Tabnuus 3
XapakTepucTmKa KopiB — NEPBICTOK Pi3HMX reHOTMNIB 3a AKICTIO Hallakis, %.

eHotun AbopTu MepTBOHapPOOXKEHI Byranui Tenuykn

Jin 1,7 2,2 47,3 45,3
YBEMI 2,0 1,9 50,9 42,1
0[] 3,5 4,6 48,5 40,7

Jn 1,7 2,2

CBMNT 3,0 4,3 46,8 45,9
YBMI 4,1 7,3 45,0 43,6
cy 3,6 6,7 44,6 45,1
,CY x ', AB 3,0 7,0 47,0 43,0

AB 2,8 4,5 47,0 45,0

Tabnuus 4
MoKa3HUKM BiATBOPHOBa/IbHOI 34aTHOCTI NiAAOCAIAHNX NEPBICTOK, %
FeHoTUN 3anVI.MKa I'inocpyngu,iﬂ Kicta fey- Cy6iHBoNtOLiA KaTtapasibHuii
nocnigy AEYHUKIB HUKIB MaTKn €HAOMETPUT

Jin 20,3 13,5 4,0 5,5 11
YBMI 21,7 15,3 29 3,1 0,9

LB 49,5 19,9 7,7 6,8 2,5

e 20,3 13,5 4,0 55 11
CBINT 14,5 10,3 3,5 4,8 1,7
YUYPMI 25,5 14,4 3,9 7,1 2,2

CcYy 30,4 19,6 1,8 7,2 2,4
,CY x ', AB 28,6 15,7 4,0 6,6 1,9

AB 56,6 20,0 8,3 8,1 29
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FEEHETVNYHO 3YMOBJ/IEHI AE®EKTU XYAOBW
(AHaniTMYHMn ornsag)
TpodumeHko O.J1., KoTeHmku .M., BiHHiuyk A.T.
BrknageHi pesynbTaTy aHali TUYHOIO OF/iI4Y FeHe TUYHMX aHOMaUTil Xyao6u.

BusHauyeHHs MoOHATbL. Mapkep-aninenb, reH FeHeTUUYHUIA MapKep- BCAKWIA annefb, kWit Bu-

abo gpparmeHT AHK BigoMoro po3mipy, siki MOX/IMBO
npocnignMTy B NpoLeci cxpeLlyBaHHs. Mpu LboMy He
060B‘A3KOBO reHW 6e3nocepeiHb0  3YMOBIOKOTh
SIKy-Hebyab 03HaKy, asie 060B‘A3KOBO 3B‘A3aHi 3 Ti
MIHNUBICTIO, BHACNIAOK YOro BU3Ha4YalTb 0CO6NNBO-
cTi T ycnagkyBaHHA. AKwo ue parmeHt AHK Bigo-
MOr0O poO3Mipy, TO MOro BMKOPUCTOBYKOTb A5 KOAi6-
pyBaHHS hparMeHTiB B eNeKTpodyopeTUYHOMY reni.

BicHVK CyMCbKOro HalioHa/IbHOro arpapHoro yHiBepcuTeTty

KOPUCTOBYIOTb B €KCNepuMeHTi. BUKOPUCTOBYHOTH |
MapKepHy XpOMOCOMY, fika 3a NeBHUMW 0cob/IMBOC-
TAMW, Hanpvknag, no napameTtpy andepeHuiaibHo-
ro 3abapBneHHs abo iHWWM XapakTepucTukam 3a-
6e3neyye igeHTudikawilo gaHoro kapiotuny B riopu-
OHOMY reHomi.

MapKkepHUiA reH — reH, [/ SKoro TO4HO BigomMa
XpPOMOCOMHa fokanisauis i, Sk npasuno, cnocrepira-
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€TbCA Moro dpeHoTUNOBMIA NposiB (dheHoTun, hepme-
HTHa aKTMBHICTb i T.M.)

MapKkyBaHHsl reHoMa — BUSIBIEHHS B OpraHi3mi
NeBHUX TeHIB, AKi YiTKO BU3HAYAOTLCA FEHETUYHUM,
MOJIEKYNSAPHUM ab0 BioXiMIYHUM aHas1i30M.

CartenitHa HK — HagHopmaTuBHa reHomMHa
OHK, Ak npaBnno, pi3ko BiAPI3HAETLCA 3MilLLEHHAM
cnieBigHoweHHA A + T/ + U. CarenitHa JHK no-
Kauli3yeTbCs, SK MpaBuo, B LEHTpoMepax i MeHL
yacto — B TesioMmepax. BoHa BxoguTb [0 ckiagy re-
Tepoxpomartuny [ 1-9].

