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3MICT

3arajbHl BIIOMOCTI

Tema 1: 3arajapHa IUTOr€HETHKA JIFOJUHU

3aBaaHHs 1 KOHTPOJIBHI TUTAHHS 70 TeMu |

Tewma 2: LIuTOreHETHYHI METOIU AOCIIHKCHHSI XPOMOCOM
3aBaaHHs 1 KOHTPOJIBHI TUTAHHS 10 TEMU 2

Tema 3: MoaekyasspHO-IIUTOTCHETHYHI METOAM JOCIIIKCHHS
XpPOMOCOM
3aBJIaHHS 1 KOHTPOJIbHI MUTAHHS 10 TEMU 3

Tema 4: XpoMocoOMHI aHOMAJTIi Ta CUHAPOMH
3aBJIaHHSs 1 KOHTPOJIbHI MUTAHHS 10 TeMu 4

Tema 5: MixHapoaHa kiacu@ikallis Ta HOMEHKIaTypa XpoOMOCOM
IIPY XPOMOCOMHHUX CHHAPOMAaX Ta aHOMaJIisiX
3aB/IaHHS 1 KOHTPOJIbHI MUTAHHSA JI0 TEMU 5

Tema 6: OHKOLIUTOTEHETUKA
3aBJIaHHS 1 KOHTPOJIBHI TUTAHHS 10 TeMU 6
Cnucok Jitepatypu
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3araJibHi BizomMmocTi

Hapuanpna nucrumiina «lluToreHeTndna miarHOCTHKA CITaJKOBHX
naToyiorii  JgoauHu» (Kypc 3a BHOOpPOM) € CKJIaJ0BOI0 OCBITHBO-
npodeciiHUX MporpaM, BUBYAETHCA CTyACHTaMHU 31 cremiaabHocTei 014
«Cepennst ocsita (biosorist 1 3m0poB’st moauHu)», 091 «bionorisy, 162
«bioTrexHomorii Ta OloiHxkeHepis», 226 «Dapmaris, MOTPOMHCIOBA
dapmarttisi» aApyroro piBHs HaBuaHHS. Kypc € CKJIaioBOIO KIITHHHOTO Ta
MOJIEKYJIIPHOTO MMJAXOAy 10 BUBYCHHS >KUBOTO 1 TICHO TOB’S3aHHUM 13
IHIMAMHA TACIUILIIHAMY, 10 CKJIQJaloTh (PyHZaAMEHT O10JOTIYHUX HAYK.
Hapuanpna paucnumiiHa «lluToreHeTnyHa AlarHOCTHKA CHAJKOBUX
MaToJoTi JIOAUHWY 0a3yeThCsd Ha AUCHUIUTIHAX BigmoBiaHux OIl 3
MUTaHb UTOJIOT11, 010X1Mi1, TEHETUKH Ta MOJICKYJISIPHOT 010J10T11, aHaTOMIi1
Ta (Gi3100Tii JIOAWHA, OCHOB MEAWYHHUX 3HaHb Ta OE3MeYHOl
KUTTEIISUIBHOCTI 1 3aKJIQJa€ MIATPYHTS JUIsl MOJAJBIIOTO 3aCBOEHHS
CTyJICHTAMH 3HaHb Ta BMIHb 3 JUCIUIUIIH APYTrOro piBHS MiATOTOBKH
3azHaueHux OII.

3aBJaHHSIM KypCy € O3HAaWOMJICHHS CTYJCHTIB 3 OCOOJIMBOCTIMU
KaplOTHUITy JIIOAMHU B HOPMI 1 3a PI3HOMAHITHUX MaTOJIOTIYHUX CTaHIB,
3B’SI3KAMU M1 PI3HUMH THUIIAMHU XPOMOCOMHUX a0epalliil 1 maToJoTisiMi y
JIOAWHHU, OCHOBHMMH METOJAMM JIOCIIDKEHHS KaplOTHIly JIOJAWHU 1
O0COOJIMBOCTSIMH 1X 3aCTOCYBaHHSA JIJI MOTPEO KOHKPETHUX J1a0OPATOPHUX
JTOCHTIIKEHb, @ TAaKOX 13 3B’sA3KaMU MK KapioTHMIaMHU Ta IPOTHO30M
XBOPOOM BHACIIIIOK 3aCTOCYBAHHS PI3HUX MpernapaTiB.

VY pe3ynbTari BUBYEHHS TaHOTO KYpPCY CTYJEHT MOBUHEH

3HATU: CYYacHI LMTOTCHETHYHI Ta MOJEKYJISIPHO-IIUTOTCHETUYHI
METOJIU TOCIIKEHb, CTPYKTYPY 1 (YHKIII XpOMOCOM, Kap1OTHII JIFOJUHH B
HOPMI Ta HUISIXU KOO0 3MiH 32 MaTOJIOTIYHUX CTaHIB.

BMIiTH: MpAaIlOBaTU 3 HAYKOBOIO Ta HABYAJIBHOIO JITEPaTypolo,
BOJIOJIITH €JIEMEHTAPHUMH HAaBUYKaMHU HAyKOBO-JIOCIIIHHUIILKOI pOOOTH 3
BUKOPUCTAHHSIM ITUTOT€HETUYHHX MOJEKYJISPHO-IIUTOTCHETUYHUX, a
TaKoX HaOyTH I1HIIUX BMIHb Ta HAaBUYOK BIANOBiAHO 10 BuUMoOr OIIIT
MaricTpa.



Jlani pexkomeHpaiii MOpW3HAYEHI ISl MATOTOBKU CTYAEHTIB 0
ceMmiHapiB a00 NpaKTUYHMX 3aHATh (B 3aJIEKHOCTI BiJ HaBYaJbHOI
nporpamu crneriaabHocTi). CTyJeHTH MarTh OTPUMATH BiJMPABHY TOUKY
it poOOTH 3 OUIBII JOKJIAJHHMH HaBUYaJbHUMU MarepiajiaMu Ta
HAyKOBUMHU IMyOIIKAIISIMU JIA SIKICHOT MIATOTOBKH JIO CEMIHAPIB, & TAKOXK
O3HAWOMUTHUCS 3 IPUKJIIAJIAMU 3aBJaHb JIJISl TPAKTUYHUX 3aHITh.



Tema 1. 3arajbHa HUTOreHETHKA JIOAUHHA
Mema: copmyBaTH YSIBICHHS IPO HOPMAJIbLHHUM KapiOTHUI JIFOJUHHU
Ta 0COOJIMBOCTI HOT0 JOpMYyBaHHS

Teopemuuni numanus
1. HopManbHuii KapioTHI JIFOAUHHU.
2. Homenkiarypa 1 kiaacudikaiiisi XpoMOCOM.
3. XapakTepucTuKa XpOMAaTUHY JIOINHU.
4. Oco6IMBOCTI MEMO3Y JTIOUHHU.

Onopni gidomocmi 0711 ONPAUIOBAHHA MEOPEeMUUHUX NUMAHD

Kapiotun nroauHu, ik CyKyIHICTh JAHUX MPO CTPYKTYPY, pPO3MIPHU Ta
KUIBKICTh MITOTHYHHUX XPOMOCOM, BCTaHOBJEHO Ha mo4datky 1960-x pp.
Mertadazna xpoMocoma CKIAAA€ThCA 3 JIBOX XpomaTuja (CECTPUHCHKI
XpOMaTUIn) 1 eHTpoMepu. LlenTpomepa — cTpykTypa (pyHIaMEHTAIBHOTO
3HAQUCHHS: B MIiTO31 BOHA 3 €JIHYETHCA 3 HUTKAMH KJITUHHOTO BEpeTeHa 1
BU3HAYAE PO3XOJKEHHSA CECTPUHCHKMX XPOMATHJ N0 PI3HHX IMOJIOCIB Y
KJIITHHI, 10 AiIUThes. LleHTpoMepa IUIMTh XpOMOCOMY Ha JBa Iuie4ya —
KopoTke (p) 1 goBre (q). 3ajaeKHO BiJl MOJIOKEHHS IIEHTPOMEPHU XpOMOCOMa
MOXX€ OyTH METalEHTPUYHOI (PIBHOIUIEUOI0), CyOMETAlleHTPUYHOIO
(Maibke PIBHOIUICUOIO) Ta aKPOIEHTPUYHOIO (Pi3KO HepiBHOILIEUOI0). B
AKpOIEHTPUYHUX XPOMOCOMAX JOCHUTh YAaCTO HAa KOPOTKUX IUI€UaX BHUIHO
HEBEJIMKOTO PO3MIpY XpOMAaTHUYHI TUIbLSI — CyNyTHUKH. HUTKM BTOpUHHO1
MEPETSKKH, 5Kl BIAAUIAIOTh CYMYTHHK, MICTSTh SIACPLIEBUNA OpraHizaTop —
BAXJIMBY CTPYKTYpy T€HOMY JtOoAuHU. JlIIsHKM Ha 000X KIHISX
XpOMOCOMH Ha3MBaKOThHCS TesoMepaMu. CTPYyKTypu y BUIJIAI TOYKHU
MPUKPITJICHHS] HUTOK MITOTMYHOTO BEpETEHA J0 IIEHTPOMEPH HA3HBAIOTh
KIHETOXOPOM.

Jluninoigauit HaO1p JTFOAUHUA MICTUTH 46 XpoMocoM: 22 Mapy ayToCOM,
crtateBli xpomocomu (roHocomu) X 1 Y. Xpomocomamu XX
XapaKTePU3Y€EThCS KIHOUMM KaploTuil, xpomocoMaMu X 1 Y — YOJIOBIYHM.
I'omoJ10r14HI XpOMOCOMHM, B OCHOBHOMY, TIO/1I0H1 B po3Mipax 1 OyJ10B1, Xoua
MOKYTh 3YCTpIYaTHCs BIIXWICHHS B MEXaxX HOPMaJIbHOTO rerepomMopdizmy
rOMOJIOTiB. XpoMOcOMH JIOAWHM 3a JleHBepchkoro kinacudikaiiiero (1960),
dKa CIHUPAEThCA HA PYTUHHE 3a0apBJICHHS 1 CHIBBIAHOILIEHHS IUIeUel
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xpoMmocoM, ausiTees Ha 7 rpyn — A, B, C, D, E, F, G. Ilicia po3pooku
METOJIIB  JIudepeHIiaibHoro 3abapBiaeHHS XpoMmocoM, 3okpema G-
dapOyBaHHs, CTaJ0 MOXJIMBUM OUIbII  HAAIMHO  1JIEHTU(DIKYBaTH
XpOMOCOMH BCEpEJIMHI TPYI, IO MPHUBEJIO A0 3arBep/keHHs [lapusbkoi
knacudikami  (1971). 3 BBemeHHSIM B TPAKTHKy I[TMTOT€HETHUYHHUX
JIOCTIPKeHh BUKOPUCTaHHS TpoMeTadazHUX XPOMOCOM, IO JO3BOJIHIIO
M1BULIUTH PO3IUIbHY 3[IaTHICTH METOIY, OyJia BcTaHOBJIeHa « MI>KHapOIHA
CUCTEMa IUTOICHETUYHOI HOMEHKJIATypH  XPOMOCOM  JIIOJUHU  —
CEerMEHTalllsl XpOMOCOM 3 BHCOKOIO PO3JAUIBHOIO 37aTHICTIO», ado ISCN
(1981).

Jlo rpyniu A BigHOCATH Xpomocomu 1, 2 1 3, sxi 1oOpe BiAPI3HAIOTHCSI.
Xpomocoma 1 (~11 mMxkm) — meraueHTpuyHa. JUISHKA 3HAYHOI YaCTUHU
000X TMIe4eil Iiel XpOMOCOMH 1 TEJIOMEpPHI paliOHU PAHO 3aKIHYYIOTh
perutikaiito. Xpomocoma 2 (~10,8 Mkm) — cyOmeTanieHTpuyHa. Perutikaitiro
3aKiHYy€e TMi3Hime xpomocomu 1. Xpomocoma 3 (~8,3 MKM) — Maike
METalleHTPUYHA, il ICHTPOMEPHUM paliOH PEILTIKYETHCS HAMOIBII Mi3HO.

Ho rpynu B BimHOCATBCS XpoMocomu 4 1 5 (~7,7 MKM KOXHa) —
BEJIMKI CyOMETallEHTPUYHI XPOMOCOMH, SIKI HE PO3PIZHSIOTHCS 32
po3MipaMH 1 pO3TalllyBaHHSIM LIEHTpoMep. BimHOCATBCA 10 MI3HIX
PEIUTIKAHTIB 1 PO3PI3HIIOTBCS 3a 4acoMm 3akiHueHHs cuHTesy JIHK: B
JOBIUX TIJIe4aX XPOMOCOMHU S5 1€ MpoIeC 3aKiHYYEThCS paHilie, HIXK B
XxpoMocomi 4.

o rpynu C BigHOCSATECS XpoMocoMmu 3 6 o 12 1 X. B ocHOBHOMY 11€
CyOMeTalleHTpUYHI XPOMOCOMH BEIMKHX 1 CEPEIHIX PO3MIPIB. XPOMOCOMU
6, 71 X (7,2-6,8 mxkMm) — HaitOubin xpomocomu rpynu C. IHakTMBOBaHa
xpomocoMa X (opMye B 1HTEep(ha3HOMY Sp1 KIHKK TUIbLIE XPOMATHHY X
(tak 3BaHe TuUIbIlE bapa). Xpomocoma X € camMuM Ti3HIM PEIUIIKAHTOM B
XpoMOcOMHOMY Habopi. Xpomocomu 8 19 (~5,8 MKM) Maiie OJTHAKOBI 3a
po3MipoM. XpoMocoMa 9 XapaKTepU3yeThCS PETYISIPHOI0 BTOPUHHOIO
NEPETSHKKOI0 B MPUIICHTPOMEPHOMY paiioHi JioBroro mieda. Cnenudiaaux
0COOJIMBOCTEMN peruiiKallii He 3a3Ha4Y€HO.

o rpyniu D BigHOCSTH XpoMocomu 13,14 1 15 (~4,2 MKkM) — cepeaHix
pPO3MIpIB  aKpOILIGHTPUYHI ~ XPOMOCOMH 3  Maibke  TepMIHAJIBHO
pO3TalllOBaHUMH  IIeHTpoMepaMu. KopoTke 1iede BCiX TpbOX IMap
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XpPOMOCOM TOTEHIIMHO MOKe (OpMyBaTH CYITyTHUKH, IIPOTE HE B KOXKHIN
KJIITHHI 1 HE Y BCIX 1HIMBIAYYMIB BUSBIISIIOTh CYIYTHUKH. XpoMocoma 15 €
paHHIM pEIUTIKaHTOM, XpoMocoma 13 — HalOUIbII MI3HIA PEIUTIKAHT, a
xpoMocoMa 14 3aliMae MPOMIXKHE MOJT0KECHHS.

Ho rpynu E BigHocsTh Xxpomocomu 16, 17 1 18. Xpomocoma 16
(~3,6 MKM) — TIOpPIBHSHO KOPOTKa METAIlCHTPHYHA XPOMOCOMA, MICTHUTh
BTOPUHHY TIEPETSDKKY B JOBIOMY IUI€Yl, BIJHOCHTBCS JI0 PaHHIX
perutikadTiB. Xpomocoma 17 (~3,5 MKM) — TIOpPiBHAHO KOpOTKa
CyOMeTalleHTpUYHa XPOMOCOMa, BIJIHOCUTHCS JO HaWOUIbII paHHIX
perutikanTiB. Xpomocoma 18 (~3,2 MKM) — HAKOpOTIIIa CyOMEeTaleHTpUYHA
XpOMOCOMa B II1i TpyMi, HAIEKUTH 0 MI3HIX PEIUIIKAHTIB.

I'pyna F npeacraBiena xpomocomamu 19 ta 20 (~2,9 Mkm) —
KOPOTKUMH METALUECHTPUYHUMH XPOMOCOMH, SIKI HEMOKIIMBO PO3PIZHUTH
0e3 audepeHiabHOrO hapOyBaHHS; 3aKIHUYIOTh PEIUTIKAIIIIO dYy>KE PaHo.

Xpomocomu 21 Ta 22 BigHOCsAThCs g0 rpynu G. Xpomocoma 21
(~2,3 MKM) — HalOLIBII KOPOTKA aKPOIICHTPHUYHA XpPOMOCOMa B KapiOTHIII.
Kopotke miede moxke dopmyBatu cynyTHUKH. Lls xpomocoma — OuibIn
MI3HIA pEIUIiKaHT, HLK XpoMmocoma 22. Xpomocoma 22 (~2,8 MKM) —
KOPOTKa akKpOIEHTPUYHA XPOMOCOMA, TakKOX 37aTHa (opMyBaTU
CYIIyTHUKM Ha KOpPOTKOMY Iuiedl. Pemikyerbcst B KiHII S-miepiony, aje
panime xpomocomu 21. Xpomocoma Y (~2,3 MKM) — MaJieHbKa
aKpOILICHTpPUYHA XpPOMOCOMa, MOAIOHA 3a po3Mipamu xpomocoMam 21 1 22,
ajie He Mae CYMyTHHKIB. Mae BEIuKiI reTepoXpOMaTUHOBI PailoHH, € Mi3HIM
PEITIKAHTOM.

KiitrHa mr0IMHU Ma€ ABa T'€HOMM: CKJIQJHUN T€HOM SIAEpHOi, ado
xpomocoMHoi JIHK 1 npocTuii MiTOXOHApIAIbHUI T€HOM. SJIepHUN T€HOM
po3noauieHui Mix 23 pi3HuMHU ABocHipanbHuMu Mosekyinamu JHK, sxi B
KOMIUJIEKCI 3 TICTOHOBUMHM 1 HETICTOHOBUMH OllkaMu (HOpPMYIOTh
iHauBiAyansHi Xxpomocomu. Bmict JIHK B xpomocomax Bapiroe Bim 50 1o
260 MJIH. TTap OCHOB.

CTtpyKkTypa XpOMOCOM 3a3HAa€ 3HAYHMX 3MIH B XOJlI KJIITHHHOIO
noauty. OyHKIIIOHYIOUY1 XpOMOCOMHM 1HTEep(a3HUX siiep OUIbII pO3NpaBIICHI
1 mudy3HI, HiXK MeTadazHi XpOMOCOMU. XPOMOCOMA SIK KJIIITUHHA OpraHela,
o (PYHKIIOHYE, TMOBUHHA MICTUTH MIHIMyM TPH THUIIM TOCHiOBHOCTEH
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JIHK, sixi popMyrOTh 1IeHTpOMEpPY, TEIOMEPH 1 AUISHKY MOYATKy peruIikarii
JIHK, HeoOx1Hy /17151 TOABOEHHS XPOMOCOMH TP MO KITITHH.

KoskHa xpoMocoMa Mae OJHY LIEHTPOMEPY, Ky BUIHO B CBITJIOBUU
MIKPOCKOT K TIEPBUHHY MEPETKKY, B KM MOEAHYIOTHCS 1Bl CECTPUHCHKI
xpomatuan wmetadazHoi xpomocomu. lLleHTpomepa HeoOXimHa s
MPaBUJILHOI Cerperailii XpoMOCOM IiJT Yac KJIITHUHHOTO MOALTY. XpOMOCOMU
0e3 1eHTpoMepH (aleHTPUUHI (parMeHTH) HE MOXYTh MPHUETHYBATUCA 10
HUTOK BEpETEeHa MOAUTY 1 IyOJAThCS B X011 HOJAUTY. Y JIFOJUHU LIEHTPOMEPHU
MICTSITh 0OcoOnuBI Tunu mnoBtoproBanux JIHK, a Takox cneuudiyni
«IICHTPOMEPHI» OUIKH, 110 3a0e3MeYyI0Th CEerperaiid XpoMOCOM B XOji
MITOTHUYHOTO 1 MEIOTUYHOTO MOy KIITHH.

Tenomepu XpoMOCOM € CIELiali30BAHUMU CTPYKTYpaMH, IO MICTSTh
ocooymBi Tunu JJHK 1 Outku, sKi yTBOPIOIOTH KIHIIEB1 JUISTHKH XPOMOCOM.
Tenomepu MarTh Kigbka QYHKINN: 1) miATpUMKA CTPYKTYPHOI IUTICHOCTI
XpoMocoMmH; 2) 3a0e3leueHHs IOBHOI peIuIiKaiii KIHIEBUX JIUISTHOK
XpOMOCOMH; 3) MIATPUMKA TPUBHUMIPHOI OpraHizaiii XpoMocOM B
iHTepdazHomy spi. TermoMepu €ykapioT MICTATh CXOXI, ajle He 1ACHTHYHI,
TaHgeMHO mnoBTtoproBaHl mnochigoBHocTt JIHK, nampukiman, TTAGGG
(Homo sapiens), TTTAGGG (Arabidopsis), TAGGG (Trypanosoma),
TTGGGG (Paramecium). KpiM TOro, XpoMoCOMH MICTITh OCOOJIMBI
cyorenomepHi nosropu JAHK, dyHKIIIS IKUX TOKHU HE sICHA.

[aTepdasni sapa MICTITh JEKOHICHCOBAHWHN ci1abo 3abapBieHUM
XpOMATHH (€yXpOMAaTHH) 1 KOHAEHCOBAHUN TEMHO 3a0apBJICHUN XPOMaTHUH
(rerepoxpomMatuH). B eyxpoMaruHi po3TanioBaHa NEepeBa)KHA OUIBIIICTb
T€HIB, B TOM 4ac sIK TETEPOXPOMATHUH MICTUTh Majio I'€HIB, SIKi 3a3BUYall HE
aKTHBHI. BuAUISIOTH [Ba TUNHM TE€TEPOXPOMATUHY: KOHCTUTYTUBHHM 1
dakynbTaTUBHUNA. KOHCTUTYTUBHUI TE€TEPOXpPOMATHH MPOTITOM BCHOTO
KJIITUHHOTO IMKJIY KOHJACHCOBAHMM 1 TEHETUYHO HE AaKTHUBHUM.
DakynbTaTUBHUN TETEPOXPOMATUH MOKE OYyTH y TEHETHMYHO aKTUBHIN
(IekoHIeHOBaHI) abo HeakTWBHIA (KOHJEHCOBaHIM) ¢dopmi, SIK,
HAIMPUKJIIAJ, IPU 1HAKTUBALIIL IPYTOi XpOMOCOMHU X Y KIHOK.

Hykneoruana mnocaigoBHicte JJHK B reHOMI JIOAMHU TOBHICTIO
BcTaHOBJeHa. OJHAK 1€ CTOCYEThCA JIMIIE EYyXPOMATHHOBHX palOHIB
Ir€HOMY, BU3HAQUUTH TMOBHICTIO MOCIIIOBHOCTI T€TepOXpoMaTHUHA TOKU HE
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Braiocs. Ilpore, ocHoBHi Tumu JIHK rerepoxpomarnnHa aocuTh Ao00pe
OXapakTepu3oBaHi. Y CKJIaJl TEHOMY JIIOJJMHM € SK YHIKaJIbHI
nociigoBHocTi JJHK, siki KOAyrOTh 1HAUBIIyaldbHI I'€HU, TaK 1 YUCJICHHI
ciMeiicTBa moBTOproBaHux mnochigoBHocTed JIHK, siki € TpaHCKpuUMIiiiHO
HeaktuBHUMH. [loBToproBani mocaigoBHocTi JIHK maroTte nBa ocHOBHHX
TUIIA OpraHizailii: TaHJIEMHO MOBTOPIOBaHI 1 JMCIEProBaHI MO TE€HOMY
MOCJT1TOBHOCTI.

