SBnatoTC HOCUTENSAMN TON XKe
cbanaHcMpoBaHHOW PeLMnPOKHON TPaHCNOoKaumumn, YTo 1 poanTenu, y
KOTOPbIX HE NPOSABNSAIOTCA NPU3HAKKU, TO U Y AeTel He JOMMKHO BbiTb
CMMMTOMOB, BbI3BaHHbIX TpaHcnokauvei. MNMpobnemsl npu
cbanaHcMpoBaHHOW PeLMNPOKHON TpaHCNoKaLuuy BO3HUKAIOT B CBSA3N
C TeM, YTO y e HocuTenen MOXeT poanTbCs pebEHOK, y KOTOPOro
6yneT oTcyTCcTBOBaTL (hparMeHT OAHON U3 XPOMOCOM U
0OHOBpPEMEHHO ByaeT MMEeTbCS NULIHWIA dparMeHT Apyron
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XpPOMOCOMBI. Takue TpaHcnoKauuy HasbiBaoT
HeC6aﬂaHCI/IpOBaHHbIMVI, N OHN MOTYT CTaTb I'Ipl/l‘-WIHOVI BblKMablLlla
unu poxageHus pebeHka c TakumMy CMMNTOMaMu, Kak TPYAHOCTU B
00BYyYeHUM U coMaTUYECKME HapyLLEHNS. B kaxaon cembe
c6anaHcypoBaHHbIe PEeLMMPOKHbIE TPaHCMOKaLMMW NPOSIBSAKOTCS Mo-
pasHOMy, NO3TOMY OYEHb BaXXHO, YTOOLI CEMbsi CHa4ana
NMPOKOHCYNbTMPOBanach CO CneumanncToM no reHeTuke U cMorna
06cyanTb C HUM cneundUYecKUin pUCK BbIKUAbILLIA UMW POXAEHUS
pebE&Hka ¢ HapyLLEHMSIMU 300POBbSI.

PobepTcoHOBCKMe TpaHCnoKauum

Po6epTcoHOBCKME TpaHCnoKaumMm BO3HUKAKOT, KOrga yTpadnBaroTcs
KOpOTKME nneyn onpegenéHHbIX Xpomocom (xpomocom 13, 14, 15, 21
unn 22), a octasLUMECH ANIMHHBIE NMEYM CrinBatoTes. YTpaTa
KOPOTKMX NNiey 3TUX XPOMOCOM He AOMKHa NPUBOAUTL K MOSBIIEHUIO
Kakmx-nmbo cumnTomoB. Y Yernoseka ¢ pobepTCOHOBCKON
TpaHcrokaumen obLiee YMcno XxpOMOCOM paBHO 45.
PobepTcoHOBCKMe TpaHCnoKaLuum OTHOCMTENbHO YacTo BCTpeyatoTcs
y nogen (B ogHom criyvae 13 1000). Yawe Bcero npomcxoaut
CrnnsiHWE ANVHHBIX NreY xpomocoM 13 n 14. BaxHo, 4To npu
po6epTCOHOBCKOM TPpaHCNOKaLMKU MOBLILLEH PUCK BbIKUAbILLA UK
poxaeHus pebéHka ¢ HecbanaHCPOBaHHLIM XPOMOCOMHbBIM
Habopom.

UHcepuun

MHcepummn BO3HMKaIOT, KOrAa CerMeHT OHON XPOMOCOMbI
BCTaBnseTcs B MaTepuan Apyron XpOMOCOMbI. Y HocuTenemn
cbanaHcMpoBaHHOW MHCEPLIMOHHOW NepecTponKu, ckopee BCero, He
OyaeT HMKakMX NPOSABNEHUI (KpOMe Cryyaes, Koraa B TOYKax
paspbiBa OKa3biBaeTCHA NOBPEXAEH DYHKLMOHANbHO BaXHbIN reH),
O[HAKO Y HMX MOBbILLEH PUCK poxaeHus pebéHka nnbo ¢ geneumnen,
nmnbo ¢ aynnukauuen XpoOMOCOMHOIo MaTepuana, Ho He ¢ oboummn

OTKITOHEHUAMMN.