BBaXaemo AOUiNIbHAM BUCBITAIUTU | HACTYMHi
nocTynartun: reHoOM akapioT i MPOKapioT, MITOXOHAPIMN i
nnacTug eykapiot € KOMNaKTHOK CYKYMHICTIO reHis 3
HEBE/IMKAM BMICTOM CTPYKTYPHUX MOBTOPIB, IHTEp-
BaUIM MK reHaMu MiHiMasbHi.

eHn eykapioT 4acTo pPO3MiLLEeHi B XPOMOCOMHIi
OHK nigpsig, cTBOpIOIOYM My/IbTUrEHHI poguHn (kna-
cTepu). lNpepcTaBHUKM MIKPOBHOMO, POC/IMHHONO i
TBapPVHHOIO CBITY MatoTb B CKIafi reHeTUYHOro mMa-
Tepianly ofHi i Tix 6yaiBenbHi 610kN | OYHKUIOHYE
nepeBaxHO BiAMNOBIAHO NONOXeHb Kpika : reHeTU4YHa
iHhopMmaLia nepeHocnTbeA 3a cxemoro AHK — PHK —
6inok. KoxHuii reH nposiBnse cebe (ekcnpecye)
LLUNSIXOM CTBOPEHHSA, abo BiocuHtesy, MPHK (TpaHc-
KpUNUis reHa) 3 HacTynHMM nepeknagom (TpaHcns-
Lis) iHdopmauii B cneuianbHWii noninenTMaHMA na-
HLIOT, SIKWIA € NPOAYKTOM reHa. ['eH i ioro npoaykT
KONiHeapHi, TO6TO NOC/IJOBHICTL KOAOHOB (Tpunse-
TiB) B reHi TOYHO BiAMNOBiga€e NOCNiLOBHOCTI aMiHOKU-
CNnoT y 6inky.

OHK kniTnHHOTO Agpa € NoeAHaHHAM MaTepuH-
CbKOT i 6aTbkiBcbkoi AHK, Togi Ak AHK miToxoHapil
nepefaEeTbcs smwe ARLEKTITMHOK. B cnepmisix ma-
10 MITOXOHZPIN, a/le HAMW «HACUYEeHi» ANLEKNITUHN.
B 3BA3KYy 3 UMM CTa€ 3p03YMiSIMM BUHUKHEHHSA HOBOT
HayKOBOI AWCUMMNIIHN —«MOJIEKY/IIPHA aHTPOMoso-
risi» [ 10-18].

KoHuenuis reHa cnpusna BUMHUKHEHHIO HOBOT
HayKn — MONEKYNSPHOT 6ioNorii Ha OCHOBI reHeTnY-
HOro AeTepMiHi3my.

[ns BUABNEHHA reHeTUYHUX MapkepiB BUKOPU-
CTOBYB&/IMCb Pi3Hi MeToaun. Halibinblw etekTMBHUM
BUABUNNCb MONEKYNSAPHI METOAM, Ha OCHOBI SIKMX
OGy/In CTBOPEHI TECT-CUCTEMM Ha PiBHI MPOAYKTIB
reHHiB (6inkoBuiAi NoniMopduiamM), a MisHiwe Ha piBHi
rEHEeTUYHOro Martepiasly  K1ituHnm  (nonaimopdoiam
OHK). Micns aHanizy oTpMMaHux ekcnepvmeHTaslb-
HUX AaHWX, BUSIBUIUCb CYTTEBI 0OMEXEHHS BINIKOBUX
MapKepiB, OCHOBHUMW 3 SIKMX BBaKaloTb (hakT, WO
aHani3 6inkiB 403BOMAE TecTyBaTU 3MiHHI fiMlle B
GiNoK-KOAYHUNX NaHUtorax i NnWe y reHax — ekc-
npecopax, Tomy maimke 90% reHoma HenigKoHTpO-
NbHa gocnigHuky. Lia obctaHoBMHA 3ymMOBUIA EKC-
NnepuvMEeHTaTopPiB BUKOPUCTOBYBATU B SKOCTI Mapke-
PHWX cUCTEM NOMIMOPAIHY NOCMIAOBHICTL HYKNEOTU-
4is B monekyni AHK no nonimopduiamy AOBXUHW pe-
CTPUKTHUX chparmeHTiB (MAP®). Mowyk mapekepis
Ha piBHi AHK 3Ha4yHO nosiperwmBecs 3 NOSABOI0 METO-
Aa amnnundukauii (Npouec CTBOPEHHA A0AATKOBUX
Koni AinAHoK xpomocomHoi AHK, sk npaBuno, siki
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MICTATb B COGi MeBHi reHn abo CermeHTn CTPYKTyp-
HOro reTepoxpomatuHy) gparmenTisa JHK 3a gono-
MOrOH0 NnosiiMepasHoi naHytorosoi peaku,ii (MJ1P), wo
3a6e3neynsio TecTyBaHHA FeHeTMYHOro nonimopdi-
3MYy Ha piBHI reHoMYy, a He Ha piBHI NPOAYKTIB eKC-
npecii reHa. Tob6To, BapiaHTU HyK/1e0TUAHOI Nochi-
poBHocTi AHK € neplogxepenom BCiX HaCTYMHUX
peHOTUNoBNUX 3MiH (MOpPhO-chi3ioNorivyHmX, BiNKOBUX
iT.N.)