B pe3ynbTaTi MiTO3y YTBOPIOIOTHCS JIBI TEHETUYHO 1JICHTUYHI JOYIpPHI
kinituan. [lpu nepexoai 3 iHTepdasu A0 MITO3Y XPOMOCOMHU CTarOTh
BUJIMMHUMHU SIK TIOJIOBXK€HI HUTKOMOJIOHI CTPYKTypu. Y paHHIN mnpodasi
KO’KHa XpOMOCOMAa CKJIAQA€TbCsl 3 JBOX CECTPUHCBKUX XpOMATHH 1
NEePEeMINIY€eThCA 0 Crienu(PiuHNX CaWTIB Ha SACpHIM MemOpaHi. Y Mmi3HIN
npodaszi XpOMOCOMH CTalOTh KOPOTIIMMH 1 MIOTOBIICHUMHU, 3HUKAE siIepHA
MeMOpaHa 1 IMoYMHa€eThCs MeTadasza. Y 1ei yac Mo)kHa OaYUTH MITOTHYHE
BEPETEHO y BUTJISI TOHKUX HUTOK, SIK1 IPUKPITLIIOIOTHCS JI0 ABOX MOJISPHO
pPO3TalIOBAHUX CTPYKTYpP, 3 OJHOTO OOKY, 1 JO IIEHTpOMEp MeTadazHUX
XpOMOCOM, 3 IHIIOr0. XPOMOCOMH PO3TallOBYIOTHCSI B €KBaTOplaibHIN
IUIONIMHI KJIITUHM, aj€ TOMOJIOTIYHI XPOMOCOMM HE CIapOBYIOTHCS. Y
MI3HIA MeTadasi npu nepexoal A0 craiii aHada3zu XpOMOCOMHU JIIATHCS, B
TOMY 4YHCIl 1 B IIEHTpOMEpHUX paioHax. JIBI XpoMaTuau KOXKHOI
XpPOMOCOMH MITPYIOTh J0 TMPOTUJICKHUX TMOJIOCIB KmiTHUHU. Tenodasa
MOYMHAETLCA 3 YTBOPEHHS siiepHOi MeMOpaHu. B kiHIIl 1€l cTaaii Takox
IUIMTHCA 1 UTOIUIa3Ma. Y paHHiM 1HTep(da3l XpOMOCOMHU BTpavyaroTh CBOIO
JTUCKPETHICTb.

Meio3 y JIOJWHU XapaKTEPU3YEThCS INEPETBOPEHHSAM XPOMOCOM B
MPOIIECl CIEepPMATOreHe3y y YOJOBIKIB 1 OOT€HE3y Yy JKIHOK. SIK BiJIOMO,
CTaTeBl KJIITMHH, 200 TaMeTH YTBOPIOIOTHCS B TOHAanax. Y KIHOK e
MPOIIEC HA3MBAETHCSI OOTEHE30M, a Y YOJIOBIKIB — criepMaTorene3om. Yucio
OPUMOPAIAIBHUX CTaTeBUX KIITUH, SIKI MITPYIOTb B TOHaAuM B XOJIl
PAHHBOTO PO3BUTKY ILJI0/A, 30UIBIIYETHCS B PE3YyJbTaTl MITOTHYHHUX
nojaunB. PeanbHe yTBOPEHHS CTaTEBUX KIITHUH MOYMHAETHCS B Mei031. €
PSAIl BIAMIHHOCTEH B Mei031 Y0JI0BIKIB 1 kK1HOK. OCHOBHI JOCIIIJIPKEHHS B 111
00J1acTl, HE3BaXKAIOUYM Ha BIPOBAHKEHHS HOBITHIX TEXHOJIOT1MH, SIK 1 paHIIIe
NPUCBSYECHI CIIEPMATOr€HE3Y, OCKUIBKA OOTEHE3, 10 MOYMHAETHCS y 3-7-
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MICSIYHMX €MOPIOHIB, Majlo JOCTYIMHHH ISl  aHajizy. XpoOMOCOMU
BCTYNalOTh B paHHIO mpodasy MeWo3y Yy BUIJISII JIOBTUX C€Jlabo
CIipali30BaHUX TOHKMX OJMHOYHUX HHUTOK (JIENTOTEHA). Y IIbOMY CTaHi
TOMOJIOTIYHI XPOMOCOMHM KOH IOTYIOTh MO CBOiMl JIOBXHHI, YTBOPIOIOYHU
OiBasieHT (3uroteHa). Ha it crazaii dopmyroThecsi 23 OiBaJIeHTH y BUIJISAI
MOTOBIIEHUX HUTOK, SKI MalTh XpPOMOMEpHY OyaoBy (maxiTeHa).
MiKpOCKOMIIYHO  MOXXHA  BHUSIBUTH  PO3’€IHAHHS  XpOMAaTUJ  MiCIA
dbopMyBaHHs OIBaJICHTIB B TOMOJIOTYHHUX XPOMOCOMAX, SIKE BiJJOYBA€THCS 3
JeIKUM 3ali3HeHHSIM. biBalleHT — 1ie cTpykTypa, chopMOBaHa YOTHpMa
xpoMmatuaamu.  [loTiM  peayIulikoBaHi  TOMOJIOTIYHI ~ XpOMOCOMU
BIJIIITOBXYIOTHCS OJIHA Bl 0JHOI (aumuioTreHa). [Ipu 1isoMy HECeCTpUHCHKI
XpoMaTuau B OIBaJCHTI MOXYTh MOEIHYBAaTUCA MK COOOI0 B OKPEMHX
TOYKAaX, YTBOPIOIOYM Xia3MH. Xia3MHu BIJINOBIAAIOTh TOYKaM, B SIKHX
BIIOYJIMCS PO3PUBKM 1 OOMIHM JUISHKAMHU TOMOJIOTIYHUX XPOMOCOM
(kpocunrosep). Jami xpomocomMu BXOATh B Mi3HIO npodasy meiosy. [1pu
IIbOMY OIBaJIGHTH CKOPOYYIOTHCS IUISIXOM cripamizaiii (miakenes). [ami
yepe3 BIIMITOBXYBAHHS TOMOJIOTIB OJWH BIJ OJHOTO Xia3MH MOYMHAIOTh
repecyBaTUCs 0 TEJIOMEPHUX AUISHOK XpPOMOCOM (TIPOIeC TepMiHaIi3alli
xia3M). B kiHml mnpodasm o000n0OHKA sApa 3HUKAE, a OIBaJE€HTH 31
CHipai30BaHUMHU XPOMOCOMaMH NIEPEMIIIAIOTHCS B €KBAaTOPIAJIbHY 00J1acTh
(metadaza ). Takum unHOM, B MeWoTUYHIMN MeTadasi | MoxHa OauuTH
OiBajieHTH, CHOPMOBAHI JBOMAa TOMOJIOTIYHUMHU XPOMOCOMAaMH, a He
MOOJIMHOKI XpOMOCOMH, CKJIaJIeH1 IBOMa XpOMaTUIaMH, SIK BiIOYBa€eThCs B
MITO31. Baowcnueoro eenemuunor0 Xapakmepucmurkoro nepuioco nooiny
Meuo3y € MONCIUBI 2eHeMUYHI peKOMOIHayii K HACAI00K KPOCUH208epY I
DeOVKYIsL XPOMOCOMHO20 HADOPY 00 2anioioHO20.

Hpyruil moain Meio3y XapaKTepHu3yeTbCsl PO3XOJKEHHSIM XPOMaTHU/T
MOJBOEHOI XPOMOCOMH 1 TOJAJIBIIUM TOAUIOM KJiTUHM. KoXHa TOodipHS
KJIITUHA MICTUTH JIMILE OJIHY XPOMOCOMY 3 MapHu 1, OTXKE, € TaruioiHOIO.
Ockinbku pexoMOiHalis npounuia B npodasi I, xpomocomu rarioigHux
KJIITUH BIJIPI3HSIIOTHCS B1J HAOOPY XPOMOCOM BUXIJTHOT KIITUHU. Y KOXKHIN
XpOMOCOMI MOKHAa BHUSIBUTH PEKOMOIHAHTHI 1 HEPEKOMOIHAHTHI IUISHKHU.
Po3nonim XxpoMocoM B XOJI MeEHO3y TOSICHIOE Cerperailo reHeTUYHHUX
O3HaK BIAMOBIAHO JI0 3aKOHIB MeHIe.
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VY mpotieci ciepMaroreHe3y AUIUIOIIHI CIIEPMATOrOHIT YTBOPIOIOTHCS
B XOJIl MOBTOPHUX MITOTUYHUX MOAUTIB KIITUH. B myOGepraTHOMY mepiofi
JesIK1 3 UX KJIITUH MOYUHAKOTH TU(EPEHITIIOBATUCS 1 YTBOPIOIOTh MEPBUHHI
CIIEPMATOIUTH, B SIKMX BIJOYBA€ThCs nepinii MmeiotTuuHuil nmoxaint. Ilo ioro
3aBEpIICHHIO TIEPBMHHI CIEPMATOIMTH YTBOPIOIOTh JBa BTOPHUHHHUX
CIIEpPMATOLIMTA, KOXXEH 3 SIKUX Ma€ TaruloifHuK Hallp AYTUIIKOBAaHMX
xpomocoM. KoxkHa XpomocoMa CKIAga€eTbCsi 3 [JIBOX CECTPUHCHKHUX
XpOMATH/I, SIK1 TIOAUISIOTHCS B XO1 Apyroro MmeioTuyHoro nojaury. Koxen
BTOPUHHUN CHEPMATOLUT AUIUTHCA 1 YTBOPIOE JBI crepMmaTuiu. Takum
YUHOM, OJIMH TIEPBUHHUN CIEPMATOIUT YTBOPIOE HYOTUPU CIIEPMATU]IHU,
KO)KHa 3 fKUX Ma€ TaljioifHuM XpoMocoMHHMI HaOlp. Cnepmartuau
nudepeHIIIoITRCS B 3pill criepMaro3oiau. [lporec yTBOpeHHS 3puiux
CIEPMATO30i/(1B 3 IEPBUHHOIO CIIEPMATOLINTA 3aiMa€ 6 TUKHIB.

OoreHe3 BIIPI3HAETBCA  BIJl CHEPMATOreHE3y 3a 4YacoMm 1
pesyapTatamu. CTaTeBl  KIITUHM, SKI  MITpyBaid B  SIEYHUKH,
PO3MHOXYIOTbCSI  TIOBTOPHUMM  MITOTUYHUMH TOAUTaMU  (YTBOPEHHS
ooronii). Ille B nmpeHataibHOMY TEpioAl OUTBIIICTh MEPBUHHUX CTATEBUX
KJIITUH TUHE. [Ipyn HapomKEeHH1 JIBUMHKHU iX YKUCIO CTAHOBHUTH MPUOIU3HO
2 MITH B 000X sieuHHKax. /o MOMEHTYy CTaTeBOTO J03piBaHHS OUIBIIICTH 3
HUX JETeHEpye 1 B sieuHUKax ix 3anuiaerbes 0mu3bko 40 000. [TpubnuszHo
450 3 HUX pocsAraroTh ctajli oonuTiB Il mopsanKy 1 BUXOAATH 3 S€YHUKA B
npoiieci OByJsIIi. Jlo TpeThboro MICSISl JKUTTA IUIOAY B SIEUHHKAX
BIJI3HAYAIOTHCS TUIBKM MITOTHYHI TOAUIM. [IpuOaIM3HO 10 KIHIS TPEThOTO
MICSIIISl OOTOHI1, 110 3HAXOAATHCA B (DOJIKYJIl, TOYUHAKOTh AKTUBHO POCTH 1
nu(depeHIIitoBaTUCS, B PE3YJIbTaTlI YOTO KOXKEH OOTOHIM MEPETBOPIOETHCS B
oouut I mopsanky. Oouutu I mopsanky BCTynmaroTh B Meio03. PenykuiitHui
MOAUT MeHWo3y B OOIUTax | MOpSAKYy TOYMHAETHCS B IIPEHATAIBLHOMY
nepiol A0 KIHIS TPETHOTO MICALS KUTTSA IUIoAy. YWCIo OOLMTIB, MIO
BCTYNWIN B 1IeH yac B Meio3, HeBenuke. Ha npenaparax ix iAeHTUDIKYIOTh
SIK JIETITOTEHHI Ta 3UTOTE€HH1 KMTUHU. [loYyMHAO4YM 3 CHbOMOIO MICSI B
MEHO03 BCTYIMarTh HOBI oonuTu | mopsaky. Ilepun maxiteHu 1 JIMJIOTEHU
CIIOCTEPIratOThCS Y CEMUMICSYHOTO TIJI01A.

Oouutu | mopsiaky BCTymnarTh B npodasy Mmepuioro noauty Menosy,
ajie He 3aBepUIyIOTh ii. Melo3 3aTpuMyeTbesl B KiHII NMpoda3u 1 KIITUHU
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BCTYINalTh y (a3y CHokow — AIKTHOTEHY. XPOMOCOMH 00’€IHaHI B
OiBasieHTH. [licas HapoKEHHS JIBUMHKUA OOLUTH | MOPSJIKY 3aJIMIIAIOTHCS
Ha il cramii. [lomin 3aBepiyeThCs TUIBKUA TICHST HACTaHHS CTAaTEBOl
3putocti. Big HapoKeHHsS [0 HACcTaHHS CTATeBOi 3pUIOCTI  SE€YHHK
30LTBIIYETHCA B PO3MIpI, ajie Juiie okpemi (ONIKYJIU MOYUHAIOTh POCTH 1
pO3BUBATHCS. 3MiHM, $IKI BIIOYBalOTbCSI B OpraHi3Mi JKIHKA B TMeEpioj
CTaTEBOIO J03piBaHHS, 00yMOBJICHI PEryII0IYUM BILIMBOM
HEWPOTOPMOHATIBLHOI CHUCTEMHM Ha cTaTeBY (yHKIIO sieyHUKIB. KoxeH 3
JEKUIBKOX THUCAY NEPBUHHUX (DONIKYIIB, PO3TAIIOBAHUX B KIPKOBIH
PEUYOBHHI SIEYHUKA, JO YacCy CTATE€BOr0 JIO3PIBaHHS CKJIAJTAEThCA 3 oonuTa I
NOpAZIKY JaiaMeTpoM 25-30 MKM, OTOYEHOTO OJHUM IIapoM (HOTIKYISIPHUX
KIITHH. Sapo oonwnta I mopsaky 3amumnaetses B mpodasi [ meiosy. Snepre
100pe BUPAXKEHO. XPOMOCOMM BUTSATHYTI Y BUIJISAI TOHKUX HUTOK. BoHuU
3QIMIIAIOTHECA B TAaKOMY BUIJISAI, TOKH, Y€pe3 POKH, HE 3aBEPIIUTHCS
Meiio3. Koxni 28 116 (a60 mpuOIM3HO CTUIBKH) y CTaTEBO3P1JIOi HEBATITHOT
KIHKU B SIEUHUKY PO3BUBAETHCS KiIbKa (PoJIKYIiB. BOHM 301IbITYIOTHCS B
po3Mipi 1 HAOIMKAIOTHCA 10 MOBepXHi. [IpoTe 3a3Buuaii TUTbKU OJMH 3 HUX
J03p1Ba€, MPOPUBAE MOBEPXHIO I€YHUKA 1 BUBUIbHsIE oouuT II mopsaky.
[Iporiecy oOBymsLIl Mepeaye IIBHAKE 3aBEPILICHHS  MEPIIOro
MEHOTHYHOTO ToAlTy. B pe3ynbTaTi yTBOPIOIOTHCS ABI TaruioiH1 KIITHHHU.
Poznoain uuroriasMu Mixk HUMH HEPIBHOMIPHUI: OJIHA 3 JOYIPHIX KIITHH
— oomuT Il mopsimky — oTpuMye Maiike BCIO ITUTOIUIa3My MAaTePUHCHKOI
KJIIITUHYU, TOJ1 SIK HA YacTKy APYroi — MEpPUIOro MOJSPHOTO TUIbLSL — HE
nictaetbes Maibke Hidoro. QOomwmt Il mopsiaky BcTynmae B Apyrui
MEUOTUYHUN TOALI, aje BIH JOXOJIUTh TUIBKM 10 cTaaii Mmetadasu 1
3YNUHSETHCSA A0 TUX Mip, TOKKA HE BIIOYAETHCS 3aILUIITHEHHS, 10 3a3BUYail
TparisieTbCs pifko. Tak sK T Yac MEpHIoTo MOALTY MEW03y YHCIIO
XPOMOCOM CKOpOUYeThCs BBIUl, oot Il mopsiaky, a oTxe, 1 SHIIEKITITHHA
MaloTh TaIIoiAHUI HaOip XxpomocoMm. Takuii xe Habip XpomMocoM Mae i
nepiie MoJisipHe Tulblle. TakKuM YMHOM, YTBOPEHHS SIMLEKIITUH Y KIHOK
MOYMHAETHCSA 1€ JO 1X HAPOKEHHS 1 3aBEPUIYEThCS [JISI KOXHOI
KOHKPETHOI  SWLEKIITUHUA TUIBKM TCHs i1 3armmigHeHHs.  OoluTu
3HAXOAAThCS B Ipodaszi mepioro Merno3y npoTarom 0araTtbox pokiB. Kpim
TOTO, 3 OJHOTO JUIUIOITHOTO oolUTa | MOPSAKY YTBOPIOETHCS OJIHA 3pijia
13



ramioifHa sunexmiTiHa. Te, MO TUIBKM OJHA 3 YOTHPHbOX KIIITHH
PO3BUBAETHCA B 3pUIMM OOLMUT, a MOJSIPHI TUIbILA Maike HE MarTh
IUTOILIa3MHM, JIa€ MOJKJIMBICTh OOLIMTaM IIepeJlaTH 3WUroTi MOBHHIN HaOIp
IATOIIA3MAaTUYHUX  OPTaHOiMIB 1 PO3TAlllOBAaHUX TICBHUM YHHOM
iHpopmarriitnux PHK.

Humanns 0asa KOHmMpoJI0

1. CKiIbKH XpOMOCOM Y JTFOAUHU?

2. Sxi mpuHIMIY Ki1acudikalii XpoMOCcoM BaM Biomi?

3. SlkumMu  mpuHUMNAMH ~ Kiacu@iKalii  XpOMOCOM  KEpYyeThCs
JlenBepchka cucrema?

4. Axumu npuHIMaMu kiaacudikaiii kepyerbes [lapusbka cuctema?

5. Slka cuctema knacudikailii € YUHHOIO y TenepilHii yac?

6. SIki TUIIK XpOMATHHY Yy JIFOAWUHU BaM B1AOM1?

7. Slkuit TAIT MENO3Y Y JTIOJTUHU?

8. Ha3BiTh 0COOJMBOCTI YOJIOBIYOTO Ta KIHOUOT'O MENO3Y Y JIHOIUHH.

3pa3Ku 3a60aHb 011 NPAKMUYHUX 3aHAMb 3 memu 1
1. BkaxiTh 1HTEpBaIX BEJIWYMH IJICYOBUX 1HACKCIB METAIICHTPUYHUX,
CyOMEeTalleHTPUYHUX Ta aKPOIECHTPUUHUX XPOMOCOM 3 HABEACHOTO HUKYE

pPUCYHKA.

5 o
2. Cxnaaith 110rpaMyd HOpMaJIbHUX KapIOTHUIIIB YOJOBIKA Ta XKIHKU

MKM

(3a JTiTepaTypHUMH JKEpeIamMu).

3. KoMy (9onoBiky a0o0 JKIHI[I) HaJEXKWUTh 300pa)keHa HIHKYE
MeTtadasHa miactuaka. Po3inoxuts xpoMmocomu 1o rpynax: A, B, C, D, E,
F, G. Uu po3Bonsie naHuil MeTOJ 3a0apBJEHHS XPOMOCOM OJHO3HAYHO
1IEHTU(PIKYBATH XPOMOCOMHU BCEPEAUHI Ipyn?
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3. CkiaaiTh CIOBHMK IMTOTCHETHYHUX TEPMIHIB, SIKI MOXXHA
BUKOPHUCTATHU JIJIs1 ONUCY HOPMAJIBHOTO KaplOTUITY JIFOJUHH.



Tema 2. [luTOreHeTHYHI METOIU JTOCJIIIKEHHS XPOMOCOM

Mema: o03HalOMUTH  CTYIEHTIB 3  METOJaMU  OTPUMAHHS
IUTOJIOTIYHUX TMpernapaTiB sl JOCTIIKEHHS XPOMOCOM JIFOAMHU, a TaKOXK
3 MeTodaMu (apOyBaHHS XpPOMOCOM, II€peBaraMu 1 HEIOJIKaMH IUX
METO/IIB

Teopemuuni numanHs

1. Criocobu oTpuMaHHs KJIITHH, IO JUISITHCA.

2. TkaHWHM 3 BUCOKUM MITOTUYHUM 1HJIEKCOM.

3. KiitunH1 KyapTypH.

4. OOpoOKM ISl TABUINECHHS MITOTHYHOTO 1HJEKCY Ta MOCHUJICHHS
KOHJIEHCAIlll XpPOMOCOM.

5. Meroau NIABUIIEHHS PO3JAUIBHOI 3JaTHOCTI ITUTOI€HETHYHOIO
TOCITIIKEHHS.

6. MeToau npuroTyBaHHs MpenapariB.

7. PyTuHHE 3a0apBICHHS XPOMOCOM.

8. Metoau nudepeniiinoro 3adapsiaeHus xpomocom (Q-, G-, C-, R-,
T-3a0apBiieHHS).

9. MeToau IOCTIKEHHS SIEPLIEBOTO OpPraHi3aTopa, CECTPUHCHKUX
XPOMATHIHUX OOMIHIB.

OnopHi gioomocmi 0711 ORPAUIOBAHHA MEOPEMUUHUX RUMAHD

['osloBHa ymMOBa ITUTOTE€HETUYHOI JN1arHOCTUKHU — BUSIBJIICHHS KJIITHH,
mo auATbes. KicTKOBUM MO30K, TKAHMHHM CIMEHHHMKA 1 XOPIOH MaloTh
JOCTaTHIA MITOTUYHHUN 1HAEKC, II00 BUKOPUCTOBYBATH IIi 00’ €KTH IJIst
ATON€HETUYHUX O00CTekeHb. OJIHAK HAKOMUYEHUW JOCBIJI BKa3ye, IO
KJIITUHHI KyJIbTypu Habarato 1H(OpPMATHUBHIIIE: KJIITUHU 3BUIBHEHI BiJ
€JEMEHTIB 3’ €JIHYBaJIbHOI TKAaHUHU 1 J00pe YTBOPIOIOTH CYCIEH3IIO.
MiTtoTHyHUi 1HAEKC B KyJbTypl KIITUH HaOarato Buumi. Kynbrypu
KJIITUH MOKHa OTpUMAaTH 31 mMaTKiB mikipu ((hidpobdiactu), KICTKOBOTO
MO3KYy, €MOpIOHaJbHUX TKAHWH, XOpIOHA, KIITHH aMHIOTUYHOI DPiAWHHU.
Haiibinbm 3pydHOI0 BUSBUJACS KyJbTypa JIMGOUUTIB TNepudepuyHoi
KpoBi. i 1i OTpUMaHHS JOCTaTHbO JOJaTH 1-2 MJI BEHO3HOI KpPOBi B
CyMIII KUBWJIBHOTO CepeloBUINA 3 (ITOreMaritOTUHIHOM, SIKUM aKTHUBYE
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IMyHOJIOT1YHY TpaHchopmMalito JIMGPOIUTIB Ta iX moAiia. TpuBamicTh
KYyJIbTUBYBaHHs ckJanae 48-72 ron,.