Puc. 12 Cemba Hant wu
ManorpaMmbl UX XpoOMOcoMm 9 u
20. Y OaHbl (cnesa)
cbanaHcupoBaHHas MHcepLus
YacTh  Xxpomocombl 9 B
xpomocomy 20, kak n y eé
novepu Knap (Het Ha coTo). Y
Dxkynm n BeHgu (B ueHTpe)
YacTu4Hble aynnukauum
KOPOTKOrO Mreyva XpoMOCOMbI
9, npu atom y JlnHAapl (cnpasa)
HOpMarbHble XPOMOCOMbI.

%(
g<
Puc. 11 Cxema
cbanaHcpoBaHHo
PeLNnPOKHOI TpaHCoKaLMmM
(BBEPXY) U ABYX BO3MOXHbBIX
HecGanaHCMpoBaHHBIX

TpaHCNoKaLui, KoTopble MOryT
BO3HMKHYTb y pebeHka (BHN3Y).

i
E

>  ykasblBaeT Ha  MECTO
paspbiBa
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Puc. 13 Cxema
YacTU4HOM Aeneumn
KOPOTKOro nrneva
XPOMOCOMbI 9
(cnpaBa) n eé
HopmarnbHas
romMororuyHas
Xpomocoma (cnesa).
> ykasblBaeT Ha
MecTO pa3pbiBa

Puc. 14 Konbuesas
Xpomocoma.

Oeneuun

OENEUNA 3aknoyaeTcs B noTepe YacTu (CermeHTa) XpoOMOCOMblI, U
nHorga aTo HasbiBaetcst YACTUYHOWM MOHOCOMWEW. Oeneunn
MOryT BO3HMKaTb B Mo6oi Yactu nobon xpomocomsl. Ecnv yTpadeH
CEermMeHT XpOMOCOMbI, pacnonoXeHHbIN PSAOM C LIEHTPOMEPOW, TO 3TO
MPOKCUMAIBbHAA OEJNIELINA. Ecnin yTpadeH cermeHT,
pacnonoXeHHbIW Grvke K KOHLY XPOMOCOMBI (K Terlomepe), TO 3To
OVUCTANbHAA OENEUNA. Ecnu B XxpoMocoMe BCErO OAWH pasphbiB,
1o ato KOHUEBAA (TEPMUWHAJIbHAA) OEJIELUA (cnoso
"TepMnHanbHasa" BCcero nNulb yka3blBaeT Ha KOHEL, XPOMOCOMbI U He
O3HayaeT, YTo Aeneums cmepTenbHO onacHa anst pebéxka). Ecnv B
nneye XpoOMOCOMbI [iBa pa3pbiBa, MPU 3TOM CErMEHT XPOMOCOMbI
MeXAy HUMU yTpayeH, a OCTaBLUMECS YaCTh XPOMOCOMbI
obbveanHmnnmce, 1o ato MHTEPCTUUMANBHAA OENELUNA.
HekoTopble geneummn HaCTONbKO Marbl, YTO UX HENb3s YBUAETb NOf,
CBETOBbLIM MUKpOCKONoMm. Takvue aeneuun HasblBaloTCs
MWKPOOENELMAMA.

KonbLeBble XpOMOCOMb!

KONbLIEBAA xpomocoma obbl4HO 06pa3syeTcsi, Koraa yTpayeHbl
KOHLbl 060MX nneyv ogHom XpoMocoMbl. OcTaBLUMECH NOBPEXAEHHbIE
KOHLbl XPOMOCOMbI CTAHOBATCA "NMUMNKMMU" 1 COEAMHSATCS APYr C
OpYyrom Takmum ob6pasom, YTO XpOMOCOoMa NPUHUMAET POpMy KOMnbLia.
Kak npaBuno, ocHOBHOe 3Ha4yeHne MMeeT To, kakon ydactok AHK
yTpadeH. B oencTBMTENbHOCTH Y YerioBeka C KOMbLEBON XPOMOCOMOM
nmeeTcs TepMUHanNbHasi geneuns u KOpoTKoro, 1 ANVHHOTO nreva
Xpomocombl. OHaKo, ecrnv KonbLeBas XpOMOCOMa NPUCYTCTBYET B
kayecTBe AononHUTensHoit (Mnn CBEPXKOMMMNEKTHOW)
XPOMOCOMbI, TO BaXEH TOT y4aCTOK XPOMOCOMbI, kKoTopbii HE BblJl
yTpayeH. YyacTok 400aBOYHOM KOMbLIEBOW XPOMOCOMbI (hakTUyYeCcKm
yABowncs (ZynnuumpoBaH). HekoTopble reHeTuku nonaratT, YTo
nobas KonbLeBasi XpOMOCoOMa MOXET oka3blBaTb 006LLee BNUsSHUE Ha
3[00pOBbE YeroBeka, SABNSASChL MPUUMHON 3a4ePXKKN pOCTa U pa3BUTUS.