OHK — mapkepu 3a6e3neuyioTb MapKyBaHHSA
npakTU4Ho n6oro parmeHta AHK, B T.u. i Takuii,
L0 He KOAYETLCA, WO € MPUHLMINOBOIO NepeBaroto
[OHK-mapkepie nepepg TpaguuiiHo BXUBaHUMKN Me-
Togamu. [JHK-mapkepn MalTb MeHAEeniBCbKuiA Tun
ycnagkyBaHHA Ansa agepHoi OHK i maTtepuHcbKoi
OHK KniTMHHUX opraHen, MHOXWHHICTb annenis i
BMCOKY T€TepO3UrOTHICTb, KOLOMIHAHTHWI BWSAB i
CTabiNbHICTb yCnagKyBaHHSA, rMNOTETUYHA CENEeKTK-
BHa HeMTpasIbHICTb, MPOCTOTa | HaAIHICTL TecTy-
BaHHS, @ TaKOX BIiACYTHICTb MNAEMOTPONHOro (MHO-
XXMHHOT Ai7) edhekTy Ha rocnogapchki BaXX/11MBi 03HaKN
3a6e3neyeHHs M LIMPOKE BUKOPUCTAHHA SK Morse-
KYNAPHO-reHeTUYHOro Mapkepa HOBOTrO MOKO/TIHHS.

BukopuctanHa OHK-mapkepis cnpuatume npo-
rpecy B MOJIEKYNAPHO-TEHETUYHOMY aHani3i reHoma
eykapioT. FeHeTMYHWiA aHani3 o3Hak, ki KOAYTbCS
NMeBHUMW SIOKycaMn XpoMOCOoM, 6yayTb 6a3yBaTuchb
Ha 3aHHHI NOBHOT NOCNIAOBHOCTI HYKNIOTUAIB Bigno-
BiHWX JIOKYCIB | 3HaHHI BapiaHTiB LMX NOCNiLOBHOC-
Tein — annenie. OgHak, NOKM WO Takoi iHdopmauii
He[oCTaTHbO, 0CO6NBO B YKpaiHi.

B cyuacHiii cenekuii iHdbopmauis woao noni-
Mopismy AinsaHok AHK BUKOpPUCTOBYETLCA 419 Ma-
PKYBaHHA TreHiB, oparMeHTiB XPOMOCOM, [EHOMY,
OKpEMMX OCOBWMH, MOMy/AUI Ta BUAIB, OLHKU reTe-
pPO3MIOTHOCTI, B TAKCOHOMIT A1 BUSABNEHHA Aedek-
THUX TeHiB, L0 3yMOBJIOKTb CMaKoBi 3aXBOPIOBaH-
HS1, ANS AiarHOCTUKK iHGDEKL,iA.

XpPOMOCOMHIi 3axBOpOBaHHA. Bnepue nigpa-
XYHOK 4uMc/ia XpomMocom npoBefeHo B 1892 poui
(Bardeleben). lo 1960- x pokiB BBaxanu, LLOKapio-
TUN € KOHCepBaTWUBHOW, CTabifIbHOW rEeHEeTUYHOI
CMCTEMOIO K/ITUHK, OfHaK B slabopatopii Gustavson
(1964) 6ynu BUSIB/IEHI XPOMOCOMHI MOPYLIEHHS Y
KOpiB LWBEACbKOI YepBOHO-PS60I Nopoan y BUrnsAgi
LEHTPUYHOTO 3/IMTTA MK NepLUoto i 29-t0 ayTocoma-
MKN (PO6GETCOHOBCbLKA TpaHcniokauia (2n = 59, xy/xx,
Rt 1/29). MNpn UEHTPUYHOMY 31UTTI MK o6oma na-
pamMu ayToCcOM YMC/I0 XPOMOCOM B KapTOTWMi 3MEeH-
LWYETbCA Ha ABi | YTBOPOETLCA romo3unroTa (2n = 58,
xy/xx, Rt 1/29). ¥ kopiB-HOCIiB Li€l abepaL,ii 3Ha4HO
nigBULLLEEHA YacToTa eM6pioHa/IbHOT CMEPTHOCTI Mo-
TOMCTBA, Y KOPIiB 3HWXeHWi piBEHb MOMOYHOI NpoAay-
KTMBHOCTI. XpoMOCcOMHa abepauis nepefaeTbcs Bif,
6aTbka 10 LO4OK.

B lepmaHii cepef, cMMeHTaNbCLKOT i Bypoi Xy-
[obu  BMABMEHO [ABa TUNU  PO6GEPTCOHOBCHKMNX
TpaHcnokauii 1/25 i 1/29. HeratuBHOro BnAuBY
TpaHcnokauii 1/25 He BusABAeHO (NepefaeTbecs re-
TEPO3NroTHOI MaTip‘t). B 300TexHiuHili niTepartypi
NPOAOBXYETLCA Nybnikauis maTepianis WoO40 Nowu-
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PEHHA TpaHC/oKaLii XpoMOCOM Tuna PO6epTCOHIB-
CbKOT Y nepiog, pi3HOro HanpsAMKy NPOAYKTUBHOCTI K
npy WTYYHOMY OCIMEHIiHHI, Tak i Npy nNpUpPoOSHOMY
napyBaHHi. B 6inbLIOCTI PO6IT Noka3aHO HeraTuBHWIA
BMINB LLEHTPUYHOro 31nTTa 1 i 29 aytocom Ha nso-
ptodictb TBapuH ( -5...10%). OpHak Stranzinger
(1980) He BMABMB CYTTEBOTrO 3HWKEHHS 3annigHIoH0-
Yyoi 3gaTHOCTI 6yraiB, HOCITB TpaHcokauii 1/29.