Jpyroro yMOBOIO LMTOTCHETUYHUX [OCTIJKEHb € BUKOPUCTAHHS
KoJieminy (abo KOJIXIIMHY), SIKUW PpYWHYE BEPETCHO MOILIY 1 3YIUHSE
KJIITUHHUN MO Ha cTaaii Metadgazu. OOpoOKy mpoBOAsATh 3a 2-3 TOJ 10
3aKIHYCHHS KyJbTHBYBaHHSA. 3a I1IeM d9ac MITOTHYHHUM  1HJEKC
MIJIBUIYEThCA B 2-3 pa3u. JI0MaTKOBOKO MI€I0 € TOCUJICHHS KOHASHCAIll
XpPOMOCOM.

B Tux Bumagkax, KOJIM MNOTPIOHMM aHami3 II€BHOIO palloHy
XPOMOCOMHU, CUJIBHO KOHJICHCOBaHI MeTadaszHi XpoMOCOMU (3B1JICH 1 Ha3Ba
Merony — MetadasHu) HENMPHUAATHI O aHamizy. B Takux BHUMaakKax
KIITUHY (GIKCYIOTh Ha cTafiii mpomertadasu. HesBakaroum Ha Oarato
HaKJIaJEeHb 1 MOraHy IUIACTUHKY B IIJIOMY, cepell 0araTboX KJIITHUH MOXHA
3HAWTH TaKl, Jie € AUITHKA, He0OX1aHa JUIs aHaJi3y.

HactynHoto yMOBOIO JjIi OTpPUMaHHSI TapHUX TMpenapariB €
TINOTOHIYHMM IMOK. 3BHYaHO I Ii€i METH BHUKOPHCTOBYIOTh
TIMOTOHIYHUM PO3YMH XJOpHUIY Kajiblilo abo mutpary Hatpito. Kinituaum
IpHU 1IbOMY HaOyXaroTh, siiepHa 000JOHKA JIOMAETHCS 1 XPOMOCOMH BUITBHO
IJIABAIOTh B IIUTOILIA3MI.

KnituaHy cycneHsiio (IKCyIOTh CYMIIIIII0 METaHOIY 1 OIITOBOI
kucioTu (3:1), moTiM cycnensio HeHTPUPyryroTh 1 MiHSIIOTh (pikcatop. B
Takomy ctadi npu 4 °C cycrneHsis Moxe 30epiraTucsi MpoTIroM JAeKiTbKOX
TXKHIB. [Ipemapatu roTyroTh po3KamyBaHHAM Ha YUCTE MPEIMETHE CKIIO.

B 3anexxHOCTI Bl METU JTOCIIJIKEHHS MPEnapaT TOTYIOTh 3 KIITHH
XOpIOHY, KICTKOBOTO MO3KY, CIMEHHHKIB, KyJIbTypu (PiOpoOnacTis,
KyJbTypu amHiouuTiB. [Ipouenypu nemo BIAPIZHSAIOTHCS Bl KYJIbTYpHU
JiM(OLNTIB, alle OCHOBHI €Talu Ti %k caMi.

Hactynuuii eran — 3abapBieHHsa npenapatiB. L1 metonu moxxkHa
NOJAUIUTU HA TP TPYIHU: MPOCTI, AU EepeHIIalIbHI, (PIyOPECIEHTHI.

Haii0iibI1 pO3MOBCIOKEHUN METOJ] — pyTUHHE 3a0apBieHHs. Bix
7A€ MOKJIMBICTH JIMILIE TPYMOBOi 1eHTU(iKaIli XpoMocoM. CTpyKTypHi
XpPOMOCOMHI ~ aHOMaJii MaroTh 1JEHTU(IKYBATUCS 3a JOTOMOTOIO
audepeHuiaibHOro  3a0apBieHHs. PyTuHHe 3a0apBiieHHS — IIUPOKO
3aCTOCOBYEThCS IS BHUBYEHHS XPOMOCOMHOTO MyTareHesy (00K
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XpPOMOCOMHHUX alepariil) mpu mepeBipil ¢GakTopiB JOBKULISAL Ha
MYTareHHICTb. 3a JOMOMOIOI0 IIbOTO METOAY Oyiau BIAKPUTI OCHOBHI
XPOMOCOMHI XBOpPOOM, MOKa3aHa pOJib XPOMOCOMHHUX aHOMAJIH mIpu
CIIOHTAaHHUX abopTax, BPO/KEHUX BaJlaXx PO3BUTKY 1 KaHIIEPOIreHe3I,
PO3p00IICH] TPUHITUIIN 010JI0T1YHOT JO3UMETPil OIPOMIHEHHS.

Y TenepimHiA Yac y MPaKTUIl XPOMOCOMHOTO aHami3y HIIMPOKO
BUKOPUCTOBYIOTBCS ~ METOAM  JU(EpEeHIllaTbHOro  3a0apBICHHS 1
MOJIEKYJIIPHO-IIMTOT€HETUYH1 MeToAu. Briepiie metoa audepeHIiaibHOro
3a0apBlICHHA XpoMocoM OyB 3ampomnoHoBaHuUM KacrmepccoHoMm, sikuit
MoKa3aB, IO Ipud 0O0poOll mpemapaTiB MITOTUYHHUX XPOMOCOM 3a
JOTIOMOT0I0  aKPUXIH-IIPUTY Yy (IYyOPECHEHTHOMY MIKPOCKOI BHIHA
CMyTacTICTb MO JIOBXHHI XpPOMOCOM. Y XpoMocoMax Oyiau BHU[IHI
nonepeuni cMyru, siki cBiTaAThes (Q-3a0apBiIeHHs), po3TalllyBaHHS iX OYJ10
XapaKTePHO JIJIs1 KOKHOT XpOMOCOMHM.

[ToTim 3’scyBanu, Mo AudepeHIiiHo 3a0apBIOBATH XPOMOCOMHU O
JOBXKHMHI MOXHa 3a JI0NoMoror Hediyopeciiroounx O0apBHUKIB. Ilepen
dapOyBaHHsIM TpenapaTd OOpOOJSAIOTH PI3SHUMH CIIOCOOAMHU  (KOPOTKa
00poOKa TPUIICUHOM, JIY’)KHUMH a00 KMCJIMMHU PO3YMHAMU # 1H.). 3aJIeKHO
B1J1 MeTOy (hapOyBaHHs MOxkHA BUSBUTH (hapOyBaHHS MPUIIEHTPOMEPHUX
ainsiHok  (C-3a0apBieHHs) a00 IHTEpKaJIsIpHI CMyrd B IUIe4ax 1 B
Tenomepax xpomocoM (G-cmyrn). Sk 1 npu GpapOyBaHHI aKpUXIH-TIIPUTOM,
pO3TalllyBaHHS CMYT XapaKTEPHO JJIs1 KOKHOI XPOMOCOMHU.

JudepeHiianbHe 3a0apBACHHS JO3BOJIWIO JIETAIbHO BUBYMTHU
OyJIOBYy XpOMOCOM JIIOJWHU 1 YITKO BIAPI3HUTH XPOMOCOMHU BCEpEIWHI
rpyn Jpyr BiA Jpyra. 3JaTHICTb OKPEMHX JUISHOK XPOMOCOM [0
(dapOyBaHHsI 3B’A3yIOTh 3 IXHIMH XIMIYHUMHU BIJIMIHHOCTAMHU. Benuka
KUIBKICTb CIIOCTEPEKEHb TOBOPUTH MPO TE, 110 BUOIpKOBE (papOyBaHHS
OB’ s13aHe 3 JIoKamizalletw rerepoxpomatuny, JIHK skoro 30aravena A- 1
T-ocHOBaMH.

[Ipu G-3abapBieHHi TeMHI cMyru ((G-CErMEHTH) YTBOPIOIOTHCS B
MICISIX JIOKaJi3allii 1HTepCTelaIbHOrO rerepoxpoMaTuny. Taki IUISTHKH
Oarati A-T-mapamu 1 mnpakTuuyHO He wMictarh noBtopiB JIHK. VY
npomeTadasi, KOJIM XPOMOCOMHU II[¢ HE IIOBHICTIO KOHJEHCOBaHI, Yy
XpoMocoMax JIIOAMHU HajiuyeTrbess A0 2000 cMyr, B 1HIIMX BUMAJIKAX —

18



400-800 cmyr. Metoa mo3BoJiA€ 1ICHTU(DIKYBATH XPOMOCOMU, BHUSBIISITH
nenenii, 1HBepCli, 1HCepli, TpaHCIOKallii, @paruibHl calTd TOIIIO.
®apOyBanHio 1o G-MeToay mepeaye momepenHss oOpoOka IpemnaparTis.
3aJIe)KHO B1JI METOJWKHU 1€ MOxe OyTu iHKyOaiisi B Oydepax, 1mo He
mictare Ca?t i Mg?!, mpu t = 37 °C abo t = 60 °C; inkybawis B po3urHax
MPOTEONITUYHUX (EepMEHTIB (TPUIICUH, TENCHH 1 1H.); 1HKyOamis 3
JACNPOTETHI3YIOUMMH ~ PEYOBHMHAMHU  (CEYOBHHA, 2-MEpPKANTOETAHOI);
1HKyOaIlis B CTaHJAPTHOMY COJIbOBOMY po3uuHi (SSC) mij BILUIUBOM JIYTy
Ta BUCOKOi Temneparypu. Halinomupenimum € GTG-meron (monepeaHs
00poOka TpurnicuHoM, ¢hapOyBaHHsi OapBHUKOM ['iM3u). BB Tpurncuny
3a0e3neuye MepexiJi PperysipHOi  cHipajenoAlOHOlI CTPYKTYpU B
HEpETYJSIPHY CErMEHTallill0, IO TMEPEeNIKOKAE CIPUUHITTIO OapBHUKA
[''M3u B G-HeraTUBHUX [UIAHKAX 1 MHIACUIIOE HOoro B (G-MO3UTUBHUX
CErMEHTaX XPOMOCOM.

R-3abapenennss  1103BOJSiE  OAEpKaTH  TOMEPEUYHY CMYTacTICTh
XpPOMOCOM, 3BOPOTHY Takoi mpu G-3abapsiieHHi (To6To TeMHUM G-CcMyram
BIIMOBI1AIOThH CBITJI1 R-cmyru i1 HaBnakm). [Ipenapatu, orpumani npu R-
3a0apBlCHH],  aHATI3yIOTh,  BHUKOPHUCTOBYIOYM  (Pa30BO-KOHTPACTHY
Mikpockomito.  Jlma  oxepxkanHsi  R-cmyractocti  XpomMocoMm ISt
nonepeHboi  00pOOKH BUKOPHUCTOBYIOTH 30aJaHCOBAHUN  COJBLOBUM
po3uuH Epna nipu t = 78-96 °C, a Takox npu neBHUX 3HaueHHsIX pH 1 vaci
€KCIO3UIIli, SIKI BapilOlOTh Yy pi3HUX MeToaukax. [liAroToBka mnpemnaparis
CKJIaJiHiIIe, HIXK npu (G-3a0apBiIeHHI, OCKUIBKU HEPIJKO BUKOPHUCTOBYIOTh
noriepeaHto 00pooky Ba(OH), mpu 60 °C adbo NaOH 1 popmanbiaerigom.

Axmo npoBoauTtu (apOyBaHHs R-meTogom mpu OUIbII HU3BKHUX
3HaueHHSAX pPH poO34MHIB 1 3 TOJOBXKEHHSM EKCIO3UIlii, 3a0apBIISITHCS
TUTBKY TeToMepHi paiionu (7 - memoo).

Q-3abapenenns  XpOMOCOM  OJEPXKYIOTb,  BUKOPHUCTOBYIOUU
bayopoxpomu, sKi, 30yKYIOUUCh CHHBO-()10JIETOBUM CBITJIOM, IMITYIOTh
YEepBOHE, KOBTE€ ¢ JKOBTOTrapsidy€ CBITIHHS. 3 OapBHUKIB paHillle
BUKOPUCTOBYBAJIM aKpUXiH, aje OUIbII SIKICHI Mpenapatd BUXOIATh IPU
dbapOyBaHHI aKpPUXIH-IIPUTOM abO0 aKpuXiH-TIponiaoM. Tpoxu Tipmui
pe3yJbTaT OACPKYIOTh MPH BUKOPUCTAHHI MOXIAHOTO O010€H3MMITA30.Ty
Hoechst 33258. CunpHo  dayopecIioodi  IUISHKA —~ XPOMOCOM
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BIIMOB1al0Th TeMHUM G-AMCKaM; BIAMIHHICTh TOJISITAE B TOMY, IO Yy
JIOIMHU BTOPUHHI MEPETSHKKU XpoMocoM 1 1 16 3a0apBitorOThCS TUIBKU
o G-MeToly, a IHTEHCUBHICTh (hapOyBaHHSI CETMEHTIB XpoMocoM 3, 4, 13-
15, 21-22 1Y cnabuie npu BUKOpUCTaHHI Q-MeTOomy.

Skio npenapar MOMICTUTH HEHAJOBIO B JIYT, a MOTIM Ha TPUBAJIHIA
yac 3anumutd B po3uuHi SSC mpu t = 60-65 °C, 3abapBUTHCS NuIIE
CTPYKTYpPHUM XpOMAaTHUH UEHTpOMEpHUX paioHiB. lleit migxig, 1o
onepxkaB Ha3By C-memody, J03BOJSI€E BUSIBIATH KOHCTUTYTUBHUI
rEeTEPOXPOMATUH 1 BUKOPUCTOBYETHCS NI BUSIBICHHS MEPUIICHTPUIHUX
1HBEpCiil.

JInst BUSIBIIEHHS! SIIEPLEYTBOPIOIOUYMX PAMOHIB, K1 PO3TAIlIOBaHl B
KOPOTKMX  IUIEYaX  yCIX  JECATH  aKPOUECHTPUYHUX  XPOMOCOM,
3aCTOCOBYIOTh METO/JI, 3aCHOBaHHMII HAa BHUKOPHMCTAHHI HITpaTy cpibia Ta
MPOBEJICHH] TIpolleypu cpibsieHHs Tpu HarpiBaHHI. Ile Tak 3Bane Ag-AS-
¢apoysannsn. Ha Bpanux mpemnaparax XpoMOCOMHU 3a0apBJi€HI Y >KOBTHI
KOJIIp. Y KOPOTKMX IUIeYaxX aKpOICHTPUYHUX XPOMOCOM  YITKO
BUSIBIISIFOTHCSI TEMHO-KOPUYHEB1 a00 YOpPHI TOYKOBI YTBOPEHHSI TpaHy
cpibsa. Xoya TOHKI MEXaHI3MH 3a0apBJICHHS SIEPLECYTBOPIOIOYNX PaiOHIB
XpPOMOCOM IOKH HE BIJIOMI, TPOTE BCTAHOBJICHO, 110 CyOCTpaToM npu Ag-
¢apoOysanni € He JJHK pubocomuux renis 1 He pPHK, a xucni 6i1ku, 1o
BXOJSITh B CTPYKTYpY siaepus 1 noB’sizani 3 pPHK. Tomy meTon cpibnenHs
JI03BOJISIE BUSBUTU HE OYIb-SIKUH SICPLIEBUNA OpraHi3aTop, a JIUIIE TOU, 1110
GyHKI[IOHYe B TONEpeaHIM MITO3y 1HTepdaszl, a IHTEHCHUBHICTh 1X
(apOyBaHHS BIANOBIJIa€ IHTEHCUBHOCTI (PYHKIIIOHYBAHHS.

Jnst imeHTHdiKalii  XpOMOCOM  BHKOPUCTOBYIOTH  OJHY 3
HaBaXJIMBIIINX XapaKTEPUCTUK XPOMOCOM JIOJIMHU — ACUHXPOHHICTh iX
peruikaiii 1mo AoBxuHi1. «MaTioHKW» TOCTIOBHOCTI peruikailii (qiIsaHKH,
0 PEIUTIKYIOThCS PaHO YW MI3HO) creru@idHl 1T KOXKHOI XPOMOCOMH.
JInst  BUSBICHHS TOCIIJIOBHOCTI  peIUIiKallii 3acTOCOBYIOTh aHAaJIOT
TUMIAUHY — 9-Opompue3okciypimin (5-BAY). inssHKH XpomMOcCOMH, fKI
BKJIIOYAIOTh 1M aHajor, 3a0apBiIIOIOThCS MOraHo. BUKOpUCTOBYIOUM 1iei
METOJ, MOKHa 1IeHTU(]IKyBaTH OYJb-SIKY XpOMOCOMY a00 XPOMOCOMHY
nepeOyaoBy. Beeaenus 5-BJIY B kymerypy Ha 24 rox. 1 Ouiblie
3aCTOCOBYIOTh ISl AW(EpeHIliaJIbHOr0 3a0apBJICHHS CECTPUHCHKUX
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xpomatua. Axmo 5-BJY BBecTH Ha MOBHUW KIITUHHUW ITUKJ, TO 3HOB
yTBOPIOBAHA XpOMAaTHJa BKJIIOYUTh aHAJIOr TUMIAMHY 1 Oyj;e
3abapBitoBaTucs ciiabo. IHma xpomaruaa (crapa), 3a0apBIIIOETHCS, SIK
3BHYAMHO, IHTEHCUBHO. L{e¥ MeTo | 103BOJIS€ JICTKO BHSBISATH OOMIHM MiX
cectpuHChKUMU XpoMatuamu (CXO), KUIbKICTh AKUX 301IBIIYETHCS TIPU
MyTareHHuX Aisx. Tomy memood obniky CXO mUpPOKO 3aCTOCOBYETHCS MPHU
BHUBUYCHHI MYyTAI[IHHOTO MPOIIECY Y JIOUHHU.

[TossBa HOBHMX TEXHOJIOTIH, 3aCHOBAaHMX IIEPEBaAXHO Ha INn Situ
riopuau3aiii HyKJICIHOBUX KHUCJIOT, 3HAYHO PO3LIMPUIIA MOKIUBOCTI
BUBYCHHS KapIOTHUITY.

Humannusa 0nsa KOHMpPO10

1. ki TKaHUHU BUKOPUCTOBYIOTh JIJISI KAPIOTUITYBAHHSI JIFOJUHU?

2. Yomy mimpouutn mnepudepudHOi KpPOBI € HaAW3PYUHIIIUM
MaTrepiayioM JJIsl KaplOTUITYBaHHS?

3.5ki MeToauW TPUTOTYBaHHS IUTOJIOTIYHUX TMpenapariB s
KaplOTUITyBaHHS BaM BiJIOMi?

4. SIx1 10JaTKOBI MPOLIEAYPHU BUKOPUCTOBYIOTH ISl JU(PEPEHIIIITHOTO
3a0apBIICHHS XpOMOCOM?

5. SIkMX 3axojIB 3 TEXHIKU O€3MEeKH CJiJl JOTPUMYBaTUCI y
IIUTOJIOT1YHIHN JadopaTopii?

3pa3Ku 3a80and 011 NPAKMUYHUX 3AHAMb 3 memu 2
[To HaBegeHum Huxk4ye MikpodororpadisiM BU3HAYUTH  THUIIH
3a0apBJIEHHS XPOMOCOM 1 ONKUCATH METOJIMYHUI TPOTOKOJ.
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Tema 3. MoJ1eKyJISIPHO-UUTOT€eHETUYHI METOAH JOCTiIKEeHHS
XPOMOCOM
Mema: O0O3HAOMUTH CTYJACHTIB 3 MOJCKYJISIPHO-IIMTOTCHETUYHUMU
METOJaMHU JOCIIIKEHHS XPOMOCOM, IIPU3HAYCHHSIM LIMX METO/I1B, MEKaMHU
iX 3acTOCyBaHHS Ta MOPIBHATH iX MOXJIHUBOCTI 3 ITUTOTCHETHYHUMU
METOJaMU

Teopemuuni numanus
1. Meton duryopeciieHTHOI In Situ riopuau3arnii (FISH).
2. Tunu 308118 g1 FISH.
3. baratobapBHa cerMeHTallisi XpOMOCOM.
4. Metoa nopiBHsUIbHOT TeHOMHOI r10puau3aritii (CGH).
5. CnektpanbHe kapiotunyBanus (SKY).
6. KapiotumyBaHHs 31 3MIHOIO KOJIBOPY.
7. InTepdazoBa IUTOreHETHKA.

OnopHi gioomocmi 0111 ONPAUGAHHA MEOPEeMUYHUX NUMAHD

Meton ¢nyopecyenmnuoi in situ eiopuouzayii (FISH) po3pobiieHo
I BUSBICHHS TieBHUX mocaimoBHoctert JIHK Oesmocepennpo Ha
IIUTOJIOTIYHUX TIpernaparax. BiH J03BOJIMB TMEPEUTH BiJ BUBYCHHS
Mopdoorii xpomocoM A0 aHami3y nocaigoBHocter JIHK, mo Bxoasats 10
ixHporo ckiamy. B ocHoBI Meromy — peakuis riOpuauzamii mix JIHK-
30HIOM (HYKJIEOTHUIHOK TOCHIJOBHICTIO OOMEXEHOro po3Mipy) 1
KOMIUIEMEHTapHOIO Homy auisiHkoro siaepHoi JIHK  mocmimkyBanoro
npemnapary. 30HJ HECE «MITKY», TOOTO MICTUTh HYKJICOTHU]IH, MOB’S3aHI 3
(dayopoxpomMom abo 3 TaTEHOM JJIsl TOAANIBIIOT Bi3yalli3alii aHTUTILIIAMH,
mo HecyTh ¢ayopoxpom. Hesp’szana miduena JIHK BimMuBaerbcs, a
riopuan30BaHUN JHK-30H1 BUSIBIISIFOTH 3 BUKOPUCTAaHHSM
(bIyopecIeHTHOTO MIKPOCKOTIA.

