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OTOT CMHAPOM, BrepBble BbIAENEHHbIN B CaMOCTOATENbHYKO (DOPMY YMCTBEHHOW OTCTanoCTW aHrJIMIACKUM Bpa4yom
Ix. J1. layHom B 1866 r., sBNsieTcs Hamb6oJsiee 4acTol XPOMOCOMHOW aHOMasMel 4enoBeKa, BCTPeUaroLlwencss ¢ YacToTomn
1:600 - 1:800 HoBOpOXAEHHBIX. B 95% Bcex cnyyaeB 3aboneBaHue BbI3BaHO PerynsipHomn Tpucomueii 21, kotopas BO3HUKaeT B
pe3ynbTaTe HepacXoXAeHUs XPOMOCOM NpKU 06pa30BaHNUM MOJIOBbIX KNETOK B OPraHU3me OfHOro U3 poauteneii. Fopaspo pexe
[ONOJHUTENbHBIA MaTepuan 21-i XpoOMOCOMbI NPEACTaBNEH TONBLKO ee HeGOJbLLON YacTbio (TPAHC/IOKALMOHHbIE hopMbI) MK

COMIePXMUTCS TOJNbKO B HacTW KNeTok (Mo3auyHble hopMbl).

K HacTosLLeMy BpeMeHU NpeanoXeHo HECKOMNbKO r1noTes, 06b-
SCHAILLMX MEXaHU3Mbl BO3HWKHOBEHWS PasnnyHbIX CUMNTOMOB
3abonesaHvs. Pag nccnegoBatene nonaraet, 4TO OCHOBHas
npuyMHa NOSBNEHWUS YMCTBEHHOW OTCTanoCTV MpU CUMHOPOME
[ayHa - yBenuyeHne [o3bl (4MCna) reHoB, NIOKaNM30BaHHbIX B
KPUTUMHECKOM A1 BO3HWKHOBEHWS CUHOpOMaA yvactke 21-11 xpo-
MOCOMbI. [lpyrve BbiCKa3bIBalOT NPEANOSIOXEHNE O 3HAYMMOCTU
B Pa3BUTUM KOTHUTWBHBIX HAPYLLIEHWA HANVYUS LIEMON «JIULLHEN»
21- XpOMOCOMBI, y4acTvs APYruX reHeTUHeCcKnX (hakTopoB M
YCNOBWI BHELLHe cpefbl. HO TOYHbIe MexaHn3Mbl MPOUCXOXAe-
HWS HapyLLeHWi npy cuHapome [layHa OCTatoTC HEM3BECTHbIMY,
Y4TO CyLLIECTBEHHBIM 06Pa30M 3aTPYAHSET MOHUMAHUE NaToreHe-
3a 3abonesanus, 6e3 3HaHWA KOTOPOro HEBO3MOXHA BblpaboTka
afEeKBaTHbIX NOAXOLOB K JIEHEHMIO.

Ha cerogHsLHWIA feHb B 21-i XpOMOCOME YenioBeka UAEHTU-
huumpoBaHo 386 reHoB, 26 M3 KOTOPbIX aHANOrM4Hbl reHam
DOXAEBbIX YePBE 1 COXPaHUAUCD €LLie OT APOXOKken. CXoaHble ¢
YEeI0BEKOM reHbl BbISIBMEHbI Y Pbl6, HACEKOMbIX, MTUL, APYrnx
MAeKonuTatoLwmMxX. B 3TON CBA3K €CTECTBEHHO NPEAnoNoXuTb,
YTO B TEX Cy4asX, KOrAa CXoAHble reHbl COXPaHSOT CBOKO UCTO-
PUYECKYI0 PYHKLMIO, OHU MOTYT NMOMOYb B NMPEACKa3aHnn yHK-
LM reHoB 21-i xpomMocoMbl YenoBeka. OfHako reHbl yHKLMO-
HVUPYIOT B CINIOXHOW CUCTEMe B3avMOAECTBMA C APYrMMU CreLm-
duyeckumn reHamun u haktopamu cpefpl. MNoaTomy yHKLmM
FeHOB, PaCcno3HaHHbIE Y HU3LIMX OPraHM3MOB, HEMb3s HaNPsMYLO
NepeHoCUTb Ha OOBACHEHWE KIMHUKM Npu cuHapome [ayHa y
yenoseka. TeM He MeHee, Ans PeLLEeHNs BO3HWKAKOLLVX BONPOCOB
HYXHbl MOAENbHblIEe OpPraHuN3Mbl, KOTOpble HECYT A06aBOYHbIE
KOMUW reHOB, KapTMPOBAaHHbIX Ha 21-1 XpOMOCOME YernoBeka.