TakuM 4YMHOM, MPOBEAEHMWI aHani3 CBigUUTD,
O 3 MEeTOK TeHeTUYHOT NPoiNakTUKM NOLUMPEHHSN
TpaHcnokauii 1/29 HeobxigHa UMTOreHeTU4Ha artec-
Tauis 6yraiB 3 TUX MJEMrocnogapcts, Oe 3apeecT-
poBaHa Bka3aHa abepalis.

FeHeTNYHO AeTepMiHOBaHVMU € TakoX HacTy-
nHi  MyTaujii: 6e3WepcTHICTL (neTanbHuii  dhakTop
Ad4), 3uensieHa 3 cTaTblo, IeTaslbHa Nuwe y 6yraii-
uiB. 3oHanbHa 6e3BosiocucTicTb (A28) xapakTepHa
ONA TONWTUHCBLKOT nopogu. Be3BONOoCHI  AiNsHKN
PO3MILLAITLCA, AK MPaBwuIo, NepneHAiKyNsapHo [0
XpebTa. Lie 3axBoptoBaHHA CrnocTepiraeTbecs i npu
3BEPXHOPMATWBHIN TPMBANOCTI TiIbHOCTI Y repH3eiB
(292-526 gHIB BMHOLIYBaHHSA, B cepegHbomy — 401
AeHb) AHOManisa ycnafkoBYETbCA SIK NPOCTUl peLe-
CUBHWIA TeH (A34).

YacTto aHomarii 6e3WopcTocTi NoB A3aHi 3 io-
OHOK HefoCTaTHICTHO (3MiHW B WMTOBWAHI 3a/103i).
Llein cnagkosuii chakTop (peuecrBHOro ycnaakysaH-
HS) HA3MBalOTh «riNOTIPeoigHWI FINOTPMX03».

[o peuecrBHOI mMyTauii BifHOCATb «amnyTaLito
KiHUiBOK» (akpoTepiaT), sika 3apeecTpoBaHa y YOpHO-
ps6oi xypobw Leedji, 13paini, ®paHuji, €rinTi, IHA0-
Hesil, Pocii.

MynouHi rpuxi 3apeectpoBaHi y Tenat CLUA,
Kanagn, ®PI, ®paHuii, Yexil Ta iHWWX KpaiH y pis-
HUX MONYNAUIAX YOPHO-pA6OT xygobwu. AHoMais
3yMOBJ/IEHa MOHOTEHHO PeLLeCUBHO.

MegiasibHe po3LensneHHa ryé — 4acrto 3y-
CTpiYaeTbCA NpWU Po3LLEN/EeHHI TBepaoro Heba Ta
6e3LwepcHOCTI.

Jedektn enitenito (netanbHuin thaktop A2).
AHOMaUlisi CynpOBOMKYETbCSA  BIACYTHICTIO LUKipK
HWKYe CyrnobiB KiHLiBOK, BUHMKAE A3Ba A3uka. Te-
NATa He MOXYTb ccaTu i NUTU, TOMY TMHYTb Bif BTO-
PUHHOT iHgoeKLiT. AHOMaUTIsi onucaHa y roNWTUHCBKIN
nopogi. BoHa ycnagkoByeTbCs N0 peLecrBHOMY TU-
ny. AHOMa/bHI Tensata 6ynu HopManbHUMK NPU Ha-
pPOOXKeHHi. Mepuwi O3Hakn 3‘asunncs B 2-6-
TWXXHEBOMY BILi y BUINSA4I C/IMHOTEMIT, HEPBOBOI Ae-
npecii. Yepes fgekinbka AHIB 3°SBNANUCH YpPaXXeHHSA
Ha LWKipi rof0BKU, KiHLIBOK i MOTIM MO BCbOMY Tifi.
HaBkosi0 o4eir, poTa i Byx yTBOpHOBa/IMCb 6e3llepc-
THi 30HW. Ha A3u1Li Takox yTBOPIOBa/IMCL A3BU BiNbLu
3,5 cMm B giameTpi. XapakTepHi ypaxeHHss 6ynu Ta-
KOX Ha LUKipi KIHLIBOK HMXYe XnBoTa i rpyaei. Tens-
Ta rMHynn Big 6GaHasbHOI Mikpodhiopu. Xsopoba
«TOPU30HTA/IbHO» HE NepeaaETbCs.

FeHeanoriyHi  gocnimpkeHHa 3acsiguuiv, Wo
aHoOMasbHi TenaTa HapoKyBannCb Bif, TPbOX CrO-
pifHEeHVX MiX coboro 6yraiB i nuwie npu iH6pnanHry
(E. Andresen, 1970).
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BofsHka rosiloBHOro0 MO3ky - rugpouedanis
(netanbHuin haktop A24). TenaTa HapoLKyHTbCA
XUBUMMW, OfHAK TMHYTb B NEpPLUi TWXHI XUTTA. AHO-
Manis ycnagKoBYETbCA SIK peLecuBHa O3HakK, ane
pag pocnigHukie (H. Knox, CosB E., 1959; Nuss I,
1966) ouiHIOTE TMN ycnaAKyBaHHA AK HENOBHO Me-
HETPaHTHWI [OMIHAHTHMI ab0 NOAIreHHWA.