Vrepiue in situ ri6puausanis 3 32 P-miueHnm 30H10M Oya ONKcaHa B
1969 poui. Ynockonanends: meroqiB miueHHs JIHK-30H1iB, mpoBeneHHs
riopuausanii Ta getekili midenoi JIHK Ha muTonoriyHux mnpemnaparax
JO3BOJIWJIO  TEPEUTH  BiA  aHalmizy poO3MOAULLY B XpPOMOCOMAax
KJIACTEPU30BAHUX MOBTOPIB A0 JOKaJi3allii YHIKAJbHUX IMOCI1TOBHOCTEH.
Po3poOka HepamioakTMBHMX cucTeM MideHHs Ta getekii JIHK-3onmiB
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3pobmia meto in Situ riopuan3arii 6e3MeyHuM, MPOCTHM Y BUKOHAHHI Ta
MEHIII TPYAOMICTKMM MOpH 00poOIli pe3ysbTaTiB. PO3BUTOK TEXHOJOTIH
HU(PPOBOTO 3aMKuCy MIKPOCKOMYHUX 300pa)kKeHb 1 I1X KOMII IOTEpHA
00poOKa mpHUBENIM 0 CTBOPEHHS MNPUHIMIOBO HOBHUX IIJAXOMIIB JO
Bi3yaumizailii Ta igeHTu@dikaiii XpoMOCOMHOTO MaTepialy. Y TemepiliHii
Cy4YacHiil MOJIEKYJISIPHIM [IUTOTEHETUIIl IUPOKO BUKOPUCTOBYIOTD:

— 1meHTU(dIKaLi0 TPOTHKHUX XPOMOCOMHHUX PAlOHIB 1 IIUTMX XPOMOCOM;

— JIETEKII1}0 B paiiOHi, 1110 I[IKaBUTh, KOHKPETHOI nociigoBHocTi JIHK;

— aHaJli3 MOPYIIEHHs 0ajaHCy OKPEMUX XPOMOCOMHUX PalOHIB.

XpomocoMo-crienudiudi  Ta paron-cnerudiunai  JHK-30111 €
BU3HauallbHOIO JaHkoto npu nposeraeHHi FISH. JIHK-3owgu 1o
nenrpomep (CEP — centromeric probe) mpusnaueni jmis imeHTHdIKALI
LEHTPOMEPHUX PETIOHIB XPOMOCOM 1 BHSIBJIICHHSI KUIBKICHUX MOPYILICHb
KapioTuny sk B iHTep(daszi, Tak 1 B MmeTadasi. BoHH MICTATH BiJJHOCHO
KOPOTKI HYKJICOTHIHI TOCIIJOBHOCTI, KOMIUIEMEHTApHI YHUCJICHHUM
xpomocoMo-crenubiuauM o-catenitiuM JIHK-mmoBTOpam, mokamizoBaHuM
y nentpomepi. [laH-ieHTpoMepH1 30HI1 AO3BOJIAIOTH BUSIBUTH OJJHOYACHO
LIEHTPOMEPHI PEriOHU BCIX XPOMOCOM 1 BUKOPUCTOBYIOTHCS ISl IETEKIII1
aQHEYIUIOill, TOJIMUIOiAll, JUIEHTPUYHMX XPOMOCOM Ta  IHIIUX
KOMIUIEKCHUX abeparrii.

JHK-30H11 10 Teinomepuux aiisHok xpomocoMm (TEL — telomeric
probe) nmpusHaueHi s BUSBICHHS Jelelliid 1 mepeOynoB, siKi BiaOymmcs y
KIHIIEBUX JUISHKax xpoMocoM. Taki 30HAM cremudiuHi s p- abo q-
IJIe4ed XpoOMOCOM 1 KOMIUIEMEHTAPHI IUISHII JOBXKUHOIO 0n3bko 300 T.
M. H. B KIHIS XpomocoMmu. Sk mpaswio, JTHK-30HaU 1711 KOPOTKHUX 1
JOBTUX IIJIEYeH XPOMOCOM IIOB’Si3aHI 3 PI3HUMHU (IyOopOXpOMaMH, IO
J03BOJISIE BUSIBJIATH HA OJIHOMY IIMTOT€HETMYHOMY Tpemnapari OoOuaBi
teomepu xpomocomu. Jlokyc-cienudiuni JIHK-30mmm (LSI — locus-
specific identifiers) riOpuau3yroThcsi 3 YHIKQIBHUMHU ITOCIITIOBHOCTSMU
JIHK. BoHnu nipu3HadeH1 ISl BUSBJICHHS J1arHOCTUYHO Ta MPOTHOCTUYHO
3HAYYIIMX XPOMOCOMHHUX a0epalliil mpu pi3HUX NATOJOTIYHUX CTaHAaX.

HudpoBuii  3amuc  MIKpPO300paKEHb  BIIAKPUB  MOXKJIUBICTh
NepeBeICHHA y MCEBIOKOIbOPH HE TUTHKM KOMOIHAIIT (IyOpOXpOoMiB, aje
1 CHiBBIIHOLIEHHSA iX 1HTeHCUBHOCTeH. Ha 1iif OoCHOBI po3poOIieHMit
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MeTonn bazamobapsnoi ceemenmayii xpomocom (Multicolor Banding —
MCB). Bin npuszHaueHuil Jyisi IPOBEJACHHS JIE€TaIbHOIO aHaI3y OKpPEeMOoi
xpomocomu.  Palion-cnerudiuai  npoou JIHK  wmitare  pisHuMu
bayopoxpomaMu abo KomOiHaIisIMH (DIyOpOXpOMIB Tak, IO PIiBEHb
curHainy koxHoro i3 JIHK-30HA1B Bapitoe 1Mo 1HTEHCUBHOCTI, JOCSITAl0YU
MaKCUMyMYy B LIEHTPI1 Ta MOCTYIOBO MaJIal0yu MPAKTUYHO JI0 HYJIA Ha HOTO
rpanuisx. [lepexkpuBanns npodiniB iHTeHCMBHOCTI curHamiB JIHK-npo6
3a0e3neuye Bapiallii CHIBBIJHOLICHb I1HTEHCUBHOCTEH (iyopecleHIliit
pi3HUX QIIYOPOXPOMIB Y30BK XPOMOCOMHU. BiTHOIIEHHS IHTEHCUBHOCTEH
MOXYTh OyTH TEpPEBEJCHI B ICEBIOKOJIbOPHU, 1, TAKUM YMHOM, KOXXHIN
Kpari 300pa)KeHHs, a, OT)Ke, KO)KHOMY 13 XpOMOCOMHHUX paioHIB, Oy1e
BIINIOBIIaTH CBiM 1ceBaokoidip. JlaHuit BapianTt OaratobapBHoi FISH
BUSIBUBCS BUCOKOC(EKTUBHUM MPHU aHATI31 HE TUIBKH MIKXKXPOMOCOMHUX,
ajie 1 BHYTPIIIHHOXPOMOCOMHUX MEPEOY10B.

Metoa nopiBHAILHOI eeromnoi cibpuduzayii (Comparative Genome
Hybridization — CGH) crBopenuii 1ytst BUSIBICHHS KUTBKICHUX MTOPYIIICHB
reHomi. BiH 3acHoBaHMII Ha TPOBEACHHI peakiii riOpuam3arii in Situ 3
BukopuctanusiM y sikocti JIHK-3omga Bcboro renomy. Buaineny
HOopMalnbHy JToHOpCchbKy JIHK MiITITh (piiyopoxpoMamu pi3HOTO KOIBOPY,
nepeTBoproroun ii B Takuii crocid y JIHK-30u1u. ExBiBanieHTHI KiJbKOCTI
OUX 30HAIB 3MIlIyIOTh 1 BHUKOPUCTOBYIOTh TMpU TiOpuamu3zamii 3
KOHTPOJIbHUM LUTOreHEeTHYHUM mnpenaparoM. llicias mposenennss FISH
MeTada3u aHali3yloTh Ha (PIIyOpPECIIEHTHOMY MIKPOCKOIT, BU3HAYAIOUH 32
JOIIOMOTOI0  CHEIiadi30BaHOI  MpOorpamMyd  KOMITIOTEPHOTO  aHaJl3y
300pakKeHHs] 1HTEHCUBHICTh ()IyopeciieHIii 1BoX (IyopOXpOMIB IO BCIid
JOBXKHHI KOXHOT XpoMocoMH. IIpu BIACYTHOCTI KUIBKICHUX 3MIH ¥
KaploTHMl  JOCHIPKYBAaHOTO 3pa3ka OyJe CHocTepiraTucs TIEBHE
CIIBBIJHOIIIEHHS! IHTEHCUBHOCTI CBITIHHA JIBOX (DIIyopoxXpomiB. Y BUMAAKY
amIuTidikaiii TeHiB 1HTEHCUBHICTh CHUTHAIY BIAMOBIAHOTO (uIyopoxpoma
Oyle MIACUIIIOBATHUCS, a Yy BUMNAAKY BTpPaTH YACTUHU TE€HETUYHOIO
Mmarepiany — ciuabmard. Takum uyumHoMm, CGH 103Boisie BUSBUTH
T€HOMHHI aucOanaHc, ale el METOJl He MOKHa BUKOPUCTOBYBATH IS
BUSIBJICHHS 30aJlaHCOBAHMX TPAHCJIOKAIM 1 1HBEpPCId, a Tpucomii Ta
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nenenii MO)KHA BHW3HAYMTH TIIBKM B TOMY BHIAIKYy, SKIIO PO3MIp
He30aJ1aHCOBAHOI IITHKY CTAaHOBUTH HE MeHIIl 10 MJTH. map HYKJICOTHU/IiB.

bazamobapsne  kapiomunyeanns  TIHMPOKO  3aCTOCOBYIOTH  JJIA
BU3HAUYCHHS  MOXO/DKEHHS  MapKepHUX  XPOMOCOM,  SIKI ~ 4acTo
CIIOCTEPIratoThCs MPU OHKOTEMATOJIOTTYHUX 3aXBOpPrOBaHHAX. [l Takoro
aHanmzy BukopucToBytoTh JJHK-30H1M cyminbHOrO (papOyBanHs 10 Tieuen
a0o mimx xpomocoM (3oH1M WCP — whole chromosome paint). Taki 30H11
riOpUIN3yIOThCS 3 UYHMCICHHUMH KOPOTKMMHU mociigoBHocTssmu JIHK,
pO3TAllIOBaHUMHU TIO BCiM JIOBXKMHI XpoMocomu. IIpu BHUBYEHHI Tmij
(bIyopeclieHTHUM  MIKPOCKOIIOM  XpOMOCOMa  BUIJIAJIA€  PIBHOMIPHO
3a0apBJICHOIO B TIEeBHUM 1BIT. TexHiKa CylipbHOTO (apOyBaHHS XPOMOCOM
CTajla TIEPEIyMOBOIO JUIsi HOBOTO CHOCOOY JMOCHTIDKEHHS KaploTUIly —
OaratobapBHOoro kapiotunyBanHs. JIHK-3oHmu, BukopucTOBYBaHI st
TaKOI'0 aHaJI3y, CKJIaJat0ThCS 13 CyMIIlll 30HIB CYIIILHOTO (hapOyBaHHS s
MOBHOIO HA0OpYy XpOMOCOM JIIOJIMHU, TIO3HAYEHUX 32 JOMOMOTOIO
KOMOIHaIlli 3 JEKUIbKOX (IyOpOXpOMiIB, CHIBBIIHOIIEHHS SKUX Tii0OpaHO
THAUBITYAIBHO JIsl KOXHOI Mapu XpoMOCOM. BUKOpuCTaHHSI BiANOBIIHHUX
METOJIIB PEeCTpallli Ta KOMI IOTEPHUX IMPOrpaM aHajizy 300paKeHHs, 1110
OLIIHIOIOTh IHTEHCUBHICTD CBITIHHA BCIX (DJIyOPOXPOMIB JIJIsi KOXKHOI KparKu
300paKEHHSI, J03BOJISIE MPOBECTU KApPIOTUITYBaHHS, 3a SKOIO KOXHa Iapa
XPOMOCOM MA€ CBiMl YHIKaJIbHUN «TICEBIOKOMIp». OIHOYACHE BUKOPUCTAHHS
n (ryopoxpomis 103B0s1s€ ogHOUacHO aHamizysatu 2" JIHK-30u1iB.

Y rTenepimHIi Yac BUKOPHUCTOBYIOTH JIBa OCHOBHI CIOCOOU
OJIEp’)KaHHSI TMCEBI0-0araTOKOJbOPOBUX 300pa)xeHb. Y HANIPOCTIIIOMY
BaplaHTI  BUKOPUCTOBYIOTh  Ha0Opu  cneuupiyHuxX  KOMOiHaIi
30y/KYIOUHMX 1 3aMuKalounx (UIbTpIB Ta OOJIaJHAHHS ISl YOPHO-O1101
mudpoBoi  peectpanii curHamy. OpHaK CcydacHa TEXHIKa 3/1aTHa
3a0€3MEeUNTH PEECTPAIlII0 HE TUIbKKM 1HTEHCUBHOCTI CUTHAIIY, ajie 1 MOro
CIIEKTpaJIbHUX XapaKTEPUCTHUK. TaKe MPWIaJOBE OCHAIICHHS JICKHUTH B
OCHOBI CIIEKTPAJILHOTO KapiOTUITyBaHHSI.

OCHOBHI TIPUHIIMIIA aHANI3y MIKPOCKOMIYHUX 300pa)keHb MpHU
cnexmpanvhomy  kapiomunysanni  (SKY ——  spectral karyotyping)
NOJIATal0Th B PO3IUIbHIM  HUGPOBIA  peecTpalii CUTHaIy  BCIX
BUKOPUCTOBYBaHUX (uryopoxpomiB. OOpobOka 3amucanoi iHdopmaiiii,
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MOB’S3aHOI 3 PO3AUICHHSM CHTHaTY Ta (OHY, a TaKOX 3 KIJIbKICHOIO
OI[IHKOK  CUTHaJly, MPOBOJAUTHCS 3a JOMNOMOTOK  CHEIIAJIbHOTO
MPOTPAMHOTO 3a0€3MEUEHHs, SIKe MEePEeBOAUTH iH(OpMAIliI0 MPO PiBEHBb
CUTHaJIB (PIIyOPOXpOMIB Y KOXKHIM Kparmill 300pakKeHHsI B IICEBIOKOILOPH.
Peectpartisi  300pakeHHS BHMara€ TOYHOTO OIKCY CHEKTPaJIbHUX
XapaKTEPUCTUK 00’€kTa. Y XOJ1 OAHOTO BUMIPY OJCPKYIOTh CIIEKTpaibHI
KpHUBI JJIs1 BCIX Kparnok 300pakeHHs. st CieKTpalibHOT0 KapioTUITYBaHHS
BCIX XpPOMOCOM JIFOJIMHU BUKOPHUCTOBYIOThH M’ SITh (DJIyOPOXPOMIB: OJIUH Y
3€JICHOMY CHEKTpi, JBa B YEpPBOHOMY 1 JBa B I1H(QpPaYepBOHOMY.
30y/KeHHST Ta eMicis BCiX (IyopoXpoMiB, BUKOPUCTOBYBAHUX IIPHU
miuenHi JIHK-30H11B, mpoXoauTh nmpu OAHOMY KOMIUIEKTI (inbTpiB. B
OHIM  eKCMO3UIlli OJHOYaCHO JIsI KOXHOI Kpamkd 300pa’KeHHs
3aMUCY€ThCS  TOBHA  CIEKTpajdbHA  XapaKTepUCTUKA  CBITJA, IO
BUIMYCKaeThCcsl. Ha OCHOBI aHami3y CHEKTpadbHUX KPUBUX BU3HAYAETHCS
HasIBHICTh a00 BIJICYTHICTh y JaHIM Kparili KOHKPETHUX (PIyOopoXpOMiB.
HactynmHuMm kpokom € mponenypa kiacudikailii, BHUKOHyBaHa 3a
JOTIOMOTOI0  CHEUIAIBHOTO MPOTPAMHOIO 3a0€3MEUYEHHS, 1[0 JT03BOJISIE
BU3HAYaTH XPOMOCOMHY TIPUHAJICKHICTh aHAII30BAaHOTO MaTepiany.
KrnacuuHi MeToaM MUTOT€HETUYHOTO aHAJI3y JA03BOJISIOTh BUSIBIISTH JIUIIE
omuspko 15 %  xpomocoMHHMX mepeOyaoB 3 THX, 110 MOXHa
inenTudikyBartu 3a gonomorow SKY.

Kapiomunysanus 3i sminoio xonvopy (Color-changing karyotyping) y
TEMEpIlIHIA 4Yac MOpomnoHyeTbcsi sK  anbrepHatuBa SKY. Merton
3aCHOBaHMUM Ha aHaji31 BIJIMIHHOCTI B JIOBXXHWHI CUTHaJly MDK 3pa3KaMu
JIHK,  riopuwauzoBanumu 13 JIHK-3omgamm,  mnoB’si3aHumu 3
dayopoxpomamu, 1 3 JJHK-3ongamMu, mo Hecyth anTutuia. Lleit meron
3MIMCHUMUN MpU HASBHOCTI 3 (UIBTPIB 1 HE BUMArae creliaibHuX Kamep 1
nporpaMHoro 3adesnedeHHs. s igeHTudikaiii XpoMocoM MPOBOIATH
OJIHY TIOpUAM3alil0 Ta OJEPXKYIOTh JIBa 300pakeHHs. B ocHOBI MeTony
JICKUTH BIAMIHHICTh Y JOBXHUHI (DIIyOPECIIEHTHOTO CUTHATY, OCKUIBKH Yac
excro3umii mpo6 JIHK, 3B’s3anux 3 anturimamu, Ha 80-90 % menmie, HIXK
npo0, 3B’sa3aHux 3 (uyopoxpomamu. Ilicima peakiii riOpuau3zaiii Ma3Kku
EKCIIOHYIOTh 13 BIJAMOBIAHUMU TEPBUHHUMH aHTUTUIAMH 1 TPOBOJIATH
BI3yalli3allilo, OJepKyroun mnepmuil  3HIMOK. [loTiM  mpemnapatu
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€KCIIOHYIOTh 13 BTOPMHHUMH aHTUTUIAMU Ta aBITUHOM, 3B’ SI3aHUMU 3 TUMH
K ¢ayopoxpomamu. Hanmami 3HOBY OAEpKYHOTh 3HIMKH IIpEraparis,
BUKOPUCTOBYIOUM 10 uep3i 3 inbTpu. Lli 300paxkeHHs] 31CTaBIISIIOTH,
BUKOPUCTOBYIOUM CIEIIaJIbHE MpOorpaMHe 3a0e3MEUYEHHs, 1 OJEPKYIOTh
ApYTUi 3HIMOK, Ha SKOMY OyAyTh BHIHI TUIBKM XPOMOCOMH, 3B’si3aHi 3
NMEBHUMHU aHTUTLIaMU. TakuM YHWHOM, [I€AKI XPOMOCOMH OYyIyTh
¢dayopecuioBaTy JIMIIE HAa MEPIIOMy abo ApyromMy 3HIMKY, B TOW 4ac siK
1HIII1 OyAyTh 3MIHIOBATH CBIM KOJIp HA PI3HUX 3HIMKAaX.

Iumepghaszosa  yumoeenemuxka  NO3BOJISIE  TPOBOJWUTH  aHAINI3
XpOMOCOM Ha cTajii iHTepdas3y, KOJIM BOHHM JACCIIpai3oBaHi, OCKIUIbKHU
riopuausamis in Situ 3aiHCHIOETHCS HE3aJeKHO Bix (pasu KIITHHHOIO
nuky. el maxig 10 BUBYCHHS KapiOTHITY A€ MOXKJIUBICTb 00’ €EKTHBHO
OL[IHATH PO3MIPH KIOHY KJIITHH, IO HECYyThb XPOMOCOMHY aOepariio,
OCKUIBbKH JIJI1 BABUCHHS CTAIOTh JOCTYITHI KJIITUHHI MOMYJISALIL B IILJIOMY.

Humannua ona KoHmponio
1. Ak KoHCTPYIOOTH 30HaU Jy1si FISH?
2. lllo BUKOpUCTOBYIOTH y sikocTi 30HAY st CGH?
3. SIK1 HOBI MOJIMBOCTI J1arHOCTHUKHU Hajae Oararo0apBHAa CErMeHTallis
XpOMOCOM?
4. SIx1 HOB1 MOKJIMBOCTI A1arHOCTHUKH Hagxae meto SKY?
5. SIxi HOB1 MOXJIMBOCTI JIIarHOCTUKU HAJla€ KaplOTUITYBaHHS 31 3MIHOIO
KOJIbOPY?
6. SIxi HOBI MOKJIMBOCTI J1arHOCTUKH HaJla€e 1HTEP(a30Ba IUTOTCHETUKA?

3pa3Ku 3a60aHb 011 NPAKMUYHUX 3AHAMb 3 memu 3
[To HaBeneHuM HUK4Ye MikpodoTorpadisiM BUSHAYUTU TUIU 3a0apBICHHS
XPOMOCOM 1 OITUCATH METOAUYHUN MPOTOKOJI.
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Tema 4. XpomocoMHi aHOMAJIII Ta CHHAPOMH
Mema: cpopmyBaTh y CTYACHTIB VYSBJICHHSA IMPO 3B’SI30K MIiXK
MIHJIMBICTIO KapioTumy 1 (QopMyBaHHSIM HOpMajabHOro (eHoTumy abdo
MaToJori

Teopemuuni numanHs

1. AnoMautii ayTocom.

2. AHOMaii TOHOCOM.

3. Tpunoinis.

4. Terpamnoimis.

5. MapkepHi xpomMocoMu Ta Mo3aidyHl (HOPMH XPOMOCOMHHUX
CUHJIPOMIB.

6. AHOMaJIii TeIOMEPHUX Ta CYOTEIOMEPHUX JUISTHOK.

7. OnHOOaTHKIBChKA AUCOMISI.

8. 'eHOMHHUI1 IMIIPUHTHHT .

9. LluToreHeTnyHa Ta MOJICKYJISIPHO-IIMTON€HETUYHA I1arHOCTUKA B
PENPOAYKTUBHINA MEIUIIMHI.

10. BukopuctanHsi IUTOT€HETUYHUX METOAIB Yy  J1arHOCTHII
MOHOT€HHUX CUHPOMIB.

Onopni gioomocmi 011 OnPaAyOEAHHA MEOPEMUYHUX RUMAHD

AHoMaJIil ayTocoM

Xpomocomu epynu A

Xpomocoma 1 — HalO1IbIIIa METALIEHTPUYHA XPOMOCOMA B KaplOTHIII.
[ToBHI TprCOMIii 1 MOHOCOMHH XPOMOCOMHU | HECYMICHI 3 KUTTSM 1 BEyTh
70 CTIOHTAaHHUX a0OPTIB HA PaHHIX TepMiHAxX BariTHOCTI. Bimomi Bumaaku
YaCTKOBUX TPUCOMII 1 MOHOCOMII 1O IOBFTOMY 1 KOPOTKOMY IUIEUY, & TAKOXK
BUMAJKH KUIBIIEBUX XPOMOCOM. Y BCIX BHIAJKax CIIOCTEPIra€ThCs
KIHIYHUE ~ mojgiMopdizM. Buseieno mnomiMopdizM 3a  po3mipaMu
OUTSIIIEHTPOMEPHOTO TETEPOXPOMATHHY Yy MITeH 3 BPOKCHUMH BaJaMH
po3BuTKy (BBP) 1 3aTpuMK0O10 ICHXOMOTOPHOTO PO3BUTKY.