MopenbHble opraHU3Mmbl

QOueBnaHoO, 4TO BUONOrMYeckMe 3KCMEPUMEHTbI HEeNb3s NMPOBO-
OUTb Ha NiodsXx, rMaBHbIM 06pa30M MO ATUHECKUM COOBPaXEHU-
M. BmecTe ¢ Tem Hanmuune o6LMX NPeaKoB B XO4e 3BOMOLMN 1

3HAYUTENbHOE MOMEKYNISPHOE CXOLACTBO Pa3HbIX GUONOMNYECKMX
BMAO0B NO3BONSIOT NPUIATU K BbIBOAY, YTO B HAY4HbIX UCCNER0Ba-
HUSX MO FEHETUKE, MONEKYNSPHON MeAuLMHE U MOSIEKYNSPHOM
610oorMM MOryT oKasaTtbCst BeCbMa MONe3HbIMU ApYrie XMBOT-
Hble OpraHn3Mmbl.

MHoOrve X1BOTHbIE U3yHanuCb U NPOAOIKAOT U3y4aTbCs BO
BCeX nogpo6HocTaX. OfHAKO «XMBOTHLIMM BbiGOpa» B 60MbLUMH-
CTBE COBPEMEHHbIX GMOMEAMLIMHCKMX UCCNEefOBaHUN ABNAIOTCS
MblILLK. OHW NErko pa3mMHOXaKTCS, UX MOXHO M3MEHSATb rEHETU-
Yyecku, uccnepoeatb Ha NMobon ctagum paseutus. Bonee Toro,
rEHOM MbILLUM CEKBEHMPOBAH, W HEAABHO Bblna CcoCcTaBfieHa nog-
pO6Has KapTa aKTMBHbIX (SKCMPECCUPYIOLLIX) FEHOB B FOSIOBHOM
MO3re MbiLLK.

Bnepsble cBA3b mMexay 21-1 xpoMOcoMoi yenoseka 1 16-i
XPOMOCOMOM MbILK Obina ycTaHoBneHa B 1979 r., u Bckope
nocne 3TOr0 MbIWKM, HECYLME LOOABOYHYIO KOMUIO MbILLUHOM
XpOMOCOMbI 16 (CokpalleHHoe o6o3HaveHne Ts16), 6binn npu-
3HaHbl MOTEHUMANbHO NPUrOAHOM MOZENbI0 A1 U3YYEHUS CUH-
npoma JayHa.

OcHoBHas runotesa pas3suTus cuHgpoma [ayHa 3akoyaeT-
CA B TOM, Y4TO JOMONHUTENbHbIE KOMUW FeHOB 21- XpOMOCOMbI
NpUBOAAT K LOMOSNHUTENBHON BbIpabOTKE HEKOTOPbIX GEKOB,
KOQMPYEMBIX 3TVMW FEHaMK, a Takas «CBEPX3KCrpeccus» B
60sbLUEN UMW MEHBLLEN CTENEHN CMOCOOCTBYET NOABMEHNIO MHO-
rMX NpU3HaKoB, 06bIYHO HabngaeMbiX y fofen ¢ CUHOPOMOM
[HayHa. OpHako, ckopee BCEro, gaxe cneunduyeckuin npuaHak
pa3BMBAETCS NOA BIUSHUEM MHOMMX FEHOB (PACMONOXEHHbIX He
TONbKO B 21-1, HO M B ApYr1X XpOMOCOMAx), KOTOpblE B3anMO-
LENCTBYIOT APYr C APYroMm.