AxoHAponnasis onucaHa y TONWTWHIB ABOX
TMniB — 1) 6ynbaoronogioHa i 2) NOMipHUM YKOpO-
YEHHAM KiHLiBOK, pO3LensieHHs nigHebiHHA. Mep-
LWNA cnagkoBuii AedhekT 3YMOB/OETLCS peLecuB-
HUM reHom (netanbHuii chaktop Al) [Opyruid Tvn
axoHgponnasii He 3aBXaun NeTanbHWiA. BigMivaeTbcs
Aeopmauis BepxHbOI Wwenenu i nepefHboi YacTuHU
rof1oBU, NOLOBXEHHSA NINLEBOT YaCTUHW FOJI0BY, iH-
KONM aHomanis oyei (Tvny umknon). Tun ycnagky-
BaHHA —peLLeCUBHUIA.

ATakcifi (netanbHuii haktop A25) — NopyLUeH-
HA KoopAuHauii pyxy npu BCTaBaHHi, NpucTyni eni-
Nencii. Y atakCuyHux TensaT BUABNAIOTL rinonnasito
MO3XeuKa. 3axBOpPIOBaHHA onucaHe y ctajax rosw-
TUHCbKOT nopoan CLUA.

CnacTnyHuii napes. Haibinblwa vyactota Bu-
ABfleHa y anipwmpcbkux (3,9%) i TONWTUHCHKNX
(3,5%) OyraiB. ¥ aHOMasilbHUX TensT XapaKTepHi
YTPYAHEHHSI NPV BCTaBaHHI i CTOSHHI, Ky/braBiCTb
0pHiel abo 060x 3afHIX KiHLiBOK, BUTVH Tyny6a, BKO-
POYEHHSI CYXOXUNNSA, TPUMTIHHA MycKynatypu, 3ai-
Hi KiHUiBKW BUTArHYTI. Mig yac xoabbu BpaxeHa KiH-
LiBKa BOMOYUTLCS, NOTIM 3/1erka BUrMHAETbLCA. 3aKo-
HOMIPHICTb YCNaAKOBYBaHHSA Lie MOBHICTIO He BCTa-
HOBJ/IEHI.

MOMYTHIHHA pPOroBuLi 4acTto CYnpOBOAXKYETb-
CA NneTa/ibHUM 3aBepLUeHHAM. B cBiTanii nepiog go-
6U Taki TBapyvHN MOXYTb OpPIEHTYBaTUCL , asle Beye-
pom BeayTb cebe sk abCcoTHO cnini. Yacto MyTHIE
i Kpuctanuk. [oBeneHa 06YMOB/EHICTb aHoManii
OiH/M ayTOCOMHVM PELLeCUBHUM FreHOM.

CuHpakTunia. Y TenaTt npoxogutb noBHe abo
4yacTKoBe 3pOLUYBaHHA KOMUTeLb, SKi 38 BE/IMYMNHOK
MEHLUI Bif HOpMasibHMX. YacTilwe BpaxarTbcs ne-
peaHi KiHUiBKW. BigMidyeHi TakoX nopyLleHHA po3BUT-
Ky cyrnob6is, pedektn MA3iB i CyXOXWIIOK,
KPOB‘SIHUX CYAVH i HepBiB. Tensata ocobNBO YyTNu-
Bi 40 Xapw i xonogy.lpnyrHa Lboro He BCTaHOBIE-
Ha. Y aHOMasIbHUX TeNAT BUSABAEHO 3HWKEHUI BMICT
LYKPY B KpOBI i epuTpoumTiB. [JoBeAeHo, WO CuHaakK-
TUAIS — cNagKkoBuil AedoekT. Y ToAWTUHIB gedekT
yCNaAKoBYETLCSA PELLECMBHO 3 HEMOBHOK NeHeTpaH-
THiCTIO (4acToTa abo BiporigHiCTb NposiBy reHa, H.B.
TumodpieB —PecoBcbkuit, 1927).