XpoMocomMa 2 — BedWMKa cyOMeTarleHTpuyHa Xpomocoma. [loBHa
TPUCOMISl TIO 1[I XpOMOCOMIi BeJi€ N0 CIIOHTAaHHUX a0OpTIB HA PaHHIX
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CTaIIsX PO3BHUTKY IUIOAy. B manuii 4ac KIIHIYHO BHUIUICHI CHHAPOMH
YaCTKOBO1 TPUCOMII KOPOTKOIO 1 JJOBroro Iiedeil XxpoMocomu 2.

XpoMocomMa 3 — BedMKa METalleHTpU4YHA XpoMocoMma. PerymspHa
TPUCOMISI JAHOI XPOMOCOMHU Y KUBOHAPO/KCHUX JITEH HE 3HalijieHa, alie
omycaHa y CHOHTaHHUX abopTyciB y MeHII HDK 1 % Bunaakis. Bimowmi
XpPOMOCOMHI aHOMaJlii, OB’ sA3aH1 3 YaCTKOBUMHU TPUCOMISIMH KOPOTKOTO 1
JOBrOro Ije4ya XpoMOCOMH 3, a TakOX 3 KUIbIEBUMH XPOMOCOMAaMH —
r (3).

Xpomocomu epynu B

XpoMocoMma 4 — BenrKa cyOMeTalleHTpUuYHa XpoMocoMa. MoHocoMmis
KOopoTkoro 1wieya (cungpom Bonbda-XipmixopHa) 3ycTpiyaeTbest 3
gactororo 1 Ha 100 000. KiiHIYHO BUSBISIOTH TUIOBY ISl OLIBIIOCTI
ayTOCOMHUX JeJIelld KapTUHY, a LHUTOT€HETUYHO — BTPATy YaCTHUHU
Marepialy KOPOTKOTrO Iijieya, KPUTUYHHUM CETMEHTOM JUIsi BUHUKHEHHS
cuHzipomy € 4pl6. JloBkrHA BTPAuy€HOrO CErMEHTa 3a3BUYail CTAaHOBUTH
OJIM3bKO TOJIOBUHU JOBXKUHHM KOPOTKOIro muieda xpomocomu 4. Bumagku
nenenii JIOBroro Imieda XpoMocoMu 4 3yCTpidaroTbes piako. Bimomi
MOOJAVHOKI BUMAJKU KUIbLIEBOI Xxpomocomu 4. Touku po3puBy mpu
(dbopMyBaHH1 KUIbIISl pO3TAlIOBaHI B TEPMIHAIbHIN YACTUHU XPOMOCOMU 4.
YacTkoBa TpHUCOMIS KOPOTKOTO IIiedya XpOMOCOMHM 4 MOXKe 3adinaTu
ninsHKy pll—pter. YacTkoBa TpucOMis JIOBTOro mjieda XpoMOCOMH 4 —
HaWOUTbII TomMUpeHa Qopma MOAIOHMX TPUCOMIM, 3aXOIUTIOE IIISHKY
ql2—qter.

XpoMocoMa 5 — OJlHa 3 BEIUKUX CYOMETalEHTPUYHUX XPOMOCOM,
BIJIPI3HAETHCS BIJ XpOMOCOMHU 4 JHIIE 3a JOMOMOTOK0 AU(GEPEHIIHHOrO
(dapOyBanHs. B nanuii yac MokHa YNIEBHEHO Ka3aTH MPO CTPOTO KIHIYHO
OKPECIICHUM CUHIIPOM — «KPUKY KIITKM» (MOHOCOMIS IO KOPOTKOMY TIIeUy
1 KimpleBa Xxpomocoma 5). CHUHApPOM TMOB’sA3aHUN 31 3MiHaMHM TOpTaHi
(3BY>KE€HHSI, M SIKICTh XPSIIIB, HAOPSAKIICTh a00 He3BUYAITHA CKIaA9acTICTh
CJIIM30BO1, 3MEHIICHHSI HAJrOPTAHHUKA), 3yCTPIYAETHCS YACTIIIE 32 1HITUX
CHHJIPOMIB, TIOB’sI3aHUX 3 JienerisaMu aytocom — 1 Ha 45000 HapoKEHb.
[{UTOreHeTUYHO Ma€ BUPAKEHUU MOJIMOP(I3M: BIJ BTpPaTU TPETUHU 10
MIOJIOBUHU JOBKMHU KOPOTKOIrO IUIe4a XpOMOCOMH 5. BTpartu BChOro
KOPOTKOTO 1ieya abo HEBETMKOro MOro (hparMeHTa 3yCTpidaroThCs PLAKO.
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KiiaiyHa kapTHHa CHHAPOMY OB’ s13aHa 3 HEBEIMKOO AUISTHKOIO — Sp15.1-
pl5.2. OmnucaHi BuUMaAKA J€NEIil JOBroro Iuieda XpOMOCOMH S5 3
3aTPUMKOI0 TICHXOMOTOPHOTO po3BUTKY Ta BBP, 3axortorounx AUISTHKU
ql3—ql5—q23—q31. BigoMi I0OJMHOKI BUNAJIKH KLJIBIIEBOI XPOMOCOMH
5. Touku po3puBy po3TaiioBaHi B cermeHTax Spl5 1 5q35. V nepeBaxHiii
OUIBIIOCTI BHUIMAJKIB KIJIBLEBOI XPOMOCOMHU 5 CHOCTEpPIraloTh KIIHIYHY
KapTUHY CHHAPOMY «KPHUKY KIIIKW». TpHUCOMisl AUCTaIbHUX CETMEHTIB
(Spl4—pter) xapakTepu3y€TbCsd MOETHAHHSAM 3aTPUMKH PO3YMOBOIO
PO3BUTKY 1 OKUPIHHSA, IPU I[bOMY 3yCTPIYalOThCs HecTeU(IuHI AUCIIIA311
00JIMYYs 1 ByIITHUX paKOBUH. Bi1oM1 4aCTKOB1 TPUCOMIi XpOMOCOMH 5.

Xpomocomu epynu C

Xpomocoma 6 — cepeaHbOi BEIWYMHU CyOMeTalleHTpUYHA
XpoMOCOMa, HaibOuibima B TpyIml, 1AeHTU(DIKYBaTH 1i MOXXHA TUIBKHU
Metojamu audepeniiitHoro ¢apOyBanHs. BimoMi 4acTKoBI MOHOCOMII 1
TPHCOMIi XpOMOCOMH 6, a TAKOXK KiIbIICBI XpoMocoMu — I (6).

XpoMocoMa 7 — cyOMeTalleHTpUYHa XpOMOCOMa CEPEHIX PO3MIPIB.
Inentudikyerbes TIIbKU MeToAaMu audepeHitiinoro ¢papoysanus. Bigomi
BUMAJKH YaCTKOBUX MOHOCOMIi Ta TPUCOMIi, KUJIBLIEBUX XpPOMOCOM 7, a
TaKO0X BUITAJIKW MOBHOT TPUCOMII XpOMOCOMHU 7.

Xpomocoma & — cepeaHbOi BEIWYMHU CyOMeTalleHTpU4Ha
XpoMOcOMa B KapiOTWMI JIFOJWHU, OJHA 3 BEJIMKUX XPOMOCOM TIpYIIH.
InenTudikyBaT MOXXKHa TUTBKM MeTojaMu audepeHiiiiinoro ¢bapOyBaHHS.
BigoMi BuNaaKyd 1HTEPCTUIIAIBHUX 1 TEPMIHAJIBHHUX JEJeliil JI0Broro
mieya, SKl 3aXOIUIIOITh IUISHKA 13—q22 1 g24—qter, BiANOBIJIHO.
Bigomi BUnagku KinbleBoi XpoMocoMHu 8 — r (8) 3 TOUKaMu pPO3pPUBY B
auistHkax p23 1 q24 Ta BUMAAKM YacTKOBOI AyIUTIKalii (TpUCOMIi) MO
KOPOTKOMY IUIeUy, fKa 3axoIUloe AUIIHKUA pl2—p23—pter. € omnucu
YacTKOBOI TpucoMii JoBroro mieua (auisiuku ql1—q21-22-23—qter), a
TakoX MoBHa Tpucomis 8. [Ipu Tpucomii 8 nepeBaxarTh MO3aiuH1 GopmMu
Ha BIAMIHY BIJl 1HIIUX ayTOCOMHHUX TPUCOMIH, JI¢ 3yCTpIYalOThCA MOBHI
dbopmu 3axBoproBaHHs. IlomynsiiiiHa yacToTa TpuUcOMIli 8 TOYHO HeE
BlJIOMa, cepen XBOPHUX YacTile 3yCTPI4arOThCs XJIOMYUKHA
(CIIBBIHOIIIEHHS OCI0 YO0JI0BIYOi 1 KiHOYOT cTaTi — 5 : 2).
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Xpomocoma 9 — cyOMeTalleHTpUYHa, CEPEIHIX PO3MIPiB. Y JIOBroMy
IJe4yl JOCUTh YacTo OJU3BKO IIEHTPOMEPU BUSBIISIIOTH BTOPUHHY
nepersokky.  Ilpu  C-dapOyBaHH1  BUSIBISIIOTH ~ BEIUKUH  OJIOK
MPULIEHTPOMEPHOTO TeTepOXpoMaTUHy. Bin3HauaroTh nojdiMopdizm 3a
BEJTUYMHOIO bOTO reTEPOXPOMATHHOBOTO MPULIEHTPOMEPHOTO
¢parmMenTa, TakoXX B I AUISHII YacTO 3YCTPIYAIOThCS MEPUIICHTPUYHI
iuBepcii. Ilatonoriune 3HaueHHA MOAIMOPQIZMY TE€TEPOXPOMATHHOBOTO
OJIOKY HE 3’SICOBAHO. 3a JIONIOMOIOK) CYYaCHUX TEXHOJIOT1A BEJIUYUHY
OJIOKY MOXKHa OIIIHUTH SKICHO 1 KUIbKICHO. Bimomo, 110 30uIbIIeHi i
3meHIeHi C-0J0KM YCHaJKOBYIOThCSI KOJOMIHAHTHO 1 CErperyrTh Yy
poauHi. UneHru Takux poOAWH CKJIAAIOTh TPYNMH PU3UKY MO HAPOKEHHIO
TITEN 3 3aTPUMKOI0 TICHXOMOTOPHOTO PO3BUTKY, MHOKUHHHUMU BBP Ta /
ad0  MIKpOaHOMAaJlIMU  PO3BUTKY, a TakoX 3 MOPYLICHHSIMHU
penpoayKTUBHOI (GyHKINI. BimoMi OonucH MOBHUX 1 YACTKOBUX TPHUCOMIH,
KUTBIIEBUX XPOMOCOM, YaCTKOBUX MOHOCOMIH, a TAKOXK TETpacoMii.

Xpomocoma 10 — cepeHiX po3mipiB CyOMeTalleHTpUYHA XPOMOCOMa,
11eHTU(DIKYETHCS TUIBKK MeToaMu nudepeHiiiinoro ¢papoysanus. Bigomi
BUMAJIKHM YaCTKOBUX TPUCOMII 1 MOHOCOMII, & TAKOXK KUIBIIEBUX XPOMOCOM.
[ToBHa Tpucomisi xpomocoMu 10 3ycTpiuaeTbcsi TUIBKA B MaTepiaiax
CIIOHTaHHUX a0OPTYCIB 1 HAI3BUYAKHO PIAKO — MO3aiuH1 (PopMHU.

Xpomocoma 11 — cyOmeTanieHTpuYHa CEpEeIHIX PO3MIPIB XpOMOCOMa,
1IEeHTU(IKYETHCA 3a JOMOMOTOK METOMIB AudepeHiiiHoro ¢papOyBaHHS.
BigoMi 4acTKOBI TpUCOMIi 1 MOHOCOMII XpoMocoMH 11, a Takok KUIbIEB1
XpoMocoMU. MOHOCOMISI KOPOTKOTO IUI€Ya XapaKTePHU3YEThCS TPiaJoro
O3HAK: aHipiais, rnceBaorepmadpoautusM 1 HedpobnacToma (MyXJUHA
Binmca). Yacrora B momynsmii 1 Bunamok Ha 50000 HapomXeHb mITEH.
3aTpuMKa pPOCTy 1 TIOMIpHAa TimoIUia3is, a TaKOX BIJCTaBaHHSI B
PO3YMOBOMY PO3BHUTKY (Bakki (OpMH HE XapakTepHl) € MOCTIHHUMU
O3HaKaMH CHUHIPOMY. Y XBOpUX € Psii UYEpPEIMHO-JIMIEBUX aHOMaiH,
TOJIOBHUM YMHOM, HECTICIM(PIYHUX IS [IOTO CUHAPOMY.

Xpomocoma 12 — cepeaHbOI BEJIMYMHHU, CyOMETalleHTpUYHA
XxpoMocoMa. I[eHTU(]IKYETbCS BUKIIOYHO MeETOoJaMu JudepeHIiiHoro
dbapOyBaHHs XpoMocoM. BijjoMi BUITaAKU YaCTKOBUX MOHOCOMIi, TPUCOMI],
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TerpacoMii (B OCHOBHOMY, MO3aidyHUX (OpM), a TaKOXK KIJbLIEBUX
XPOMOCOM.

Xpomocomu epynu D

Jo rpymu D BigHOCATBCA CepeAHIX pO3MIpIB aKpPOUECHTPUUHI
xpomocomu 13, 14, 15. Ix «xopoTki TmIedi CKIajaroThes 3
reTepOXPOMATUHOBOTO OJIOKY, BTOPHUHHOI TMEPETSHKKA 1 CYMyTHHUKIB.
JlocuTh Yacto 11i pailioOHM BUSIBISAIOTH MOJIMOP(IZM MO JIOBXKHHI.
Xpomocomu rpynu D yacto 3aimydeHi J0 TpaHCIOKallli oJHa 3 OJIHOI0 ado
3 xpomocomamu Tpynu G (21 1 22). B pesynbTaTi poOEpTCOHIBCHKUX
TPaHCIOKAalld 3 JBOX, IPAKTUYHO OJHOIUIEYMX, aKPOIEHTPUUYHUX
YTBOPIOETHCS OJIHA JIBOILJIeYa CyOMETalleHTpuYHa abo0 MeTalleHTpUYHA
xpomocoma. KopoTki miedi BTpadamThCs, W10, SK MPaBUIO, HE
BiIOMBaeThcs Ha PpeHotumi. JJocuTh yacTo 30a1aHcOBaHi pOOEPTCOHIBCHKI
TpPaHCIOKAIlli CHOCTEpIraloTh Yy (EHOTHUIOBO HOPMAIBHUX  JIIOJCH.
Tpucomii KOPOTKHX II€YEH TaKOK HE MarOTh KIIHIYHMX HposBiB. Bimomi
YaCTKOBI MOHOCOMI1 1 TPUCOMIT JOBIUX IUI€YEH, TOBHI TPUCOMIi, a TAKOXK
KUIbLIEBI XpOMOCOMU I'pyniu D.

XpoMocoma 13 — akpoleHTpiuHA CEpeaHIX pO3MIpiB, HAWOUIBII
MOBHO KJIIHIKO-IIUTOT€HETUYHO BUBUEHA. ONMMCAHO YaCTKOBI MOHOCOMII 1
TPUCOMIi JIOBrOTO Iieya, KiableBi xpomocoMu — 1 (13), a Takoxk CUHIPOM
[Taray, 1110 cTaB KJIACHYHUM — MOBHA Tpucomis 13. YacToTra HapOHKEHHS B
nonyssiii — 1 #a 6000-13000 Hapo KeHb, CIIBBIAHOMICHHS cTateit 1 : 1,
cepenHiil Bik 6aThKiB: MaTepiB — 32 poku, 6aThKiB — 34.

XpoMocoma 14 — akpoIEeHTpUYHA XPOMOCOMA, 11 PO3MIPH MEHIII
CEpEeJIHIX TMOPIBHSAHO 3 IHIIMMM ayTocoMaMu. BiJoMi HEYMCJIEHHI ONMUCHU
YaCTKOBHUX MOHOCOMIi 1 TpUCOMIi MO JOBIUX IJIeUax, a TAKOXK KIJIbIIEBUX
XxpoMocoM. Bumanku mnoBHOI TpucoMii 14 3ycTpiuarOThCS TIJIBKU B
MaTepiajgax CHOHTaHHUX a0OpTYCIB, OTXKE MIPU aHOMAJISAX 11€1 XPOMOCOMU
BaJli PO3BUTKY HECYMICHI HaBiTh 3 BHYTPIIIHbOYTPOOHUM KHUTTSIM. Y
KUBOHAPOKEHUX JAITEH 3yCTpidaroThCsl TUIBKA MO3aiuHi ()OpMU MOBHOI
Tpucomii 14.

XpomocoMa 15 — akpolEeHTpUYHA XPOMOCOMa, HUXKYE CEPEIHBOI
BenuuuHU B Kapiotumi. [loBHa Tpucomis xpomocomu 15 HecymicHa 3
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KUTTSIM. Biomi 94acTKOBI TpUCOMIi 1 MOHOCOMIT JJOBIOTO IJIeUa, a TaKOXK
KUIBIIEB1 XpPOMOCOMH.

Xpomocomu epynu E

Xpomocoma 16 — MeTaneHTpUYHA XpOMOCOMa 3 BTOPUHHOKO
MEPETSHKKOI0 B JIOBIOMY IUIeUl. Y JOBIOMY JK TUIEYl € BEJIMKHM OJIOK
MPUIEHTPOMEPHOTO TE€TEPOXPOMATHHY, [yXe ToJiMoppHUIl SK B
HOPMaJbHIN MOMyJIsLii, TaK 1 cepea po3yMoBO BijacTtanux aitei 3 BBP ta /
a00 MIKpOAHOMAIISIMU PO3BUTKY. Y OCTaHHIX 30UIbIICHHS OJIOKY
3ycTpidaeTbcss B 4-5 pasiB dyacTilmie, HiXK B MOMyJsiii. AHoMarii
XpOMOCOMHM 16 nyske piaKl y KUBOHAPOKEHUX JIITEH, HATOMICTh YacTille
3yCTPIYalOThCs Y CIIOHTAHHUX a0OPTYCIB, II0 BKa3y€ HA HECYMICHICTh BaJ]
3 JKATTSIM TIPU aHOMAJIISIX XpomocoMu 16. BimoMi 4acTkoBI MOHOCOMIT
JOBrOTO IIJIeYa, YaCTKOBI TPHCOMIi 3a KOPOTKHMM 1 JIOBTUM ILI€YHUMa, a
TAaKOXK KuUIblieBI Xpomocomu. [ToBHa Tpucomia 16 3ycTpiuaeThcs aulie y
CIIOHTaHHUX abOPTYCIB.

Xpomocoma 17 — cyOMeTalleHTpUYHAa XpPOMOCOMA, MEHIIIE
CEepeIHBOT0 po3Mipy. BilomMl BHUNAAKKW Y4aCTKOBHUX MOHOCOMII 1 TpUCOMIl
JIOBIUX 1 KOPOTKUX IJIEUEH, a TAKOXK KUIBLEBUX XpOMOCOM 17.

XpoMocoma 18 — cyOMeTaleHTpUYHA XpPOMOCOMA, HEBEIIHKA Y
HNOPIBHSHHI 3 1HIIMMHU XPOMOCOMaMHM B KaplOTHINl JIOJUHU. €
MOBIIOMJICHHSI IPO YaCTKOBI MOHOCOMIIO 1 TPUCOMIIO KOPOTKHUX 1 JOBIUX
Tiedei, TeTpacomii KOPOTKUX IUIY, & TAKOX MPO KUIBIIEBI XPOMOCOMH 1
noBHY TpucoMmito. [loBHy Tpucomito-18 HazBamu cuHapomoM EpBapca.
YacTtoTa 3axBoproBaHHA B momysuii — 1 Bumamok Ha 7000 HapoIxKeHb.
JliBUaTKa XBOPIIOTh 3HAYHO YaCTIIIE XJIOMYHUKIB.

Xpomocomu epynu F

Xpomocoma 19 — ogHa 3 HEBENMKUX METAUECHTPUYHUX XPOMOCOM B
KaploTHMl JIIOAWHU. AHOMaNii nmo xpomocomi 19 omucano mano. Bimomi
OKpEMi BUIIAJIKU KUIBIEBUX XPOMOCOM 1 YacCTKOBOI TPUCOMIi JIOBTOIrO
meya xpomocomu 19.

XpoMmocoma 20 — majeHbKa MeTalleHTpUYHa Xpomocoma. Bimomi
MOOJAMHOKI TOBIIOMJICHHS TTPO YaCTKOBI MOHOCOMI1 1 TPUCOMiT XpPOMOCOMU
20, a TaKOX MPO KUIBIIEBI XPOMOCOMHU. 3yCTPIYAIOTHCS MOBIJOMIICHHS PO
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MOBHY Tpucomito-20 B Mo3aiuHii (popMi Ta TIIBKU B IPEHATATLHUHN TTEP10/]
PO3BHUTKY. AHOMaBLHUHN KapiOTHUIT BUSBJIECHUN B KIITHHAX TUIOJA.

Xpomocomu epynu G

XpoMocoma 21 — HaliMeHIIIa B KapiOTHUIIl JIFOAWHA. BioMi 9acTKOBI 1
MTOBHI MOHOCOMIi, TPUCOMII Ta TeTpacoMmii MO JOBroMy IUIEdy XPOMOCOMH
21. Tpucomisi-21 (cungpom [layHa) — mepiiuil KJIiHIYHO 1 IUTOTEHETUYHO
OMHUCAaHUI XPOMOCOMHHUN CUHIPOM, SIKUM 4YacTo 3ycTpluaeTbes. YacTtora
cuaapomy Jlayma B cepennboMy 1 Bumagok Ha  800-1000
KUBOHAPOKCHUX MJiTed. ICHye Tpu IUTOreHEeTUYHi (HOPMU CUHIPOMY:
peryisipHa tpucomis (93 % Bcix BumajakiB), TpaHciokaiiiiHa (5 %) 1
Mo3aiuHa (2 %) Tpucomii. KpUTHUYHUI CErMEHT, SIKMil BIJMOBiJAaE 3a
¢beHoTumnoBi mposiBu cuHapomy JlayHa, po3ramoBaHuil B AiasHIN 2122,
IIPU TPUCOMII SIKOTO PO3BUBAETHCS TUIIOBA KIIIHIYHA KapTHHA.

XpoMocoma 22 — MaJieHbKa aKpOIIEHTPUYHA ayTOCOMa B KaplOTHIT
aroAuHMA. BigoM1 4acTKOBI 1 TOBHI MOHOCOMII 1 TPUCOMIi, a TaKOX KiIbIIEBI
xpomocomu. CHHAPOM TpUCOMIii-22 Ha3BaHUU CHUHAPOMOM «KOTSYOTO
OKa» Yepe3 BEPTUKAIbHY JIOKATI3AIII0 KOJOOOMHU palAyKKH Yy IUX
XBOPHX, KA CTBOPIOE BPAKECHHS KOTAUUX 04eil. CHHIPOM «KOTSYOTO OKay
3yCTpI4a€eThbCsl PIAKO, dYacToTa HOro jJoci He BHU3HadeHa. Yacrime
3yCTpIUaOThCs MO3aiuHi (OpPMHU 3aXBOPIOBaHHSA, KOJU HEPO3XOKCHHS
XpOMOCOM B1JI0yBa€ThCS B MITO31, @ HE B MEHO3I.