XKnBOTHast Mofenb He TOMbKO HeceT [06aBOYHbIE KOMWU
CPaBHUMbIX FEHOB, HO U JOMKHA NPOSBAATL NPU3HAKKM, COMOCTa-
BUMbIE C TEMU, YTO HABIIOAAI0TCA Npy cHApoMe [ayHa y nogen.
OMOpPUOHBI Mbilelr Ts16 feiCTBATENBHO JEMOHCTPUPYIOT 60S1b-
LLIOE aHATOMMYECKOE CXOLCTBO C IMOpMOHaMK YENOBeKa, nopa-
XKEHHLIMM CUMHOPOMOM [layHa, HO OHW, KaK MPaBUiO, HEXMU3HE-
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CMOCOBHbI U HE MOryT BbITb MCMONL30BaHbI AN UCCNER0BaHNNM,
HamnpaBneHHbIX Ha aHanu3 nosefeHus. Mockonbky mexay 16-n
XPOMOCOMOW MbILLK W 21-1 XPOMOCOMOW YenoBeka CyLecTByeT
MWL YaCTUYHOE COOTBETCTBME, a Y MblLei Ts16 nmeetcs goba-
BOYHas KOnus Bcen 16-1 XpOMOCOMbI, TaKune MbILLK HecyT foba-
BOYHblE KOMUW FEHOB, HE MPEACTABNEHHbIX Npu Tpucommn 21 y
yenoseka. o-B1aMMOMY, UMEHHO 3TV FeHbl ONPERenstoT eHo-
TUNUYECKME NPU3HaKK, HabMoAaeMble Y MbILEN U OTCYTCTBYHO-
e y nogev ¢ cuHgpoMom JayHa.

Bonee nonHoe reHeTM4ecKoe COOTBETCTBME YENOBEKY AatoT
MbILUMHBIE MOLENN, TPUCOMHbIE TONMBKO MO YacTW MbILLMHON XPo-
mocombl 16. C Havana 90-X . MHTEHCVBHO U3y4aeTcs MblLLUMHAA
mogenb Ts65Dn. Meiwb Ts65Dn HeceT fo06aBOYHYHO KOMMIO HacTu
MbILUMHOM XpOMOCOMbI 16, KOTOpas COOTBETCTBYET YacTu 21-i
Xpomocombl yenoseka. Mogens Ts65Dn MMeeT MHOrMe Npu3Haku,
BMOSIHE CPABHUMbIE C (PEHOTUMNHECKMMU NPOSIBIEHUAMU CUHAPO-
ma [ayHa y 4enoseka, BKNoHas HEKOTOpPbIE TUMMYHbIE NPO6NEMbI
06Yy4eHns 1 NamsTh, HEMpPOaHATOMUYECKWE U Lpyrue Xapaktepu-
cTkn. OpHako Mbium Ts65DN He HecyT Jo6aBOYHbIE KOMUK BCEX
CErMEHTOB MbILLIMHOWM XPOMOCOMbI 16, KOTOPbIE CXOfHbI C CErMEH-
Tamu 21- XpoMOCOMbI 4enioBeka. Kpome TOro, OHW BKMOYaoT
[06aBOYHYIO KOMUIO YaCTU MbILLMHOW XPOMOCOMbI 17, kKoTOpas He
COOTBETCTBYET HM OLHOW YacTu 21-1 XpPOMOCOMbI YenoBeka.