Oynnukauun

OYNNUKALUWMA Bo3HuKaeT, korga NnpucyTCTBYeT NULLHAS KOnus
cermeHTa XpoMocoMbl. MHorga aynnukaumio HassisaoT YACTUYHOWM
TPUCOMWEWN. Ecrin y Yenoseka fBe SIMLIHNE KONUU cerMmeHTa
Xpomocomel, To ato TPUMNTMKALUUA, nnn YACTUYHAA
TETPACOMWA. HekoTopble oynnvKaumMm HacTOMNbKO Marnbl, YTO UX
Henb3s yBUAETb N0 CBETOBLIM MWKPOCKOMOM. Takue gynnukaumm
HasbiBatoTca MUKPOLOYIMIMNKAUNAMWN.

NHBepcun

WHBepcun BO3HUKAIOT, KOrfa B O4HOM XPOMOCOME €CTb [iBE TOUKM
paspbiBa. CerMeHT Mexay 3TUMM TOYKaMu paspbiBOB
noesopaumnBaeTcs Ha 180° n cHoBa BcTaBnsieTcs B "OpeLub”,
ocTaBLytocs B XxpoMocoMe. Ecnu obe ToukM paspbiBa HaxoaaTcs B
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OfHOM nneye xpomocomsl, To 310 MAPALEHTPUYECKAA
MHBEPCWA. Ecnn oguH paspbiB NPOMCXOANUT B KOPOTKOM nrieve, a
Opyro — B ANVHHOM Nfeye XpOMOCOMbI, TO 3TO
NMEPULUEHTPUYECKAA MHBEPCWA. Kak npaBuno, nHBepcumn He
[OCTaBnsAlT Npobnem nx HocuMTenam (Kpome cryyaes, Koraa
NOBPEXAEHbI BaXHbIE rEHbI), HO MOBLILLIAIOT PUCK BbIPAbOTKN
CrnepmMaTo3onaoB Unu SALEKNETOK ¢ HecbanaHcpoBaHHBIMMU
XpoMocoMamu. Y HocUTenen napaueHTPNYecknx MHBEPCUN O4EHb
penKo poXxaarTca AeTU C aHOManusaMun. Y HocUTenewn xe
nepuLeHTPUYECKNX MHBEPCUI OETN C (PU3UHECKUMIN aHOMaNUAMN
poxpalTca yawe. Y Takmx geten obbl4HO NPOMCXOAMUT YacTuyHas
OynnvKaLmsa ogHOro nieya noBpexXaEHHON XPOMOCOMbI Y YacTUYHas
Jeneuusi KoHua Apyroro nrieva 3Tol XpoOMOCOMbI U Hao6opoT. Yem
6rvKe TOYKM pa3pbiBa pacnonaratTcs K KOHLaM XpOMOCOM
(Tenomepam), TeM 6onbLLe BEPOATHOCTb TOFO, YTO PEGEHOK AOXKNBET
00 poxaeHusa. 3T0 OOBACHAETCA TEM, UYTO YTPAYEHHbIE N YOABOEHHbIE
CErMeHTbl XpOMOCOM ByayT MeHbLLEro pasmepa.

M30XpOMOCOMbI 1 MareHbKue CBEPXYUCIIEHHbIE MapKepHbIe
xpomocombl (SSMC)

WHorpaa y nogen ectb 4ONOMHUTENbHAS UMW CBEPXKOMMIEKTHAS
XpOMOCOMa, COCTOsILLAaa U3 YyacTen ogHon nnu donee Xxpomocom. Y
HUX haKTUYEeCKN MPOMUCXOANT AyNMKaumsa Unu Tpunamkaums
reHeTU4Yeckoro Matepuvana, obpasytoLLero a1y AOMNOMHUTENBHYHO
Xxpomocomy. Ecnv nponcxoxaeHne [ononHNTENBLHOM XPOMOCOMBI
HEN3BEeCTHO, MHOrAa e€ Ha3blBalT ManeHbKON CBEPXYNCIIEHHON
MapkepHou xpomocomow (sSSMC), nnm mapkepHoO XpOMOCOMOW.
Ecnu no6aBoyHas xpomocoma COCTOUT M3 ABYX KOMUIA O4HOMO
CcerMeHTa XpoMOCOMbI, TO €€ Ha3bIBalOT n3oxpoMmocomon. Korga B
3TUx f,06aBOYHbLIX XPOMOCOMAX NPUCYTCTBYIOT ABE KONUW O4HON