AHoOMAaJIII cTATEBUX XPOMOCOM (TOHOCOM)

B ocHOBHOMY 11i CUHAPOMU MOB’s13aHI 3 YUCEIbHUMH MOPYUICHHSIMU
xpoMocoM X 1 Y (ITOBHUMHU MOHOCOMISIMU, TPUCOMISIMH, JICOMISIMH), a
TaK0X CTPYKTYPHHMH 3MIHAMU TOHOCOM (0€3 ydacTi ayTocoM), B T. 4. U
130xpomocoMamu. [lpy 1bOMY KIIHIYHO CIIOCTEpITalOTh  O3HAKH,
XapakTepHl IJis1 BIJOMUX TOHOCOMHMX cuHApoMiB: IllepemieBchbKoro-
Tepuepa, Knaitndensrepa, Tpucomii X, aucomii Y.

Xpomocoma X — crateBa cyOMeTalleHTpUYHA XPOMOCOMA, 3T1JIHO 3
po3mipamu 3ammcaHa B rpymy C. BigmoMmi MoHOcOMis (CHHIpPOM
[llepemeBcbkoro-TepHepa) 1 momicomis XpomMocoMH X Y JIIBUATOK.
Cunnpom IlepemeBcbkoro-TepHepa — HaWOIBII BUBYEHE XPOMOCOMHE
3aXBOPIOBaHHA. 3a OCTAaHHIMHM JaHMUMH YacTOTa CHUHIPOMY KOJIMBAETHCS
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Bix 0,1 mo 0,4 ma 1000. [Ipyu CTPYKTYpHHX aHOMAJIIX XPOMOCOMH X
(i3oxpoMocoma, Jefernii KOpPOTKOro 1 JOBroro Iuieda, KiJbIIeBi
XpPOMOCOMH, pi3HI X; X TpaHCIOKAIlli) CIOCTEPITraeThCs KIIHIYHA KapTHUHA
cunnpomy IlepemeBcbkoro-TepHepa. [MeHTUUHY KJIiHIYHY KapTUHY TPU
YUCEIbHUX 1 CTPYKTYPHUX aHOMAJISIX XpPOMOCOMH X MOXKHa TMOSCHUTH
deHoMeHOM 1i 1HaKTHBAIlll B KJIITHHHOMY IMKJI1, ITUTOTCHETUYHHM TPOSB
AKOI CHOCTEpIraeThcs B 1HTEp(Pa3HOMY SApl y BUIJISII  CTaTEBOTO
xpomaTuHy X. [HakTuBaIlisi 0AaTbKIBChKOI a00 MaTEpPUHCHKOI XPOMOCOMU
X BIZOyBaeTbCcsi B HOPMI BHIIQJIKOBO, OJIHAK aHOMajJbHa XpOMOCOMa
3a3BU4ail iHaKTUBYeThCs. OTXKe, AIBUATKA, MAIOTh 1 CTPYKTYPHI 1 YKCe/IbHI
aHoMallii XxpoMocoMHu X, sIK1 KJIIHIYHO HE BIJIPI3HAKOTHCS OJHA BiJl OJHOI.

Hicomia X tipm domoBiuoMy (¢GEHOTHINI — HaWOUIbIl Yacta dopma
TOHOCOMHOI MMaToJIorii Yy 40JI0BiKiB — cuHapoM KnatHdensrepa. YacTora B
nonyssii 1 Bumagoxk Ha 500-700 HOBoHapomkeHux. lle omna 3 dopm
MIEPBUHHOTO YOJIOBIYOTO TIMOTOHAIU3MY, MEPEBAXKHO 3 KapioTurnom 47,
XXY, sKa CyOpOBOJKYETHCA PO3YMOBOIO BIACTAIICTIO 3  PSAIOM
MICUXOIATOJOTTYHUX O3HaK. 3OUIBIICHHS YKclia XpOMOCOM X B KapilOTHIIL
(OimpIe ABOX) BeE, AK MPAaBWIIO, JO OUIBIIOI 3aTPUMKH PO3YMOBOTO
PO3BUTKY 1 IIUPOKOTO CHEKTPY BaJ 1 MIKpOAHOMAJld pO3BUTKY. ICHYIOThH
Bapiantu cunapomy KnaitHdenbrepa 3 kapiotunamu 48, XXYY 1 49,
XXXYY. Bigomo, 110 301IbLICHHS 4YHCIa XpOMOCOMH Y OOYMOBIIIOE
BUCOKHUU 3PICT TAKUX XBOPHUX.

llonicomia X Bkmouae tpucomito (XXX), terpacomito (XXXX) i
neHtracomito (XXXXX). 3aiiBi XxpoMocoMu X B KapiOTHUIIl 1HAKTUBYIOTHCS
1 HE BUABJISIIOTH PI3KO BUPAXKEHOTrO MaroJioriyHoro edexry. Tpucomis X
3ycTpiyaerbcsi 3 yactotoro 1 wHa 1000. Halfwactimum cuMnToMOM €
po3yMoBa BiAcTamicTh B cTamii aeOumbHOCTI. Ilpu mempacomii X (48,
XXXX) coocrepiraloTb 3HA4HY pPO3YMOBY BIJICTANICTh, E€MOIIAHY
HECTIWKICTh, CMUICNITUYHI MPUMAAKUA. 3 HAKOMMYEHHSIM XpoMOocoM X B
KaplOTUIl BaJd PO3BUTKY CTalOTh OUIBII BUpPaXXEHUMU. Bunaaku
newmacomii X (49, XXXXX) 3ycTpiuaroTbCs BKpail piJiko.

Xpomocoma Y — onHa 3 HAWMEHIIUX B KapiloTUMi JoauHU. Bennunna
il Bapiloe 3aJeXXHO BiJ] PO3MIPY T'€TEPOXPOMATHHOBOTO PalloOHY JIOBTOTO
rieda. Bona Bu3Hadae yoisoiuy crtath: kapiotun 46, XY. Kapiotunu 3
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OJHOIO XpoMOcOoMOI0 Y 0e3 xpomocomMu X HE CYMICHI 3 >KUTTSM.
BiacyTtHicTh XpoMocoMu Y B KapioTUMl TpU 4YoJIOBiYOMY (EHOTHI
3yCTPIYAETHCSA, B OCHOBHOMY, Y BUTJISAJII MO3aTYHUX (DOPM 3 XPOMOCOMHUM
Habopom 45, X / 46, XY, 1m0 Belie 10 MOPYIICHHS CTaTEBOTO PO3BUTKY.
Bigomi pi3Hi Qopmu momicomii XxpomocomMu Y, TpPH SKUX HEPIAKO
CIIOCTEPIraloTh PO3yMOBY BijcTanicTh. [lomicomii Y 3ycTpiyaroThesi y
BUursiAl gucomii Y 3 kapiotunom 47, XYY 1 tpucomii Y 3 kapioTurom 48,
XYYY.

Tpunuoinis

Bnepiie XuBOHapo/)KeHa AUTHHA 3 MOBHOKO (OPMOIO TPUILIOIAL
(xapiotun — 69, XXY abo 69, XXX) Oyna onucana B kiHii 1960-x pokis;
70 MpOro 4acy Oyio Bigomo Jumie npo mo3zaiuni ¢opmu. [lomymsimiitna
4acTOTa CHUHJIPOMY HEBIJIOMa, HE3BAXAlOUM Ha TE€, IO OMUCAHO OJIM3BKO
100 BunaakiB pazom 3 Mo3aiyHUMHU (HOpMaMH.

Terpamoinis

YacToTa TeTpamioinii y KHBOHAPO/DKEHMX JiTed HE BiaoMa.
HapomxeHHst A1Tel-TeTparuioifiB 3ycTpiyaeTbesa BKpail pigko. Taki miTu
HailyacTille MOMHUPAIOTh MPOTArOM NEpPUIMX AHIB a00 MICSIIB KHUTTS.
OnucaHo MEHIN AECATH BHUIIQJKIB >KMBOHAPOKEHUX ITEH-TETPAIlIOiliB
(TUIBKH IT’ATh 3 HUX MaJu HeMo3aiuHy ¢opmy 3axBoproBanHs). Cepen HUX
TIJIBKU JIBOE TIPOKIIIM TIOHAT 12 MICSIIIB, OJUH XJIOMYUK — JI0 22 MICSIIIB 1
OJIHa JIBUMHKA — 10 26 MicsmiB. BiabplIicTh BariTHOCTEHW 3 KaplOTUIIOM
mioaa 92, XXXX 3akiHUYIOTbCS CIOHTAHHUMHU a0OpTaMu MPOTSATCOM
MEepUIOTO TPUMECTPY.

AHOMAJII TEJIOMEPHUX Ta HEHTPOMEPHUX AUISAHOK

B ocTaHHI pPOKM BCTAHOBJIEHO, IO TEJIOMEPHI 1 CyOTEIOMEpHI
nepeOy0BU € OJHIEI0 3 MPUYUH PO3yMOBOI BIJCTAIOCTI 3 BPOIKECHUMHU
BajjaMu Ta / abo MiIKpoaHOMaTisIMH PO3BUTKY. OmucaHo OJM3bKO
2500 iHaUBIAyYyMIB 3 PO3YMOBOIO BIACTANICTIO, y SAKHX JIOCIIIKEHI
TEJIOMEPHI 1 CyOTEIOMEpHI IUITHKHA XpOMOCOM, 3 HUX 5 % MaroTh moAi0H1
nepeOynoBu. Po3ymoBa  BifCTadiCTh TMOB’s3aHa 31  cHeU(iyHUM
dbenotunom. JlJisi BUSBICHHS CHPABXKHIX CYOMIKPOCKOMIYHUX aHOMAJIIi
teraomep 3 1993 p. BUKOPUCTOBYIOTH CIEIiajbHY TEXHOJIOT1I0, 3aCHOBaHY
Ha BUSBJIEHHI rinepBapiadenbHux noBTopiB JHK. BukopucroBytoun ieit
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METOJ, 1MeHTH(IKYBald aHOMali, K1 paHilie HE BUABIIA, B S5 %
BUMAKIB.

BusiBiieHo cyOTenoMepHI MIKpOAEIelli KOPOTKOrO 1 IOBrOro Ijieyen
OUIBIIOCTI XPOMOCOM, SIKI CYMPOBOJIKYIOTHCSI PO3YMOBOIO BIJICTAIICTIO 1
pPAIOM IHIMMX aHoMadiid. BuHATKamu € KOpoTKi miedi xpomocoM 12-16,
19, 21, 22 1 pgomri miedi xpomocoMm &, 12, 19, 20 1 X. nsa psagy
CyOMIKpPOCKOIIIYHUX  TEPMIHAJIBHUX  MIKpoJeielid  iaeHTudikoBaHi
KOHKpeTHI nurstHku: 1p36 1 1gd44, p25.2, 3p25-26, 4q35—qter,
5q35.3—qter, 6p25—pter, 6q27—qter, 7p22.1—pter, 7q36.1—qter, Ip22,
9p24.3, 10pl3—pter, 10g26.1—qter, 12pl3.3—pter, 13q34—qter,
18p11.3.

Tepminaneui npenmenii 4p moOpe BiIOMI 3aBASKH XapaKTEPHOMY
¢denotuny cunapomy Boabda-XipmxopHa. Kputuunuii CermMeHT LbOTO
CUHJIpOMY JIOKaii3oBaHuWW B AuasHII 4pl16.3, 1 npubnuzno y 25 %
MAaIli€HTIB JUISHKA TEpMiHAJbHOI JieNelli BUSABIISETHCSA TIIBKH 3a
nonomoroto FISH ananizy.

Onucano Mikpojenenii B IMO€JHAHHI 3 1HIIMMH XPOMOCOMHHMU
anomanisiMu. Cibcu 3 MOMIpHOIO Po3yMOBOIO BiacTamicTio 3 der (10) t (4;
10) (q35.2; g26.3) mat, Manu 4YMCJIEHHI aHOMaJi 1 MiKpoaHOMaJIi
po3BuTky. Cunapom JlxekoOCeHa  BHUKIHUKAETHCS  MIKPOCKOIIYHO
BUIUMUMH AedeKTaMu XpoMocoMHUX auistHok 11923, q24 i1 / abo q25.
CunapoMm a-tajacemii 3 PO3YMOBOIO  BIJICTAIICTIO BUKJIUKAETHCS
TEPMIHAJIBHOIO CYOMiKpocKonmuyHOW0 Jenerniero 16pl13.3. TepmiHanbHI
neneuii 17p maroTh BHpakeHUW (eHoTun cuniapomy Mimnepa-/lukepa,
AKUAN XapaKTePU3y€EThCS rpy0oro PO3YMOBOIO BIJICTAJICTIO,
nicennedaniero, arpodier0 MO3KYy, areHe3i€l0 MO30JIMCTOrO  Tija,
MiKpouedaniero 1 HIPKOBUMH MOPYHIEHHAMH. BiloMo, 1110 BUKJIMKATH 1IeH
CUHIPOM MOXYTh fK JeJelli, Tak 1 MIKpojeelii, KPUTHUYHOI €
TepMiHalbHa aisHka 17p13.3.

B nmanuii yac jy1s BUSBJICHHSI CYyOTEIOMEpPHHMX aHOMaJli 3a3BUYait
BUKOPUCTOBYIOThH JB1 TexHouiorli. [lepiia — 3actocyBaHHSA MOJIMOP(PHUX
MIKPOCATEIITHUX MAapKepiB, fAKI JIOKATI3YIOTbCS B CyOTEJIOMEPHUX
pationax. Jpyruit merox — FISH Texunomnoris 3 Bukopucranusm JJHK mpo6
(BAC, PAC ab6o Pl), nokamizoBaHnx B CyOTEJIOMEpHHX pailioHaX
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MeTadasHux xpomocoM. B manuii yac Bci cyOTeloMepw MOXYTh OyTH
JOCHIKEHI Ha XpOMOcoMax OJiHi1eT MeTada3HOi MJIACTUHKH 3a JOTIOMOT OO
OpUT1HAJIBHOI TEXHIKHU 1 CyOTEeIOMEpPHUX MPOO.

ﬁMOBipHO, BECh '€HOM CXUJIBHUHU J1I0 MIKPOJICIEIII, MOXKINBO HABITh
i iaTepcTUmianpHuX. OJHAK, MDK TEJIOMEPHHUMH Ta 1HTEPCTUIIATLHUMHU
AeNeisiMA € CYTTE€Bl BiAMIHHOCTI. J[jis TeromepHOi nenenii JOoCTaTHBO
OJIHI€1 TOYKU PO3PHUBY, HA BIIMIHY Bij Mapy TOYOK IMPHU THTEPCTHUIIATBHIMI
nepeOy10Bi, 1110 0OYMOBJIIOE O1IbII BUCOKY YaCTOTY TEIOMEPHUX JEIICIi.
CyOtenomepHi Jenernii dactiimie aarTh (PEHOTHUIIOBUM edeKT uepe3
HACUYEHICTh IIUX PANOHIB YHIKAJIbHUMU F€HAMMU.

OnHoO0aTbKIiBCbKA (YHINAPEHTAJIbHA) TUCOMIS

VYHinapeHTaqibHa JUCcOMisi — (EHOMEH, SKUH BU3HAYAETHCS
MPUCYTHICTIO JIBOX TOMOJIOTTYHUX XPOMOCOM (200 iX CErMEHTIB) TUIbKHU
OJIHOTO 3 0aThKiB 1 BIJICYTHICTIO BIJMOBIJHOT XpoMOCOMHU (200 cerMeHTa)
BiJl Apyroro 3 OarbKiB, 110 Mae (HEHOTUNOBUM MposiB. IIeBHI NUISTHKU
MAaTEpPUHCHKOTO 1 OaThbKIBCHKOIO T€HOMY (PYHKIIIOHAJIHLHO HEOJIHAKOBI.
['eHHI JIOKyCHM B TakuUX [UISHKAaX MOXYTh MOKa3yBaTH BIJMIHHOCTI B
AKTUBHOCTI B 3aJICKHOCTI B1JI X MOXO/KeHHs. [Ipu 1IbOMYy MaTEpHUHCHKI 1
OaThKIBCbKI TE€HOMU MOXKYTh BHOCUTH PI3HUHM BHECOK B PO3BUTOK
emOpiona. Taki crneuugiyHl BIAMIHHOCTI B PEryJidllii TEHHOTO JOKYCY B
3QJIEKHOCTI BiJl 0ATbKIBCHKOTO MOXOKEHHS PO3MIISAAIOTECS K 2€HOMHUL
imnpunmune. T'@HOMHUH IMIPUHTHUHT MOJKE 3ajJydyaTH TEHHI JIOKYCH
OaThKIBCHKOrO ab00 MaTEpUHCHKOrO TMOXOJKEHHs. Hamnpuknan, vy
COMAaTUYHHMX KIITHHAX SK YOJIOBIKIB, TaK 1 XIHOK OaThbKIBCHKHI JIOKYC
TOMOJIOTIYHUX XPOMOCOM aKTHBHHUM, B TOM 4Yac SIK MaTEPUHCHKUN JIOKYC
HEAKTUBHUU. VY cCTaTeBUX KIITHHAX (EHOMEH IMIPUHTUHTY MOXE
CTUpATHCS, 1 3UroTa 0yJie MaTh HEIMIIPUHTOBAH1 0ATHKIBCHKI aJeJi.

['eHOMHMI IMIPUHTUHT 1 YHINApEHTaJbHA JUCOMISI € TMPUYUHOIO
psAly 3axBOPIOBaHb JIIOAWMHU, Takux siK cusHiapomy Ilpagepa-Bimm 1
AHrenbmaHa (JlokamizoBaHi Ha Twiedi 15q). ['eHOMHUN IMIOPUHTUHT
MOB’SI3aHUM 3  OCOOJMBOCTAMH METWUJIYBaHHS B  3aJIe)KHOCTI  BiJ
MOXO/KeHHST XpoMocoM. OHUM 3 MOSICHEHh T€HOMHOTO IMIPUHTHUHTY €
BIIMIHHICT B METWJIYBaHHI JIOKYCIB  OaTbKIBCBKMX  XPOMOCOM.

38



Hampuknan, sKmo TeH MAaTepUHCHKOTO TIOXOKEHHS METHJIOBaHUMN
(lHaKTUBOBaHHUI), a Ied ke TeH O0aThbKIBChKOTO IIOXO/KCHHS HE
METWJIOBaHUM, TO EKCIPECYEThCA TIIbKU OaThKIBCbKUM TeH. Tak sk
IMIIPUHTUHT CTUPAETHCS B CTATEBUX KIITHUHAX, TO TOMOJIOTIYHI TE€HU
METHIIYIOTBCSI B KIHOYMX CTaTEBHX KIITHHAX, 1 OOMJBAa HEMETHJIOBaHI
reHd — B YOJIOBIYMX CTAaTeBUX KIiTHHaX. B pe3ynapTaTri B 3UrOTI
CIIOCTEPIraeThCsl BIAMIHHICTH B METHJIYBaHHI alielliB IMIPUHTOBAHUX
T'CHIB.

Cungpomu Ilpagepa-Bimai 1 AHrenbmMaHa — KIIHIYHO Pi3HI
3aXBOPIOBaHHSA 3 MOPYIICHHSMH PO3BUTKY Ta MOBEAIHKU. BOHN BUKJIMKaH1
BTpaTol0  (YHKIII  XPOMOCOMHHX  JUISHOK, JIOKQTi30BaHUX B
MPOKCUMAJIbHOI YacTHMHM JOBroro rIuieda xpomocomu 15, Il
3aXBOPIOBAHHS PO3PI3HAIOTHCS BHACIIIOK BTpAaTH (QyHKIIT AUIsTHKY 15q11-
13 xpomocoMu 0aThbKiBCBKOTO a00 MAaTePUHCHKOTO IMOXOKEHHS. SIKIIO
nenenis 3adinae 0aThbKIBChKY XPOMOCOMY, 1€ MPU3BOAUTH O CHHIPOMY
[Ipanepa-Bimni, a SIKII0 MATEPUHCHKY — 10 CHHAPOMY AHTeJIbMaHa.

JiarHOCTHKA B PeNnPOAYKTUBHIN MeIUIIUHI

[{utoreneTn4H1 Ta MOJIEKYJIAPHO-IIUTOT €HETUYHI METO U
BUKOPUCTOBYIOTh B CYYacHIM PENpPOAYKTUBHIA MEIULMHI ISl aHaI3y
OpyUYMH  Oe3runiaas (JOCHIIKEHHST XPOMOCOMHOTO HaboOpy CTaTeBUX
KJIITHH Ta 1IeHTU(IKALIT KaplOTUITY y TIap 3 MOPYIICHHIM PENpOyKTUBHOI
¢yHKIi1), A9 TOWIYyKYy TE€HETMYHHUX TMPUYUH CIOHTAHHUX aOOpTIB
(BU3HAYEHHSI XPOMOCOMHHUX AHOMAJlll B PI3HUX TKAHWUHAX CHOHTaHHUX
adopTyCiB, a TaKoX Yy LHMX MOJPYXKHIX Tap), JAJIsl IpEeHATaIbHOI Ta
MpEeIMIUIaHTALIHOT J1arHOCTUKU XPOMOCOMHUX aHOMAJTIi.

Bigomo, 110 uYuncenbHI XpPOMOCOMHI aHOMaJlii, cepes SKHUX
nepeBaXkaloTh aHEYIIOIAll, MalOTh BUCOKY YACTOTY B CTaTEBHUX KJIITHHAX
Ta B KIITHUHAX mioja. Yactora uucelbHUX XPOMOCOMHUX aHOMaJlid B
CIiepMarTo30igax CTaHOBHUTH 1-2 %, B oonuTax — 0;1u3bk0 20 %, B KIIITHHAX
npeiMIIaHTalliHUX eMOpioHIB — On3bKo 20 %, B KIITHHAX CIIOHTAHHUX
abopryciB mpu Tepmini 6-20 TwkHIB — 35 % (TIIBKM aHEyIIoimii), B

KIITHHAX XuBOHapoHkeHux — 0,3 % (Tinbku a”eymioigii). OTxe, MeTOAU
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BU3HAYCHHS XPOMOCOMHHUX aHOMAaJil MalTh BEJIUKE 3HAYEHHA B
PENPONYKTUBHIA MEIWLMHI JJI1 BUSBJICHHS TPUYUH TOPYIICHHS
PENPOAYKTUBHOT (DYHKIITII.

Bigomo, 1m0 ojHa 3 ceMM MOAPYKHIX Map B 3arajbHiil MOMyJALii
ctpaxknae Oe3mmigasM. [lpu BHUBYEHHI TE€HETUYHUX OCOOJIMBOCTEH
Oe3Iiaas OUIBIIICTh JOCHIIHUKIB BBaXKAIOTh 3a Kpalle po3TJsaaTH
BIJIOKPEMJICHO <CKIHOUUI 1 «4OJOBIYUI» (PaKTOp HOr0 BUHUKHEHHS.