BnocnepncTteum 6bina BbiBeEHA MbiLLb, HECyLLas JO6aBOYHbIE
KOMUM BCEX CErMEHTOB MbILLMHOW XPOMOCOMbI 16, CUHTEHHBIX C
21-i xpoMocomoit Yenoseka. B oTnnumne ot mbiwen Ts65Dn, ata
HoBast IHUA Mbient Dp(16)1Yu copepxut pob6aBoyHble KOnum
605ee NPOTAXEHHOro pernoHa cpasHMmon OHK 13 MbIMHON
XpPOMOCOMbI 16 1M He o6nagaet [o6aBOYHbIMM KOMUAMU YacTu
17-1 XpOMOCOMbI MbILLW. TakuMm 06pa3om, TEOPETUHECKN MOXHO
0XunAarb, YTO 9Ta NINHWA MblLLen 6ygeT 6onee TOYHON MOLESbIO
cuHppoma [JayHa, nockonbKy y Mbiwernt Dp(16)1Yu vacto BcTpe-

MposiBneHust XX13Hu

Ha pa3HbIX YPOBHSIX.

a) Kaxpas kneTka HeceT Konumto
«peLenTa» [Jisl BCEro opraHuama,
3akogmpoBaHHoro B JHK, anuH-
Hble HUTU KOTOPOW YNakoBaHb! B
XPOMOCOMaX.

b) l'eH — 310 HUTL JHK, B KOTOpOW
COAEPXaTCs «MHCTPYKLWM» O TOM,
Kak 1 Korga JOMKHbI CO3AaBaThCs
onpeneneHHbIe MOEeKybl
(6enku).

¢) OHK - 310 pnvHHas moneky-
nsipHas Lenb, CrpynnupoBaHHas
0 napam a3oTUCTbIX OCHOBaHWIA.

4aloTCH MOPOKM CepALa, CPAaBHUMbIE C HABMIOAEHWAMM MPU CUH-
gpome [layHa y Yenoseka. HepaBHO NOSBUINCH CBEAEHUS O TOM,
410 y Mbliwe Dp(16)1Yu otmevatoTcs npobnemsl ¢ 06y4eHEM K
namsTbio.

Wccneposanus 1970-1980-x rr., NpoBeAeHHbIE HA HEBObLUNX
BbI6GOPKax Nofden, Hecywmnx 0O6aBOYHYIO KOMUIO JIMLLb YacTu
21- XpOMOCOMbI (4acTU4Has TPUCOMMS), NO3BONUAW NPEAMOSIO-
XWUTb, YTO AS1A MPOSIBNIEHUS HEKOTOPbIX MPU3HAKOB CUHAPOMA
[ayHa BrnonHe goctatoyHa onpefeneHHas 4acTb 3TOW XPOMOCO-
Mbl. PervoH, oxBaTbiBaIOLMIA 3TU 4aCTU, MOMY4UN Ha3BaHue
«KPUTUYECKOro pernoHa cuHgpoma [ayHa» (KPCL). Mbiwb
Ts1Rhr TpucomHa Mo TOMy y4acTKy MbILUMHON XpOMOCOMbI 16,
KoTopbli conoctaeum ¢ KPCH. Hapsgy ¢ Mbilwbto, KoTOpas
MMEET TOJIbKO OfHY KOMWIO 3TOrO permoHa BMECTO 0BbI4YHbIX ABYX
(Mbiwn Ms1Rhr ¢ cermeHTapHoi MoHocommelrt), Mbiwb Ts1Rhr
no3BONAET M3y4aTb 3PPeEKTbl «[03bl» reHa NPUMEHWUTENBHO K
3TOMY KOHKPETHOMY CErMEHTY reHoma.