[ns npuckopeHoro TecTyBaHHA MigHWKIB — re-
TEPO3UTOTHUX HOCIIB PeLecnMBHOro reHa CUHAAKTUANIT
B CLUA 6ynn BUKOPUCTaHi MOXJ/IMBOCTI CynepoByns-
uii i TpaHcnnaHTauii embpioHiB. HasBHicTb abo Bif-
CYTHICTb aHoMaJlii BCTaHOB/IOBaUIM Ha Nnnojax, Bu-
JaneHux npu y6oi KopiB-peumnieHTiB Ha 80-100 AHi
TINBHOCTI. Y rONWTUHIB onNuncaHi Tak 3BaHi goisionori-
yHi (6ioximiuHi) myTauii cepeq HMX nopqipis, napa-
KepaTos, raHrniosngos, Hegocraya ypuanHMOHOGO-
cpatcuHTeTasu, gediunt dakropa Xl.
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MapakepaTtos (netanbHuin thaktop A46). XBo-
po6a noymHae NPosABNATUCA B 4-6 —TUXKHEBOMY Billi
Aiapeeto i canisauieto. ToTim 3°ABNSAETbCA NycKa-
TICTb | gepmatuTn B 06nacTi rososu, 0cob6anBO ry6,
ropTaHi, HOCOBOrO A3epkasna, NOBIK O4Yei, Ha LWi,
BNPOAOBX KiHUIBOK. LLkipa Ha pAinsHkax n‘actka —
HaTArHyTa, 3 eKCygaTUBHUM BUAINeHHAM. Yacto
YyTBOpPIOIOTLCA Garatowaposi 8381, HacTynae o6es-
BOJHEHHS, MOTIM BTOPUHHI 3axXBOPHOBaHHSA (BipYCHI,
6akTepianbHi). Bce ue wBuako sBefe 40 CMepTesib-
HOr0 3aBepLUEHHS.

Y XBOpUX TBapwH BCTAHOB/IEHO HW3bKWUIA BMICT
LMHKY B cupoBartui KpoBi i nnasmi. Tepanis UUHKO-
BMMMW MpenapaTamy 3yMOBJ/IOE TUMYacoBWii YcniX.
Micna NpUNUHEHHS JliKyBaHHA Y HU3bKUX A03aX Lin-
HKY 3HOBY HaCTynae peLeans 3aXBOPIOBaHHSA.

Mapakepato3 3yMOBJ/IOETLCA ayTOCOMHUM pe-
LLEeCUBHMM FeHOM, cnieBBigHoweHHA 1:7 Bignosigae
O4iKyBaHOMY [/ peLecuBHnXx o3Hak (1 xsopuii op-
raHiam Ha 7 340p0BWX). BMICT LUMHKY Yy TBApUH 3 Ki-
HIYHO BMpaXKeHMM napakeparo3om crtaHosBuB 0,26-
0,73 mr/n, Wo BipOrig4HO MeHLLE, HIX Y 340pOBUX Te-
nAat Tiel x nopoam (1,25-2,14 mr/n).

FaHrnio3npos. Lia aHomanis xapakrepusyeTtb-
CA YNOBI/IbHEHUM POCTOM TeNAT, MOPYLIEHHSAM KO-
opAuvHauii pyxiB, CAiNOTOH 3 fleTa/lbHUM 3akKiHYeH-
HAM B 6-9 MicaA4yHOMY BiUi. Lia cnagkoBa Ni3ocomHa
xBopoba, 3ymoBfieHa 36epexeHHAM raHrniiosnay B
HelipoHax, WO B CBOK 4epry, NOB‘S3aHO 3i 3MeH-
LUEHHAM aKTUBHOCTI TKaHWHHOI-rasiakTosigasn. AHo-
Manis BusiBneHa y Tenat opu3bkoi nopoau B IpnaH-
4ii. BoHa 3ymoOB/ieHa ayTOCOMHO-peLecuBHUM re-
HoM. Mpy gocnimkKeHHi BUKOPUCTOBYIOTb MOKa3HMKN
aKTUBHOCTI rasnaktosugasv B feikountax nepucpe-
PifHOT KPOBI.

Jdedpiumt ypuanHMoHodocdarcnuHTeTasm
(AUMS) AHomasiis BusiB/ieHa Yy YOPHO-PSABUX rosiLu-
TuHiB CLLA i €Bponu. YpuamHmoHodocdaTcnHTeTa-
3a (AM®C) KOHTPO/ME MEepeTBOPEHHS ypoTaTta B
ypuanHmoHodpocat. BiH HeobxigHuin ans 6iocuH-
Tesy MipimMignHIB. AKTUBHICTb (DEPMEHTIB FEHETUYHO
JeTepmiHoBaHa. [onyckaloTb AiannensHe ycnagky-
BaHHA. Y rOMO3WUrOT SleTaNbHICTb Ha paHHiin cTagii
eMb6pioHaNbHOro Po3BUTKY, Y reTepo3nroT Ha 50%
3HWKEHA aKkTUBHICTb YM®C B KpoBi i NigBULLEHNIA
BMICT ypoTarta B MOJIOUi. FeTepo3uroTHi Ao4Yku rete-
pPO3MroTHMX 6yraiB MalTb TPUBAINIA MDKOTEsSTbHUIA
nepiog. ren AUMS nokanisyeTbCa Ha NepLUiil Xpo-
Mocomi . BusBneHa ToukoBa myTauis B 405 nono-
XEHHI, WO 3YMOB/IIOE 3aMiHy LITO3MHA Yy (hepMeHTi
Ha TiMiH. Ha ocHoBI Uuboro po3pobneHo MLP-TecT Ha
BUSIB/IEHHS MyTaHTIB. B pogoBogax reTepo3nroTHMX
nnigHukise no YM®C craBnsatbea nosHauvku: AP —
Hoci myTauii AUMPS; T/l — BinbHWiA Biig, MyTaii.