[IpyunHOO OE3MIIAAS Yy IKIHOK MOXYTh OyTH CTPYKTYpHIi
1epeOyI0BH XpOMOCOMH X, B OCHOBHOMY JIeJIeIlii 1 TpaHCaoKalli. Y KIHOK
3 OE3IUIIAASAM OMKCAH1 Aeelii MPAaKTUIHO Y BCIX JUISHKAX XPOMOCOMH X
(kpim Xp22.2-Xp22.3 1 Xq27-Xq28). Heneuii B aunsaui Xpl1.2 nos’s3anH1
31 CHOHTaHHUMU abopTaMu IpuoOIN3HO ¥ 50 % KIHOK 3 TaHOK aHOMAITIEIO.
Y JoBromy Imiedi XpoOMOCOMH X JieNiellli y JKIHOK 3 Oe3IIiaaiaM
BUSIBIISIFOTHCST MEPEBAXKHO Y «KpUTUUHIN AusaHIi» Xql3-Xq26. YactoTa
TPAHCIOKAIIA 3a yYacTI0 XPOMOCOMHM X 1 ayTOCOM OIIHIOETHCS SIK
1:30 000 cepen HOBOHapoKeHHX. BcCl 40HOBIKM 1 OLIBIIE ITOJOBUHHU
KIHOK 3 IIMMH aHoOMamisMu Oe3rumiani. JIms TpaHcIoKarid, sk 1 s
Aenenid, «KPUTUYHOK [UISHKOI» XpoMocomMu X Y IKIHOK, SIKi
cTpaxaaroTh Ha Oe3mniaas, € Xql3-Xq26. Cepen aytocom, 3alyd4eHUX Y
TpaHCIOKAIlli 3 XpoMocoMOl0 X y KIHOK 3 O€3IUIIasM, HaidacTiiie
3yCTpiuarThest Xxpomocomu 15, 21 1 22.

[Tpu6mu3Ho 5 % 4onoBIHOTO OE3IUIIAAS OB’ A3aHO 3 XPOMOCOMHUMHU
aHOMaJTisIMU. XPOMOCOMHI aHOMaJIli, BUSBJIEHI Y YOJIOBIKIB 3 O€3ILIIIJISIM,
pO3MOJUIAIOTECS  HAacTynHUM uyuHOM: 4,5 % — perynspHa aucomis
xpomocomu X mOpu 4oioBluoMy kapiotuni (cunapom KrnaliHdenbTepa,
kapiotun 47, XXY); 0,72 % — pobdeptconiBchki Tpanciokaii; 0,39 % —
CTPYKTYpH1 aHomaii xpomocomu Y; 0,34 % — 30amaHcoBaHi PEIUIIPOKHI
Tpanciokarii; 0,3 % — pi3Hl YucenbHI aHOMANli CTaTEBUX XPOMOCOM;
0,15 % — nonmatkoBi MapkepHi xpomocomu; 0,1 % — kapiotun 46, XX npu
yosioBiuomy  ¢enorumi; 0,06 % — wmozaiuni  ¢GopMU  CHHAPOMY
Knantndensrepa (kapiotun 47, XXY / 46, XY); 0,04 % — imBepcii
crtateBux xpomocoM 1 aytocom; 0,23 % — iHmI yucesnbHl 1 CTPYKTYpHI
XpOMOCOMH1 anoMmalii. Bigomo, 1o cepea aHoMmaiiii ayTocoM y YOJIOBIKiB
3 OE3IUTIIJISIM CIIOCTEPIraroThCs MepeBaxkHo adepaiiii xpomocom 3-7, 9, 11,
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13-15, 16, 17, 19-22. IIpuuuHOIO YOJOBIYOTO OE3ILIIAAS MOXYTh OyTH
TaKoX MiKpoJienenii XxpoMocoMu Y, sKI 1IEHTU(DIKYIOTHCS TEPEBAXKHO
mosekyisgpHo-uutoreHetudyHo (FISH a6o CGH) abo wmonekymspHO-
redetudHo (IIJIP). B pi3HuX rpymax 4oJIOBIKiB 3 OC3ILUIIISIM KIJIbKICTh
1HIWBIAYYMIB 3 MIKPOJCIEIIIIMH XpOMOCOMH Y MOXe fgocsaratu 15 %.

Cepen XpOMOCOMHHMX aHOMAJIIH, IO € MPUINHOIO OE3ILTIII 1 KIHOK,
1 4OJIOBIKIB, 0COOJIMBE MiCIle 3aliMarOTh POOEPTCOHIBCHKI TpPaHCIOKAIIll.
Bonu 3amydaroTh akpoueHTpuuHi xpomocomum 13, 14, 15, 21 1 22.
PoGepTCcoHIBChKI TpaHCIIOKAllll YTBOPIOIOTHCS 332 PAXYHOK 3JIUTTS JOBIUX
Iie4eil HUX XPOMOCOM 3 OJIHOYACHOIO BTPATOI 000X KOPOTKHUX IJICYEH.
Yacrora 3a3HadueHux nepedyaoB craHoBuTh 1 Ha 1000 oci0, oTxe, 1€ 0Ha
3 HalOUIbII YaCTUX CTPYKTYPHUX aHOMAIK XpomMocoM. J[aHl XpoMOCOMHI
nepeOy/1I0BU HE TIOB’S3aHI 3 aHOMaJIbHUMHU (DEHOTHUIIOBHUMH MPOSBAMH,
OJIHAK 1X HOCIi BXOJSTh B IPYIY PU3UKY HAPOHKEHHS JITEH 3 UYMCEILHUMU
XPOMOCOMHUMH aHOMAJIISIMUA Ta YHIMAPEHTATbHUMHU JTUCOMISIMH, a TaKOXK
10 CIIOHTAaHHUM abopTaMm.

Llumocenemuxa cnonmannux abopmycie. JlaHl NOpPO HAABHICTh
YUCEIbHUX XPOMOCOMHHUX aHOMaTiil B TKaHMHAX CIOHTAaHHUX a0OpTYCiB
(CA) HeoOXiIHI i1 MEIUKO-TEHETUYHOTO KOHCYJIbTYBaHHS TMap 3
NOPYUIEHHSIM PENPOAYKTUBHOI (yHKIII 1 *K1HOK 3 moBropHuMu CA. [o
15-20 % Bcix BariTHOcTel 3akiHuylOThcsi CA Ha pI3HUX TepMiHax. Y 2-
5 % xiHOK Bin0OyBaroThes moBTOopHI CA. binbiie 50 % CA, mo Tpanuiucs
10 15 TwXHS BariTHOCTI, MalOTh 4ucesibHI XpoMocoMH1 aHomanii. CA B
OCHOBHOMY TMOB’si3aHl 31 CHeNU(PIYHUMH XPOMOCOMHUMHU aHOMAJISAMHU.
Cepen HaitOUIBII YacTUX — Tpucomia 16 (dactora cepen Bcix CA —
7,27 %), 22 (2,26 %), 21 (2,11 %), 15 (1,68 %), 18 (1,15 % ), 13 (1,07 %),
a Takoxx MoHocoMus X (8,35 %) i momimnoinis (8,18 %), nmpu oMy
TPUIUIOIIA 3yCTpIvaloThes B 5,79 % Bumajkis, a Terparioinu — B 2,39 %.

lIpenamanvna yumoeenemuxa. OcoOnuBe Miclie B penpoyKTUBHIN
MEJIMIINHI 3aliMae MpeHaTajdbHa [1arHOCTUKA BPOJXKEHOT 1 T€HETHUYHOI
NaToJIOri TJI0AY, B TOMY YMCJI 1 XpOMOCOMHUX aHoMmalii. [lokazaHHAMU
JUIsL TPOBEACHHS LMTOTCHETUYHO! MpEeHATaJbHOI JIarHOCTUKU €. BIK
Mmatepi (crapimie 35 pokiB); OJIM3HIOKOBA BariTHICTh y JKIHOK CTapiie
31 poky; aHomaimii, BuUsiBIeHI mnpu Y3J[; MO3UTHUBHI JaHi TECTy Ha
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HasIBHICTh CHEIU(IYHUX MapKepiB B CUPOBATIII KPOBI MaTepl; HAIBHICTh Y
pPOAMHI JiTe 3 XPOMOCOMHHMMH aHOMAJIsIMM; paHIiIlle BHSIBJICHA
30aJlaHCOBaHAa XpOMOCOMHA aHOMAJIig y 0JHOTO (200 000X) OaThKIB; BILIUB
MyTareHiB IIiJI 4Yac BariTHocTi; BIK Oarbka (ctapme 40-45 pokiB).
Po3pobneHo psigq MEeToMiB, IMIO JO3BOJIAIOTH 3 BHCOKOI €(EKTUBHICTIO
11eHTU(DIKyBaTU XpPOMOCOMHI aHOMAaJli B MPEHATAIBHOMY NEpioji, cepen
SAKUX CTAaHJAPTHE KApPIOTUITYBaHHS MICIS KYJbTHUBYBAaHHS KJIITHH KpPOBI,
aMHIOTMYHOI piIuHU 1 XopioHa; 1HTepdazHa FISH, a takox psia
MOJICKYJISIPHO-TEHETUYHUX METOAIB. IluTOreHeTHyHi JOCHIIKEHHS B
MpeHaTaIbHINA A1arHOCTHIII TTOB’sI3aH1 3 1HBa31MHUMHU METOJIJaMU. 3a TUIIOM
OTpUMAaHHS  MaTepiady IUIoJa  PO3PI3HAIOTH  OIONCII0  XOpioHa,
aMHIOIIEHTE3, TUIAIICHTOLICHTE3, KOPAOIICHTEe3 1 OIOMCi0 MIKIpH IUIoAA.
OnHak ocTtaHHI po3poOKM B 00JIaCTI MpeHATaJbHOI J1arHOCTUKHU
J03BOJIMJIA TIPUITYCTUTHU, 1110 MOKJIMBI HEIHBA31iH1 IIUTOTCHETUYHI METOIU
imeHTUdiKaIii XpoOMOCOMHUX aHOMAJIIM B KJIITHHAX IJIo4a. B mepny uepry
I MOB’S3aHO 3 THUM, II0 B KPOBI MaTepl 3HAXOJUTHCS MEBHA KUIbKICTh
KIITUH IUIOAY 1, TAKUM YUHOM, IPU «COPTYBaHHID» MATEPUHCHKUX 1
deTanpHUX KJIITHH MOKJTHBE 3aCTOCYBaHHS MOJIEKYJISIPHO-
IUTOTCHETUYHUX 1 MOJIEKYISIPHO-TEHETUYHUX METOJIB. Y TPaKTHUIl
pEeHATAJIbHOI JAI1arHOCTUKHU BUSBIISIIOTHCS YMCE/IbHI aHOMaJIil MPAKTUYHO
BCIX XPOMOCOM, Cepe/l IKUX HaWOLIbII YacTO 3yCTpiyaroThes Tpucomis 21,
18 1 13, a Takox 4uceIbLHI aHOMaJi CTaTeBUX XpoMocoM. OcoOIMBOIO
CKJIQAHICTIO [IUTOI€HETUYHOI MPEeHaTaIbHOT J1arHOCTUKHU Ha OLIbIN Mi3HIX
TepMiHaX BariTHOCTI (Ipyruil TpuMecTtp) € (EHOMEH IUIAlEHTapHOTO
TKaHUHOCTEUUPIYHOTO MO3ailU3My. ITnanentapnuii MO3ailHU3M
XapaKTePHU3YEThCSl HASBHICTIO YHCEIBHUX a00 CTPYKTYPHUX aHOMaii
XPOMOCOM B KJIITMHAX IJIAIEHTH, TPOTe Oe3MmocepeIHbO B KIIITHHAX JIOA
JaHa aHOMaJlisl Mo)ke OyTH BiACYyTHHOI. HeomHOpa3oBo omucaHi BUTIATKU
MJIAIEHTAPHOTO TKAHWHOCIECIM(IYHOTO MO3ailM3My, BHUSIBJICHOTO 3a
MpPEHATAIbHOI JIIATHOCTUKUA 3 TMOJAJbIIAM HAPOJKCHHSIM JUTUHH 0e€3
XpPOMOCOMHO1 aHoMaii. MoJeKyJIsIpHO-IIMTOr€HETUYHI METOJIU MOXKYTh
MOCTAaBUTH O1IbII KOPEKTHUM [TUTOT€HETUYHUI T1arHO3.
llpeimnnanmayitina yumoezenemuxa. lIlpu Oe3mmiaal  MIHMPOKO
BUKOPHUCTOBYETHCS METO/T EKCTPAKOPIOPATHLHOTO 3aruTTHeHHS
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MIPEOBYJISITOPHUX OOLMTIB 1 IEPEHECEHHSI EMOPIOHIB B MOPOKHUHY MAaTKH.
VY BuUnajgkax pu3UKy HAPOJKEHHS AUTHUHHU 31 CIAJKOBOIO MATOJIOTIE0 TIPU
MPOBEJICHHI  1i€] TPOUEAYpHU PEKOMEHIYEThCA  MpEeIMILIaHTaIliiHa
nlarHocTuka. BoHa 3acHoBaHa Ha  OTpPUMaHHI 1 JOCHiIKEHHI
eMOpioHaIbHUX OlonTaTiB Ha cTaaii 6-10 OmacTomepiB ab0 MOJSAPHUX
Tinenps. IIpeiMmaHTaniifHa JlarHOCTUKA MPOBOAMTHCS 3  METOIO
BUSIBJICHHSI MOHOT€HHHUX 3aXBOPIOBaHb, XBOPOO, 3UEIUICHUX 31 CTATTIO, a
TaKOXX XPOMOCOMHHUX CHHApOMIB. JliarHoctuky mnpoBaaiaTe 3a FISH
JTOCHIIKEHH OJHi€el KiIiTUHU. [Ipu iX BUKOHAHHI MOMJIMBI MOMHUJIKOBI
JiarHo3W, TMOB’S3aHI 3 BHUCOKOIO YacTOTOK MO3ailu3My IIpU CTajil
JPOOJICHHS.

J[iIarHOCTHKA MOHOT€HHHUX CMHIPOMIB

JlochimKeHHs 1 IIarHOCTUKY MOHOT€HHUX 3aXBOPIOBaHb MPOBOISTH
MEPEBAKHO MOJICKYJISIPHO-TEHETUUHUMU MeToaamMu. OJHaK ICHye psl
XBOpPOO, MOB’SI3aHUX 3 T€HHUMM MYTallisIMU, SIKI MOXKHA 1JIEHTHU(IKYBaTH
UTOreHeTU4HO. [le MOHOreHHI 3aXBOPIOBAHHS, BHUKJIWKAHI MYTAIllIMU
TeHiB, M0 OEPYTh y4acTh B €MIT€HETUYHOMY KOHTPOJI TPAHCKPHUMIIHHOT
AKTUBHOCTI FT€HOMY a00 €KCIAaHC1i TPUHYKJICOTUHUX MTOBTOPIB.

Cunopom  po3ymosoi  eiocmanocmi,  34enieHuu 3  JAAMKOIO
xpomocomoro X (FRAXA) — HaWOLIbII YacTa T'CHETHYHA IATOJIOTiS,
NoB’si3aHAa 3 PO3YMOBOIO BIJICTANIICTIO, @ TaKOX 3 EKCIAHCIEIO
TpuHykjIeoTuaHUX noBTopiB. Hactrota FRAXA cranoButs 1:3000-1:4000
y yosioBikiB 1 1:6000-1:8000 y »xiHok. Ile 3axBoproBaHHSA TOB’s3aHE 31
30impmeHHsaM HectabutbHnx CGG-mostopiB B reni FMR1 (Fragile X
mental retardation 1). ¥V 310poBUX IHAMBIZYYMIB YUCJIO TOBTOPIB BapliO€
Bim 6 1m0 52, a y XBOpHX KUIBKICTh TOBTOpIB mnepesuinye 200.
«IIpemyTamiitnuii ctan» xapakrepusyerbes 30uibieHHsIM CGG-IOBTOPIB
Bim 54 po 200. 30uIblIeHHS 4YuUCla TPUHYKICOTUIHUX TOBTOPIB
npu3BoAUThL J0 Toro, mo reH FMR1 He ekcnpecyeTbcsi B KIITHHAX
xBopux. OCHOBHOIO 03HaKow cuHApoMy FRAXA € namkicTe XxpomMocoMu
X y (donar-uyTnuBoMy caiti, po3ramoBaHomMy B Xq27.3, sSKy MOXXHa
1MeHTu(IKYyBaTH LUTOreHeTHYHO. JUIsS M1arHOCTUKM JIaHO1 MaToJoTil
NEePEeBaXHO BUKOPUCTOBYIOTh METOAM KIIbKICHOT omiHkH ekcrnancii CGG-
noBTOpiB 3a jgomnomoroto ITJIP. Opnak 111 MeTOAM MarOTh OOMEKEHHS,
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cepell SKMX OCHOBHUM, KpIM METOAWYHHUX, € Bapiallis eKcmpecii reHa
FMR1 B pizaux tkanuHax. KpiMm Toro, BoHU MajnoedEKTUBHI MpU
miarHoctuil FRAXA y  KIHOK, OCKIUIbKM HEMYTaHTHHMH  T€H,
pO3TAlllOBaHWA HA TOMOJIOTIYHIA Xpomocomi X, CXWJIbHUH 10
TPAHCKpHUIIIT 1, OTXeE, aHali3 eKchnpecii He J03BOJIAE€ JOCTOBIPHO
MIATBEpAUTH JiarHo3. OJHAK IMTOI€HETHYHA EKCIpecis JaMKOCTI
XxpoMocoMu X, 3a BIJICYTHOCTI MIJBUIIEHOTO BMICTY (pOJIIEBOI KUCIIOTH B
KJIITUHAX XBOPHUX, BUSABJISETHCS MPAKTUYHO 3aBXK/IH.

Aneminn @ankoni — pigKiCHE ayTOCOMHO-IOMIHAHTHE 3aXBOPIOBAHHS,
AK€ XapaKTEPU3YEThCS BPOKCHUMU aHOMAJISIMU KICTKOBOIO MO3KY 1
M1IBUILIEHOIO0 CXUJIBHICTIO JJO HOBOYTBOPEHD (MIEpEBaXKHO J10 Jiekkemii). [le
mepimia  XBopoba, TpW  SAKi  OmMMcaHa CIOHTaHHa XPOMOCOMHA
HECTaOlIBHICTh:  BUSBISIIOTBCS  XPOMOCOMHI  PO3PUBH,  yTBOPECHHS
TULEHTPUYHUX 1 KUIBIEBHMX XPOMOCOM, B OIBIIOCTI  BHIIJIKIB
BUSIBIISIETHCS CIIOPAIUYHE 301IbIICHHS TEIOMEPHUX JIJISHOK.

Cunopom  amakcii-meneanciekma3sii —  ayTOCOMHO-PEIIECUBHE
3aXBOPIOBaHHSA, TMOB’s3aHE 3  JIETCHEPAIIE0 HEWPOHIB  MO30YKa,
IMyHOIE(PIIUTOM,  XPOMOCOMHOIKO  HECTaOUIBHICTIO,  M1JBUIICHOIO
PalOYyTIMBICTIO 1 CXUJIBHICTIO IO OHKOJIOTTYHUX 3aXBOpIOBaHb. [Ipu mii
XBOpOOl  CHOCTEPIraroThCd  XPOMOCOMHI  PO3pUBH B JIIMGOIUTAX
nepudepuuroi kpoBi 1 (iOpobiacTax, a TaKOX TKaHUHOCIEHHU(IUHI
XpoMocoMHI abepaiiii. Haifuactimie B niM¢onuTax XBOPUX BUSBISIOTH
30aJIaHCOBaH1 XpOMOCOMHI TepeOya0BHU 13 3aly4eHHSIM XpoMmocoMm 7 1 14.
MonekyisipHO-TeHeTUYHA  J[IaTHOCTHKA  JAaHOTO  3aXBOPIOBAHHS €
CKpPYTHOIO.

Cunopom Bnroma — piIKICHE 3aXBOPIOBAHHS, CEpPEJl KIIHIYHUX O3HAK
AKOTO 3aTpUMKa pOCTY, MIABUIIEHA YYTJIUBICTH 1O COHSYHOI'O CBITJIA,
€pUTEMATO3H1  MOWIKOJKEHHA  IIKIpW  OONHMYYs, HU3BBKHH  3PICT,
IMyHOZE(MIIUT 1 CXWJIBHICTD /10 OHKOJIOTT1YHUX 3aXBOPIOBaHb. XPOMOCOMHA
HECTAOUIbHICTh  MPU  JIAaHOMY  3aXBOPIOBaHHI  XapaKTEPHU3YETHCS
YTBOPEHHSIM YOTHUPUKYTHUX KOH(Irypamii, skl CKJIagaloTbCi 3 JBOX
XPOMOCOM 3 IIEHTPOMEpPAMHU, PO3TAIIIOBAHUMH HABIPOTHU OJMH OAHOTO. L5
aHoMaJIisl BUKJIMKaHa PIBHUM OOMIHOM JUISTHOK XpOMaTH, pO3TalllOBaHUX
OJIM3BKO LIEHTPOMEPH JABOX FTOMOJIOTTYHUX XPOMOCOM.
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Cunopom  imyHoOeghiyumy, yeHmpomepHoi HecmabOilbHOCMI |
JUYeeUX AaHOMANil — €AUHO BiJJOME 3aXBOPIOBAHHS, TIOB’s3aHE 3
MyTamisiMu B TeHi, mo koaye JIHK-metuntpancdepaszy. Myrarii
MPU3BOJSATH 10 AaHOMAJII METUIYBAaHHS T€HOMY 1 NPUAYIICHHS €KCIpecii
Hekoayrouux mocaigmoBHoctedt  JIHK. [luroreneTwyni mociiKeHHS
MOKa3ajau HasBHICTh MYJIbTHUpaAiadbHUX KOHpiryparii xpomocom 1, 9 i1
16, a Takox 3OUIBIICHHS MPUIECHTPOMEPHUX TE€TEPOXPOMATHHOBUX
palioHiB 1ux xpomocoM. Metoaom FISH mnoka3zano, mo y XBopux
B1J10YBA€EThCA JIEKOHEH CAIlisl reTepoxpomaTtuHa B 1, 91 16 xpoMocomax.

Takum  uyMHOM, HE3BakKalOUM HAa  MOHOTEHHHMH  XapakTep
YCIAJKOBYBAHHS  3a3HAYEHUX  3aXBOPIOBaHb,  JIATHOCTHKA  SIKUX
3M1MCHIOETHCS MEPEBAXKHO MOJIEKYJISIPHUMHU METOJIaMH, [IMTON€HETUYHI Ta
MOJIEKYJIIPHO-IIUTOTCHETUIHI METOJIM YaCTO € OLIbII €()EKTUBHUMU.

Humannua ona KoHmponio

1. ki hbeHOTUIOBI MPOSBU aHOMAJIIM ayTOCOM BaM B1J10Mi?