MN3yyenune mbiwen Ts1Rhr, Ts65Dn u Ms1Rhr nokasano, 4to
32 CHWXEHHYIO MPOW3BOAUTENBHOCTb B TECTE Ha MPOCTPaH-
CTBEHHYIO NaMATb Y rPbI3YHOB OTBETCTBEHHbI HE TONIbKO FeHbl,
NOKaNIM30BaHHbIE B 3TOM Y4YacTKe MbILUMHON XPOMOCOMbI 16.
Mbiwmn Ts1Rhr (TONbKO C «KPUTUHECKUM>» PErMOHOM) LEMOH-
CTPMpOBany B 3TOM TECTE NMOYTMN TaKMe Xe XapaKTeprCTHKM, Kak
N 6NIM3KOPOLCTBEHHbIE TUMWYHbIE MbIUK, TOrAa Kak MbILLK
Ts65Dn (c [o6aBOYHbIMK KOMMUSIMU FEHOB 3a NpefeniamMmm «Kpu-
TUYECKOr0» PErvmoHa) BbIMOMHANM 3TOT TECT XyXe, YeM UX
TUMUYHbIE COPOANYN.

lMepcneKTuBbI M HOBbIE [OCTVMXKEHUS B MCCNefoBaHWM 61ono-
rmn cuHagpoma [layHa cBfidaHbl C YCreLLHOW NonbITKOW nepeHoca
MOYTW NOMTHON YENOBEYECKON XPOMOCOMbI 21 B CTBOMOBbLIE KNET-
KV 3apofbllLeN Mbilun. 3aTem 3TV CTBONIOBbIE KNETKU UCTONb3Y-
l0TCA ANs BbIpalLMBaHUS MbILLENA, B OpraHM3me KOoTopbiX 6blna



[fo6aBo4Has 4YenoBeyeckas Xpomocoma. Y aTux Mbllen oTMeya-
NUCb MPo6IeMbI C NamsTbio, paboTon Mo3ara 1 hopMUpoBaHUEM
ceppua, xapakTepHble Afis Nofei, CTpajatolnx CUHAPOMOM
[ayHa. lNepBble pe3ynbTaTthl NOKa3anu, YTo «HOBas» MOAENb,
OCHOBaHHas Ha MOYTM MOMHOW Xpomocome 21, AeMOHCTpUpyeT
UJVIpOKI/II7| CNeKTp OTKJ'IOHeHVII7I, TakK 4710, NO-BNOMMOMY, B BO3HUK-
HOBEHWUW CMHAPOMA MOBMHHA BCS XPOMOCOMA, a He OTAENbHbIE
COCTaBAOLLME €€ FEHbl.

CTaHOBUTCA 0YEBUAHBIM, YTO TOYHOE, MOAPOBHOE U AUCKPET-
HOe onucaHue NpU3HakoB (heHoTuna) cuHapomMa JayHa Heo6xo-
[MMO 15 CofiepXXaTenbHOro aHanmaa CBA3en Mexay reHoTUnoM
n qJeHOTI/II'IOM, a y4yuTbiBasd OaBHOCTb 4acTu I/ICCJ'IeJZlOBaHVIVI
nogen ¢ curapomoM [layHa, BO3HMKaeT NoTPe6HOCTb AeTaslbHO-
ro nepecMoTpa HEeKOTOPbIX TPaAWLMOHHLIX MPenCcTaBlieHUn O
¢heHoTuMne cuHpapoma dayHa.

Bonpoc 0 Tom, HAackonbKo namsaTb U 06y4YeHWe Hanpsamyio

Bonpoc 0 ToM, HAaCKOMbKO
namsTb N 06y4YeHMEe HanpsMyto
COMOCTaBMMbI Y YENOBEKA U
MbILLW, BCE €LLe OCTaeTcs
OTKPbITbIM

COnocCTaBMMbl Y 4YenoBeka U MbILLK, BCe elle OCTaeTCs OTKPbI-
ThIM. OﬂHaKO, HECMOTpPsA Ha orpaHu4eHus, XWBOTHble MoAenun
[Al0T MHOrO HOBOW W MONE3HOM MHMOPMALMK O MOJIEKYSPHOM
6VIOJ'IOFI/II/I, aHaTtoMuu, KNMHUYECKOW FEHETUKE W HEeBPOJIOrnn CUH-
ppoma [ayHa, 1 ata uHopmaLms MOXET MPUBECTU K pa3paboT-
ke 6onee ahHEKTUBHBIX METOLOB NEYeHUs.