JedpiunT dhaktopa XI. Lis cnagkoso 3ymosrie-
Ha aHomarisi, reH kol sloKaslizoBaHuii Ha 17-i1 xpo-
MOCOMi, 3YMOBJIOE MOPYLUEHHA MNpOLecy 3CigaHHs
KpoBi. B upbomMy npoueci 3agisHi 12 caktopiB, KOXeH
3 AKMX BMKOHYE cnewidivHy dyHKuit0. FnobyniH dak-
Topa Xl € nonepegHMKOM KPOB‘SAHOTO Tpombonnaac-
TiHa, BKMHOYAETLCA B PAHHIO CTafil0  BHYTPILWHLOIO
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ab0 KOHTaKTHOro npolecy aktmsauii Wasxy 06MiHy
npu 3cigaHHi kposi. Lleii wnsax obmiHy KOHBeprye 3
30BHILLHIM LWASXOM, KW BKKOYAETLCSA NpU NOpYy-
LUEHHI LiNICHOCTI TKaHWHW B K/THOYEBIN peakuii koary-
nsauii, B aktusau,ii paktopa. AKTnBoBaHuin chaktop Xl
NnepeTBOPIOE PO3UYUHHWIA (DIGPIHOTEH B HEPO3YNHHWIA
i6pNHOBMIA  3rycToK. lMpn NOpyLEeHHi B6iocMHTEe3y
haktopa Xl i BUHMKAE aHOMaslif, WO XapakTepusy-
€TbCS PI3KUM 3HWKEHHSIM «3CifaHHs1» KpOBi, N0 CyTi
remodpinia. KniHiyHi cMMNTOMM PI3HOMAHITHI: remo-
pariyHi cMHApomMKM, KpoBOTEYa, O0COG/IMBO B MiCUSX
iH*€EKLii, remoparis B o4ax, HOCOBI KpoBoTeYi i T.M. Y
NakTyumx kopis 3 gediymtom chaktopa Xl crnocrte-
pira€TbCs KPOB B MOJIOLi, YTBOPEHHA 3B B CUYY3i i
T.M.

Bnepuwe gediumnt chaktopa XI onucanwnii 8 CLUA
B 1969 poui, ni3Hiwe y KaHaACbKOT rOAWTUHCLKOI
Xy[o6u B €sponi. KopoBu roMo3urotTu no reHy ge-
diumTa daktopa Xl 6inbLl CXW/bHI [0 TakMx 3axBo-
ptoBaHb, K MHEBMOHIS, NOPYLUEHHSA BITBOPHUX (PYH-
KUii. YacToTa retepo3nroTHUX HoCIiiB aHoMautii cTa-
HOBUTb 12% (KaHaga).

LedpiunT agresii nevikountis (BLAL, - cuHapom).
Brnepwe uell reHeTUYHO AeTepMiHOBaHU OeddekT
Buasuiv B CLUA y TenAt ronwTHMHCBLKOT nopoau
(1983). B 1987 p. B AnoHii 3apeecTpyBasin Aekisibka
BMNALKIB rpaHynouuTonaTil y FONWTUHCKUX Tensr,
AKi XBOPINN  pecnipatopHUMK i LWYHKOBUMU iHdDeK-
LisiMun, SIKi acouitoBaniUCh 3 K1aCMYHOK HenTpodini-
€10 , 3 A3BaMN Ha C/M30BIilii 060/I0HLi POTOBOI NO-
POXHWHW, 3anasieHHAMU. BkasaHi  KNiHiYHI 03Haku
acoLilolTb 3 MOPYLUEHHAM Takux OYHKUIA HeATpo-
inie, AK 3HWKEHHSA aaresii, xemoTtakcucy i daroum-
TO3y. 3 BpaxyBaHHAM LbOro rpaHynouuMtonaris se-
NVKOT poraToi Xynobu 6yna keanigpikoBaHa sk rpa-
HynouuTonatu4HMiA cuHgpom. B 1990 p. y Tenar 3
rpaHynouMTONaTMYHUM CUHAPOMOM BUSBUAN HEOo-
CTaTHIO eKcnpecito monekyn B2 — iHTerpuHa Ha no-
BEPXHi JIEMKOLMTIB i Lle 3aXBOPIOBAHHA Ha3Basn fge-
diynTOM aaresii nenKouuTiB.

B yKpaiHCbKiil 300TeXHIYHIlA niTepatypi uA re-
HeTMYHa aHomanisa snepwe onucaHa (4.T. BiHHiuyK,
A.A. CosiHoB) B 1994 poui. BuHukHeHHs BLAL
noB‘A3yl0Tb 3 MyTauieto B reHi C18, skuii kogye
CMHTe3 rnikonpoTeiga B, — iHTerpuHa, sikmin 3ymoB-
NE Mirpauio HeliTpodpinie Ao Micua 3anasieHHs.
TBapuHWU-TOMO3UTOTU NO MyTaHTHOMY reHy BLA/J, He
MOXYTb MPOTUCTOATM BIPYCHUM | GakTepiasibHUM
iHPEeKLisAM, TOMY BOHU TMHYTb B NepLui MicaLi XXUTTA.
XBOpi TenaTa He nNigfalTbCsA MiKyBaHHIO, MalTb
YNOBINbHIHWIA PICT, TUCKNY LIEPCTb, 3BU B POTOBIi
MOPOXHWHI, NOHOCU. B HUX MiABULLEHWI BMICT 3pinnx
HelTpoHiB (6inblw 47 TUC/M NOPIBHAHO 3 HOPMOIO (
4000/mn).