LEeHTPOMEpPLI, X Ha3blBaOT N30AULIEHTPUYECKMMU XPOMOCOMaMM. Puc. 15 Cxema
YacTUYHOW
Aynnukaummn
ANVHHOrO nneva
XPOMOCOMbI 1
(cnpaBa) n ee
HOpMarnbHon
rOMOJIOTU4HOW
XPOMOCOMbI (CneBa).

> yKasblBaeT Ha
MeCTO paspbiBa
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A

Puc. 16 Cxema
nepuLeHTpruYeckon
MHBEPCKN XPOMOCOMBbI
10 B)n eé
HOpMarnbHOW
rOMOJIOrM4HOWM
XpomMocombl (A), a
Takke
napaueHTpuyeckon
MHBEPCKN XPOMOCOMbI
16 (D) n eé
HOpMarnbHOw
rOMOJOrNYHOWN
xpomocomsbl (C).
VHBEepTNpoBaHHbIe
CerMeHTbl HaxoaaTcs
MeXAy YEpPHbIMU
cTpenkamm.

B

Puc. 17 Cxema

M30AULIEHTPUYECKOI
xpomocomsi (idic) 15
(cnpaBa) c oBymS
KONUSIMW YacTu
XPOMOCOMBI U ABYX
HOpMarnbHbIX
xpomocom 15 (cnesa).
> yka3blBaeT Ha
MecTo pa3pbiBa

TenedoH: +44 (0) 1883 723356

OpHopoauTenbckasa ancomus (UPD)

Mpw ogHopoguTensckon aucommun (UPD) o6e xpomocombl B O4HON 13
23 nap yHacneaoBaHbl OT O4HOrO poaMTeNns BMECTO OAHON OT OTua n
ofHoM oT MaTtepu. B pe3dynbtate ogHOPOAUTENLCKOW AUCOMMUM FEHBI
OT OZIHOrO POAMTENS CYLLECTBYIOT B ABOMHOM KONM4YecTBe, a oT
Opyroro poauTens HeT HW ogHoro reHa. Korga Bce reHbl
yHacrnegoBaHbl OT MaTepu, 3TO Ha3bIBaOT MaTEPUHCKON
OAHOPOANTENLCKOW AMCOMMEN, nHoraa eé cokpawatoT 4o mUPD, unu
UPDmat. Korga Bce reHbl yHacnegoBaHbl OT 0TUa, TO 9TO Ha3bIBalOT
OTLOBCKOM OQHOPOAMTENBCKON ANCOMUEN, MHOTAA UCMONb3yeTCs
cokpauieHvne pUPD unn UPDpat. CuTyaums, npy KOTOPOW BCE reHbl
yHacneaoBaHbl OT OAHOrO poauTens, Anst GoNbLUNMHCTBA XPOMOCOM
HeBakHa, HO AN onpeaenéHHbIX XPOMOCOM (HanpumMmep, XpOMOCOMbI
14) unu nx yacTten aTo UMeET 3HaYEHME.
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Uni

donosniHUMenbHas numepamypa u uHghopmayusi

Ecnn Bbl xotute Hantu 6Gonee nogpoGHyd wHdOpPMauUMo Mo
MEOWLIMHCKOWN reHeTuke (Ons CTYAEeHTOB-MEOWUKOB U LIMTOTEHETMKOB
unu Bpayen), pasobpaTtbCcsl, YTO 03HAYaT 3TN HEMOHATHbIE TEPMUHBI
N3 MeauUMHbI U LMTOreHeTukun, ObiTb B Kypce nocrnegHux paboT o
cneunduyecknx pegkmx XpOMOCOMHBIX OTKITOHEHUSX UM 0BpaTUTbLCS
3a UHdopMaumen K UMToreHeTU4eckon 6ase AaHHbIX, TO, BO3MOXHO,
BaM NPUroaaTCs crieaytoLmne KHUMM 1 canTbl.