MoxHO HapeaTbes, YTO NyYyLiee MOHMMAaHWe MOMEKYNAPHbIX
nyTen NPeROCTaBUT YYeHbIM BO3MOXHOCTb padpaboTtarb athdek-
TUBHbIE MOAXOAbI K reHoTepanumn uimn hapMakosiorn4eckon Tepa-
nMKn, NO MEHbLUEN Mepe, HEKOTOPbIX MPOSBIIEHUNA CUHAPOMA
[ayHa. Oco3HaHue Toro, Kak 3TV NPOLECChbl BIUSIOT Ha pa3BuTHie
(0CO6EHHO FOMIOBHOTO MO3ra), TakXe MOMOXET fy4lle paso-
6paTbCs, kKakum 06pa3oM y Nioaei ¢ cuHapomMom [layHa HapyLua-
I0TCS HEKOTOPbIE KOTHUTUBHBIE MPOLIECCHI, TO €CTb 6YAET Cnoco6-
CTBOBaTb pa3paboTke 6onee aPheKTVBHbIX METOAOB BOCMMTA-
TeNbHOW 1 06pa3oBaTesibHON NPaKTUKK.




Y BCeX Nofen ¢ AMarHocTmpoBaHHbIM cuHapomom [dayHa
nveeTcs gobasoyHasa Konus nmbo Bcen 21- XpOMOCOMBI

B KaXOou KneTke, nnbo (ropasgo pexe) 4yactu 21-n
XPOMOCOMGI, IM60 gobasoyHasa Konus 21-n XpOMOCOMBbI
COEPXUTCH NULLIb B HaCTU KNETOK, TOraa Kak B Opyrnx KneTkax
XPOMOCOMHbIN HAbop HE N3MEHEH (MO3aun4dHasa hopma).

O6bsiCHeHue HEKOTOpPbIX TePMUHOB, UCMNOJIb30BaHHbIX B CTaTbe

FeHOTMN — BCA reHeTMYeckas MHGhopMaLMs opraHn3Ma Unu reHeTM4HecKas xapakTepucTika no ogHOMY Ui HECKOJSIbKUM M3yvaeMbiM
reHam (fiokycam).

KapTupoBaHue — onpefeneHre nokanuaauum reHa Ha XxpoMocome.

Mo3aun4Hbie hopMbi (MO3anLM3M) — B JAaHHOM KOHTEKCTE HanM4ve y MHAVBUAA KNETOK C ABYMS U 6onee BapuaHTamMn XpOMOCOMHbIX
HabopoB.

MoHocomusi — cocTosiHME KNETKM, NPY KOTOPOM OTCYTCTBYET OfiHA XPOMOCOMA U3 Napbl FOMOJIOrMYHbIX XPOMOCOM.
TpaHcnokauuoHHble hopMbl — MPUCYTCTBUE B KJIETKAX OpraHMama XpOMOCOMHOW MyTaLum, XapakTepuaytoLLencs NepeHocoM YacTu
XPOMOCOMbI, KaK MpaBWusio, Ha HErOMOMOrMYHYI0 XPOMOCOMY.

Tpycomusa — coCTOosiHUE KNETKM, KOTOPOE XapakTepuayeTcsi Hannuvem Ao6aBOYHON XPOMOCOMbI B KapuoTune, TO eCTb UMEETCS TpU
FOMOJIOTMYHbIE XPOMOCOMBI.

®DeHOTUN — KOMMNIEKC NPU3HAKOB (BHELLHWX 1 BHYTPEHHUX) OpraHnama, NposiBNALLMXCS B pe3ynbTate AeCTBUS FEHOB B ONPeAeneH-
HbIX YCMOBUSX Cpefpb!.

OKCMpPecCUBHOCTb — CTEMEHb (DEHOTUMUYECKOW NPOSBNSEMOCTU FEHETUHECKN KOHTPONIMPYEMBIX MPU3HAKOB.