XBOpooby BUABNAOTb MOJ1EKYNSAPHO-
reHeTUYHUMN MeToLamMu, FeHeasloNyHUM aHani3om
(notomkm K. AliBeHro benna 1667366) B pogoBogax
3Hak BL o03Hauvae, wWwo Oyrai € HocieM —
reTepo3nroTHUM Mo reHy, a cMMBoN TL — BiNbHWIA Bif,
reHa BLA/L. Lleli reH HaiibinbL nowmnpennii B AaHii.
B 1998 p. B CLLUA BuKOpMCTOBYBCA MAigHuK (Sire
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Summaries, 2004) — cuH benna — E. benn EnbToH
KomnnekcHuii Heponik xpebTta ( CVM- cnHAa-
pom). 3 1999 poky B [aHii noyana 3pocrarn unuce-
NbHICTb TENAT FONWTUHCLKOT nopoan 3 Aedekramu
(rpygHuWin i wWniAHWiA BigAiNN — KOPOTKI, 6inarepanbHi
3BY)XXEHHA CYrnobiB 3an‘sAcTka i 3HayHe 3BY)XEHHs
nyToBOrO Cyrn06a, HenpaswWibHe CNpsAMYBaHHSA
XpebTa WNAHO-TPYAHOrO BiA4iny, CKOMio3 i BUKPUB-
NIEHHA B iHWKX Bigginax xpeb6Ta). IHKONN ypaKeHHs
oxonnwoBasin ABa abo fekinbka XpebuiB, B Takux
BUNagKax fAoBxXuHa xpebTta 6yna 61m3bka 40 HOPMMU.
Pagionoria BuaBMna KOMMeKC nopylieHb Xpebuis
(HaniBxpebui, 3miHeHi hopmn xpebLiiB, Taki, WO 3po-
C/INCS, CMHOCTO3M PI3HOr0 CTYNeHs NpPosBy, AedekT
MDKLLTYHOUYKOBOT neperopoku cepus, fedektn Be-
JINKNX KPOBOHOCHWUX CyAuH). Yacto 3ycTpiyanacbh
gictouin. XXvBa maca TBapuH — HefoCTaTHA, Mana,
JiCTaNlbHO 3BY)XKEHICTb KiHLiBOK. BpaxeHi TenaTa
6ynn roMo3nroTamu, a Hociili — reteposurotamu. Tun
yCcrnagKyBaHHS- pPeLecuBHUI  ayTOCOMHMIA.  Hocii
OedeKTHOro  reHa M/igHUK TOWTUHCBKOI nopoawm
CWA 6yraii Carlin M. Ivanhoe Bell. BusiBunu takox
Hocis gedpekTHoro reHa CVM B [aHii — 6yrain T.
Rlassy/ OK 236398, cnepmoi S£KOro OCiMEeHANN
Maike 100 Tuc. kopiB i Tennub. B FonnaHgii Hociem
CVM BusiBuBcA nnigHuk 971102 Atason Lord — lily.

HaliuacrTiwe el aedekT 3ycTpivaerbca y nnig-
HWKIB HACTYMHWUX NiHiA: MoHTBIK UYidpTeliH 95679,
PedhnekwH CoBpeiHr 198998, losepHep 882933
eTepo3UroTHUX HOCIiB-NiAHMKIB AedhekTHOro reHa
CVM Haibinbwe y ®paHuii - (43%), CLUA — 21%,
FonnaHgis — 39%, Itania — 16%. B Pocii retepo3u-
FOTHUX HOCIIB BuSABMAM B AiHiAX YichTeliHa yepes
nnigHukis K.M. Benna 1667366, bentoHa 1892913,
C.B.K. bunn bocc 1882141, bapnea 1964484, K.b.
Ixypucta 1875356, boygesaliHa 829877874,
Wardin Bell Gene 1887096, Art — Acres Bell Pontiac
— ET 1878472, Emprise Bell Elton 1912270, P. In-
ToH [iopxem, A.Ml. XyHTep. B niHii ToBepHepa
882933 nowwnpeHHa CVM npoxoguno vepes K.M.
Benna 1667366, OenbTta Kneittyca 2247419 (itoro
maTip Farlos Bell Rosebud 11202086 TecTtyBasin fK
Hocisgs CVM). B niHii Yec lgeana 933122 — H CHriki
777434192, aknii ycnagkyesas annens CV Etazon
Jimtown — ET 2247435.

Habynu nowmpeHHs TakoxX i HACTyNHi ayTocoM-
HO-peLecrBHI gedekTn: «nogginHa wuiika matku» (
nokyc 2392), TpmBana TiflbHICTb Y KopiB (6inbwe 300
[OHiB) — nokyc 2174. B niHii TpyBopa 2918 4opHO-
ps60i Xy[obu WBeaCcbKOI cenekuii BUABAEH: nAigHU-
KM reTepo3nroTHi HOCIi reHa 6e3LWepCcHOCTI.
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