 “Essential Medical Genetics”, 6th Edition, by Edward S Tobias, Mi-
chael Connor & Malcolm FergusonSmith, John Wiley and Sons Ltd
Wiley-Blackwell, ISBN10: 1405169745 ISBN13: 9781405169745

* “Emery’s Elements of Medical Genetics”, 14th Edition, by Peter
Turnpenny & Sian Ellard, Churchill Livingstone, ISBN 9780702040436
* “Oxford Desk Reference: Clinical Genetics” by Helen Firth and Jane
Hurst with Judith Hall (Ed), Oxford University Press, ISBN 0-19-
262896-1

* “ISCN 2013: An International System for Human Cytogenetic No-
menclature (2013)”, Ed. Lisa G. Shaffer, Jean McGowan-Jordan &
Michael Schmid, Karger, Basel, ISBN 978-3-318-02253-7

* “Dorland’s lllustrated Medical Dictionary”, Edition 32, Saunders,
ISBN 9781416062578

e Cant 6asbl gaHHbix The Online Mendelian Inheritance in Man
(OMIM) www.ncbi.nlm.nih.gov/Omim

» Cant Medline www.ncbi.nlm.nih.gov/PubMed (cogepxut aHHoTaumm
cTatel O pasnuyHbix 3aboneBaHusix, BKM4as cneuuduyeckne
peakne XpOMOCOMHbIE OTKIMOHEHUSI, perynsipHo 06HOBNSETCS)

» basa ganHbIx Decipher https://decipher.sanger.ac.uk

» basa gaHHbIx Ecaruca www.ecaruca.net
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noxxepmeoeaHusi, c6op cpedcme u dapeHue

Unique He nony4aeT rocygapCTBEHHOro uUHaHcMpoBaHusa. Mel
nonyyaeMm UHaHCOBYID noaaepXkky 6Gnarogapsi A0GPOBOMbHBLIM U H
NnoXXepTBOBaHMAM, rpaHTam, cbopy CpeacTB M cxemam Bo3BpaTa n
HanoroB C NOXepTBOBaHWA. YTobbl Mbl MOrmM okasbiBaTb Gonblue

yCnyr, a camu OHM ocTaBanucb becnnatHbiMK, Bbl MOXeETe caenaTb
noxeprtesoBaHune. [na 3Toro MoxHO Bbicnatb 4Yek ans Unique B

dyHTax cTepnuHros, eBpo, pJonnapax CLUA, ascTpanuinckmx
Jonnapax wnu, 4YTO NpeanovTUTeNnbHee, MNepeyncnTb OeHbrn C
6GaHKOBCKOM KapTbl, UCMONb3ysA cucTemy Ge3onacHbIX nnatexen Ha

Hawem cawte (www.rarechromo.org). [loxepTBoBaHMsA npockba
OTNpaBnATb Mo afgpecy:

Louise Jeffree, Unique Finance Officer

Unique — Understanding Chromosome Disorders
The Stables, Station Road West, Oxted,

Surrey RH8 9EE United Kingdom

TenedoH: +44 (0) 1883 723306

Email: louise@rarechromo.org

3a 6Gonee nogpobGHOM WHpoOpMauMen o TOM, Kak caenaTb
noxeprteoBaHme wunuM  (Tonbko  Ana  uneHoB  Unique wn3
BenvkobputaHnm) kak nognucatbca Ha Cxemy  Gift  Aid,
obpawanTecs K Jlyus.

3a 6onee nogpobHor Hopmauuen o cbope cpeacTs obpallanTech
no agpecy:

Craig Mitchell, Unique COO

Unique — Understanding Chromosome Disorders
The Stables, Station Road West, Oxted,

Surrey RH8 9EE United Kingdom

TenecboH: +44 (0) 1883 723306

Email: craig@rarechromo.org

OGbIYHO 3Ta KHUra CTOUT NATb (PyHTOB cTepnuHroB. Ecnu oHa
oKasanacb

BaM nosie3Hou, Bbl MOXeTe caenatb

noxeprtsoBaHue anAa Unique, 4ToObl NOKPbLITL pacxoAdbl Ha eé
nyénukauuo?

[ns 3TOro NpocTo crepgyinTe MHCTPYKLUMSAM BbiLle.

Cnacu6o!
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