2. Sxi peHOTUIOBI MPOSIBU aHOMAJI1ii TOHOCOM BaM BiJIoMi??

3. Uu 3ycTpivaeThes y JOJUHU TPU- 200 TeTparioimis?

4. Slk BUHMKAIOTh MO3aiuHi (POPMU XPOMOCOMHHUX CUHIPOMIB?

5. Ski KJIHIYHI NPOSBY aHOMAaTIN TEIOMEPHHUX Ta CyOTEIOMEPHUX
TUJITHOK BaM B1goMmi?

6. I1lo Take TeHOMHUI IMIIPUHTUHT?

7. 5lka MeTa BUKOPUCTAHHS IIMTOI€HETHUYHOI Ta MOJIEKYJISIPHO-
ATON€HETUYHOI T11arHOCTUKU B PENPOLYKTUBHIA MEAUIIAHI?

8. Sxi MOHOT'€HHI CUHIPOMU MOKHA J1arHOCTYyBaTU
ATOr€HETUYHUMH METOAAMU?

3pa3zku 3a60ans 014 NPAKMUYHUX 3AHAMb 3 memu 4

[To mikpodororpadisiMm mpoaHani3yiTe KaplOTHUI JTIOJWHU, BU3HAUTE
CTaTh, 1JEHTU(IKYHTE XPOMOCOMH, Y pa3l HasBHOCTI aHOMaJii
11eHTU(DIKYHTE 1X 1 BKOXKITh HAa ()EHOTHUIIOBI MPOSBU TAKUX aHOMAJIH.
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Tema 5. Mixxnapoana kiaacudikaiisi Ta HOMEHKJIATYPa XpOMOCOM IPH
XPOMOCOMHHMX CHHAPOMAX Ta AaHOMAJIIfAX
Mema: HaBYWUTU CTYJICHTIB YUTATU CTaHAAPTHI OMUCH KaplOTHUIIIB
JIOAWHU 3 ypaxyBaHHSAM iX BapiaOEIbHOCTI Ta CaMOCTIMHO OIMMCYBaTH 3a
CTaHJapTaMU IMTOTCHETUYHI penapaTu

Teopemuuni numanHs

1. OCHOBHI CMMBOJIU Ta CKOPOYEHHS JUIsl TTO3HAYEHHSI XPOMOCOMHUX
aHOMaTii.

2. XapakTepuCTUKa HOPMaJIbHOI BapiadeTbHOCTI XPOMOCOM.

3. BapiaGenpHICTh TETEPOXPOMATHHOBUX CETMEHTIB, CYIyTHHKOBHUX
HUTEH.

4. KinbKicHI aHOMaJii XpOMOCOM.

5. CTpyKTypHI XpOMOCOMHI 1epeOya0BH.

OnopHi gioomocmi 0711 ORPAUIOBAHHA MEOPEMUUHUX RUMAHD

OcHOBHI  cumMB0OIU | CKOpOYEeHI —mepMiHU Ol  NO3HAYEHHs
xpomocomuux  anomaniu. CHUMBOJIM 1 CKOpPOYEHI TEPMIHH, SIKi
BUKOPHUCTOBYIOTH MPH OIMKUCY XPOMOCOM 1 iX aHOMaJTi#i, HAaBEeJICH1 HUXKUE:

acl — aleHTpUYHUHN (pparMeHT

add — mogaTkoBHI MaTepiaa HEBIIOMOI'O ITOXOKCHHS

(~) — 3HaK MO3HAYCHHS «ITPUOITM3HOTO» IHTEPBAITY

(—) — 3HaK MMO3HAYEHHS 1HTEPBAIY HA XPOMOCOMI — Bif 1 10

< > — [I03HAYEHH$ PIBHS MJIOIAHOCTI

[ ]— myxxu m1st mo3HaYeHHS KiJIbKOCTI KIIITHH

C — KOHCTUTYIIIOHAJIbHA aHOMaTisl (KOHCTUTYIIMHUN KaplOTHI)

CEN — uenrtpomepa

chi — xumepa

chr — xpomocoma

cht — xpomaTuma

Cp — CKJIaJ0BUM Kap1OTHUII, «CyMa» BCIX JOCIIKEHUX Kap1OTHUIIIB

. — 3HaK TOYOK PO3PUBY

:: — 3HAK TOYOK PO3PUBY 1 BO33’ €THAHHS
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, (KomMa) — BITOKPEMITIOE KIJIBKICTh XPOMOCOM, CTaT€Bl XPOMOCOMHU 1
XPOMOCOMHI aHOMaJii
. (Touka) — 3HaK BiJIJICHHS CyOCMYyTH

del — neneris
de nOVO — mo3Hayae XPOMOCOMHY aHOMaJil, ska He OyJa
yCrnaJaKoBaHa

der — moxigHa xpoMocoma

dic — nuIeHTpUK

dir — mpssmwii

dis — nucranbHU

dmin — mapHi ¢pparmMeHTH

dup — gyrmrikaris

e — 00MiH

end — eHgopeayIuTiKaIisa

fem — >xiHoya cTaTh

fis — po30iKHICTD LIEHTPOMED

fra — mamka ningHka

g — mpoOin

h — KOHCTUTYIIHHUHT TeTepOXpOMATHH

hsr — romoreHHo 3a0apBIIfOBaHa AUISTHKA

| — i30XpomMocoMa

idem — mo3HaYeHHS OJHAKOBUX CTPYKTYPHHX a00 YMCEIbHUX
aHOMaJTiii B KapiOoTHIIl, B OCHOBHOMY, IPH HeoI1a3isax (y CyOKJIOHIB).

idic — i3omeHTpHUYHA XpOMOCcOMa

INC — HETTOBHUI KapiOTHII

INS — iHCepIis

inV — iHBepcis

mal — yosoBiua crath

mar — MapkepHa XpoMocoMa

mat — MaTeprUHCHKE TTOXO/KEHHS XPOMOCOMH

MOS — MO3aiK

X (3HaK MHOEHHS) — MHOKHHHI KOIi1 Iepe0yI10BaHUX XPOMOCOM

Of — aJIbTepHATUBHA IHTEPIIPETaLllsl MOJIM B KapiOTHUII1

P — KOPOTKE IJIeYe XPOMOCOMU
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() — BualIeHHS B JIy’KKaxX XpOMOCOMH, IIIO 3a3Haja MepeOya0BH, 3
TOYKaMHU PO3PUBY

pat — 6aTbKIBChKE MOXOXKEHHS XPOMOCOMU

Ph — dinanensdiiicbka XxpoMmocoma

(+) — 3HaK gomaBaHHs

prx — MpoKCHUMaJIbHA JIIJITHKA XPOMOCOMU

(?) — cymuiBHa ifeHTH(]IKAIT XpPOMOCOMH ab0 XPOMOCOMHOT
CTPYKTypH

I — KiJIbLIEBA XpOMOCOMa

ICp — PELUIPOKHA 3MiHA XPOMOCOM

rea — rnepedy10Ba XpoMOCOM

rob — poGepTCOHIBCHKI TpaHCIOKAITii

S — IO3HAYEHHS CYITyTHUKIB

SCE — CECTPUHCHKI XpOMAaTHIHI OOMIHU

(;) — 3HaK BiIAUICHHS 3MIHCHHX XPOMOCOM 3 TOYKaMH DPO3PHBY B
CTPYKTYpPHHUX NepeOy10BaX, K1 3a4IMa0Th 0BT HI’K OJIHY XpPOMOCOMY

| — 3HaK BIAJIIJICHHS KJIOHIB.

Stk — cynmyTHHMKOBa HUTKA

t — TpaHcIOKaIis

tas — TreroMepHa acorriaris

tel — remomepa

ter — TepMiHAIBHUN

trC — TpULIeHTPUYHA XPOMOCOMa

trp — TpurTiKais

_ (mpkpecineHHs) — 3HAK BUKOPUCTOBYETHCA JJISI BiAMIHHOCTI
TOMOJIOTTYHHX XPOMOCOM

upd — yHimapeHTajabHa TUCOMIs

V — Bapia0ebHa AUISTHKA

Xma — xia3Ma

OCHOBHI NpUHYUNU NOZHAYUEHHS HOPMAILHO20 MA AHOMAILHO20
Kapiomuny

llo3nauenns mouox pospugy. PosranryBaHHs Oynb-sIKOTO pPO3PUBY
MO3HAYAETHCA CMYTOI0, B SIKiH 11el po3puB BigOyBCs. Po3puB, 1110 iIMOBIpHO
NPOMILIOB MO JIiHIT PO3AUTY MK ABOMAa CMyraMu, BU3HAYA€THCS JOBLIBHO
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no OUIBII JUCTAJBLHOMY IO LEHTpOMEpH HOMepy. JlaHud po3puB MOXKeE
peasbHO BUSIBUTHUCS PO3TAIIOBAHUM Ha OJIHIN 3 BOX IMOCJIJOBHUX CMYT. B
IIbOMY BUIIAJIKy PO3PUB MOK€ OyTH BKa3aHUI TO3HAYEHHAMHU 000X CMYT 31
CIIOBOM «OI» (ab0) Mix HuUMH, Hanpukian 2q34 or q35. Sxuo po3pus
JIOKaJIi30BaHUM B PETiOHI, @ HE B MEBHINA CMY31, TO MOKHA BKa3aTH TUIbKU
HOMEp perioHy (muIsHKW), Hampukiaa, 2p2. HeBusHauyeHicTh B
po3TallyBaHHI TOYOK PO3PUBY MOXE OyTH TaKOXX IMO3Ha4Y€Ha 3HAKOM
MATaHHS, Hanpukiaa 1p2?

Y kopomkiii  cucmemi  CTPYKTYpHO  3MiHEHI  XPOMOCOMH
MO3HAYAIOThCS TIABKM TOYKAMH PO3PUBY B HHUX. TOUYKH PpO3PUBY
3alUCYIOThCA B JyXKKax BiApa3y MICJs IO3HAYEHHS THUIY aHOMalii 1
3aJy4eHOI 10 Hel XpOMOCOMH. TOYKH pPO3PUBY ITO3HAYAKOTHCS 3AIIUCOM
CMYT 1 IEPEPAXOBYIOTHCS B TOMY K MOPSAKY, 11O 1 3MIHEHI XpOMOCOMU. Y
pasi nepedyIoB OJHIET XPOMOCOMHU MiXK TOUYKAMH PO3PUBY HE CTABUTHCS
Kparka 3 KOMOIO.

llepebyoosu 3 o0eoma moukamu po3pugy. Todyka pO3PUBY B
KOPOTKOMY IIJI€Yl 3aBKAM 3aMUCYETHCS MOMEPEAY TOUKHA PO3PUBY JTOBIOrO
mJieya, KOJau B NepedyaoBy 3 JIBOMA TOYKAMHU PO3PHUBY 3alydyeHi oOHBa
TJIeyi:

46, XY, inv (3) (p13925).

Touka po3puBy OUIBII TPOKCUMAIbHA 0 HEHTPOMEPU 3aIUCYETHCS
MEPIO0, KOJIU JIBl TOUKU PO3PUBY 3HAXOATHCS B OJJHOMY ITLJICYi:

46, XX, inv (1) (p13p32).

Y aHoMamii 3 JBOX XpPOMOCOM TIE€pPUIOID 3alUCYETHhCS 3aBKIU
XpOMOCOMA, 1110 MAa€ MEHIIUU NTOPAAKOBUN HOMED:

46, XX, t(6; 17) (q13; p12).

Opnak, K110 OAHa 3 Mepe0yI0BaHUX XPOMOCOM — CTaTeBa, TO BOHA
BKa3y€ThCS MEPUIOIO:

46, X, t (X; 18) (p21; ql1).

llepebyoosu 3 mpvoma Kpankamu po3pugy. BHUHIATKOM, 3a AKUM
CTaTe€Bl XPOMOCOMHU 1 ayTOCOMHM 3 MEHIIUM MOPSIAKOBUM HOMEPOM,
3aJlydeHl B MEpeOyloBYy 3 TpbOMa KpankaMu pPO3PUBY, 3aAMUCYHOTHCS
NEPIIMMH, CIYyXaTh aHoMallli, B SKUX (parMeHT OJHIET XPOMOCOMHU
BCTABJICHUM B I1HIIY XpOMOCOMY. B 1IbOMYy BHIIQJIKy XpOMOCOMa-IOHOP
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3aMUCY€ThCSl OCTAHHBOIO, HAaBITh SIKIIO 1€ CTaTeBa XpoMocoma ado
XpoMoOcOoMa 3 MEHIIMM TMOPSJKOBUM HOMEPOM Yy TIOpIBHSIHHI 3
XPOMOCOMOIO-PEIUMTIEHTOM:

46, X, ins (4; X) (p14; g21926).

46, XY, ins (5; 3) (pl4; q22927).

Touku po3puBY B CErMEeHTI, J€ YTBOpPWJIACS BCTaBKa, 3aBXIU
BKa3yIOThCSl MEPIIUMH, KOJU 1HCEPId CIOCTEpIra€ThCs B  OJIHIM
xpoMocomi. TOUKU pO3pHUBY YTBOPEHOTO CErMEHTA 3aBXKJIU BKa3YyHOTHCS
MOoAI0HO aHOMaisiIM 3 JBOMa TOYKAaMH PO3PUBY, TOOTO OLIbII
MPOKCHUMAJIbHA /10 LEHTPOMEPH TOUKA PO3PHUBY BCTABICHOIO (pparmMeHTa
3aBXKIM 3alUCYETHCS NEPIIOD, a OUIbII AUCTallbHA — HACTYIHOIO, 3a
YMOBH NPsIMOi 1HBEPCIi, 1, HABIIAKH, PYU IHBEPTOBAHIM BCTABIII:

46, XY, ns (1) (q 12p 1 3p22).

[Ipsma iHCepIlisa dhparMeHTa JUISHKA KOPOTKOTO IJIeUa MiXK TOUYKaMU
1p13 1 1p22 B noBre mieue B cermeHT 1q12:

46, XY, ins (1) (q12p22p13).

VY TpaHcnokamisix 13 3aJdy4€HHSIM TPhOX XPOMOCOM, IO MAarTh MO
OJIHIM TOYIIl PO3pUBY B KOXHIM, SK MpaBWJIO, CTaTeBa XpomMocoma ado
ayTocoMa 3 MEHIIMM MOPSAKOBUM HOMEPOM 3aMHUCYEThCA MEPIIO. 3a
HEI0 3aldCYyeThCd XpoMmMocoma, sika Oepe (QparMeHT BIiI MepuIoi
XPOMOCOMH, 1 OCTAHHBOIO 3aMUCYETHCS XPOMOCOMA, 1110 Bijjae (parMeHT
HepIii XpoMocomi:

46, XY, t (9; 22; 17) (934, ql1; g23) — dparmeHT xpomocomu 9,
po3TalioBaHui AucTtanbHime 9q34, nepeHeceHUil Ha Xpomocomy 22 1o
cermenty 22qll, d¢parment xpomocomu 22, nuctanbHimmn 22qll,
nepeHeceHud Ha xpomocomy 17 pgo cermenry 17923 1 Qparment
xpomocomu 17, muctanpHimmil 17q23, nepeHeceHuit Ha XpoMocomy 9 1o
cerMeHTy 9q34.

Komnnexcui nepebyoosu 3 uomupma i Oinbuie MoOUKaAMU PO3PUBY.
[Ipy BUHUKHEHHI KOMIUIEKCHUX TNepeOyJ0B TMOBUHHI BXUBATUCSA TaKi
BapIaHTH 3aMUCY:

46, XY, t(2;7;22;21) (p13; q34; ql1; g21) — dbparmeHT XpoMOcoOMH
2, nuctanbHimu 2pl3, nepeHeceHuit Ha XpoMocoMy 7 B cermMeHT 7q34,
dbparMeHT XpomocomMu 7, mAucCTalbHImMKH 7q34, TmepeHeceHWil Ha
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xpomocomy 22 B cermeHT 22qll, d¢parmMeHT Xpomocomm 22,
nuctanbHimui 22q11, nepenecenuit Ha xpomocomy 21 1o Bigainy 21921 1
dbparmeHT xpomocomu 21, aucranpHimmi 21q21, mnepeHeceHuil Ha
XpoOMOCOMY 2 B cerMeHT 2p13.

[Ipu He3z0anmaHcoBaHMX TmepedyaoBax, B  pe3yjibTaTl  SKHUX
YTBOPIOETHCSA OJHA AHOMAJIbHA XPOMOCOMAa, PEKOMEHAYETHCS IT03HAYATH 11
K TIOXIAHY 1 BHUKOPHCTOBYBaTH cuMBOJI der. 3a3Buyail HEMOXKJIUBO
aJIcKBaTHO OIKCATH yCl KOMIUIEKCHI MepeOy0BU KOPOTKOI CHCTEMOIO
3anucy. I[lpu KoMIUIeKCHUX TepeOyAoBax 3aBXKJU MOBHHHA BXKUBATUCS
0emanbHa cucmema NO3SHAYeHb.

CTpyKTypHI nepedyI0BH XpPOMOCOM BUSIBIISIIOTH 1O PO3TAIIYBAHHIO
cMmyT nipu audeperiiinomy dapoyBanHi. [lo3Ha4eHHST KOPOTKOI CUCTEMH
3amucy 30epiraloThCs 1 B IeTalbHIN CUCTEMI, KpiM abpeBiaTypHOTO OMHUCY
KOMIIO3HUIIii CMYT B IepeOy0BaHUX XPOMOCOMAX, KOJIU B KPYIJIUX JTY>KKax
BKa3yIOThCSI TUIBKA TOYKHA PO3puBy. lIpu 1bOMYy 3aCTOCOBYIOTHCS
J01aTKOB1 CUMBOJIH:

OJIHA IBOKparnka (:) BXKUBAETHCS JJIsl IO3HAYEHHS TOUYOK PO3PUBY;

nojBiitHa JBOKpamnka (: :) — [ TO3HAYEHHS TOYOK PO3PUBY 1
B033’€JHAHHS;

3HaK (—) — MpU MO3HAYEHH] NPOTKHOCTI BiA 1 J10;

KiHeIlb IJIeya XPOMOCOMH 3alMCYEThCS TMO3HAYEHHSAM CMYTH a0o0
CUMBOJIOM ter (TepMiHaJIbHUI), KIHEIb KOPOTKOTO IUIeYa IMO3HAYAETHCS
CHMBOJIOM pter, a 1oBroro — qter;

JUIsl OTTUCY LEHTPOMEPH, BUKOPUCTOBYEThHCS adpeBlaTypa cen.

Onuc pozmautyeanns cmyz Ha xpomocomax. CIOYaTKy OIUCYETHCA
KOPOTKE IIIeue, MOTIM JIOBre 3 iJAeHTU(]IKAIIEI0 CMYr B MOPSAIKY 1X
po3TallyBaHHA Ha MepeOyaoBaHIl XpoMocoMmi. SIKIO aHOMais 3adinae
OJIHY XpOMOCOMY, TO TpPH OMNHUCYy CMYTH XPOMOCOMHUNM HOMEp He
BKazyeThcs. OMaHAK, SKIIO B aHOMaTilO0 3alydeHl Bl abo Ouiblie
XpPOMOCOM, CMYTHM BKa3yIOThCS BIJIMNOBIAHUM XPOMOCOMHUM HOMEPOM.
Skmo BHACHIAOK MepeOyI0BM Ha KIiHI[I KOPOTKOro Iieya MNPUCYTHIN
CErMEHT HE JaHOT0 Iie4a XPOMOCOMH, OMUC CTPYKTYPHO MepeOy0BaHO1
XpPOMOCOMH TIOYHMHAETHCS 3 CETMEHTIB JOBIOTO IUIeYa MPH BKa3iBII
HOMEpPa XPOMOCOMH.
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Iloxioni xpomocomu — 1€ CTPYKTYpHO MepeOyqoBaHI XPOMOCOMH,
YTBOPEHI B pe3yJibTaTl OUIbII HIXK OJIHIET epeOyI0BU B OJIHII XpoMocoMi,
TOOTO B pe3yibTaTi 1HBEpCid abo jdeneniid B Hill (B ogHOMy abo 000X
mieyax), abo mepeOya0BHU, IO BKJIIOYAE AB1 1 OlbIIe XpOoMOCOM. Takum
YMHOM, MOBa #Je TpOo He30aJlaHCOBaHI MPOAYKTH TpPaHCIOKAIiN.
AHOManpHa XpoMOCOMa, B SIKIM BIACYTHS fKach 4acTHHA, MOXe OyTH
MO3HaueHa SIK Mapkeprua Xxpomocoma. [ToxigHI XpOMOCOMHU MO3HAYAIOTHCS
cuMBojIoM der. TepMiH «IMOX1HI» BIJIHOCUTBCS 10 XPOMOCOM, SIK1 3aBXKIU
MalTh HE 3a4yeruieHy MepeOyaoBor IieHTpomepy. IloximgHi xpomMocomu
3alUCYIOThCA B KPYIJIMX JyXKKaxX. 3a HUMHU CHIAyIOTh BCl abeparrii, siki
MPUBEJIM JI0 YTBOPEHHS MOXIJHOI XpomMocoMu. AOepalii 3anuCyrThCs
MOCJIJOBHO 13 3a3HAYE€HHSIM TOYOK PO3PUBY MOX1JTHOI XpPOMOCOMH Bij pter
7o qter 1 He po3auItoThes koMamu. Hampukinan, der (1) t (1; 4) (p32; q21) t
(I; 12) (g925; ql3) — moximHa xpomocoma 1, yTBOpeHa B pe3yibTaTi JBOX
TPaAHCJOKAIlI/; OJTHA — 3 3AIy4YEHHSIM KOPOTKOTO IlJIeua 3 TOUKaMH PO3PUBY
B 1p32, a iHIIa — 3 3aJIy4EHHSIM JOBIOTO IJIeya 3 TOUKaMu po3puBy 1q25.

Touno Heidenmugikosani xpomocomu abo cmyeu (CYyMHIBHA
ioenmudixayis)/ 3uaK (?) mMo3Haya€ TOYHO HEBHU3HAYECHY XPOMOCOMY abo
XpPOMOCOMHY CTPYKTYypy: 45, XY, -? 22 — BiICYyTHSI XpOMOCOMa, MO>KJTUBO,
XpoMocoMa 22; Mmiclie TOYHO HelAeHTU(IKOBAHOTO perioHy abo cMyru Ha
XpOMOCOMi TIO3Ha4aeThcsa HacTymHuM uuHOM: 46, XY, del (2) (q3?) —
TOYKa PO3PUBY B JIOBFOMY ILJIEYl XPOMOCOMHU 2, B PETiOHI 2q3, aje HEMae
MOXJIMBOCT] BU3HAYUTH 11 TOUHO.

Hemouna noxanizayisa xpomocom i mouox po3pugy. 3HaK NpuOIN3HO
(~) BKUBAETHCA Ui MO3HAYEHHS 1HTEPBAIIB 1 HETOYHO JIOKAJII30BAHUX
TOYOK PO3PUBY B MEKaX CETMEHTA, B IKOMY MOIJIM OYTH 111 TOUKH:

46, XY, del (2) (921 ~ 24) — nenenist AOBroro mieda XpoMOCOMH 2 3
TOYKaMU PO3pUBY B cermMeHTax q21-q24, ToOTO TOYKH PO3PUBY MOXKYTh
OyTtu B cmyrax 2921, 2922, 2q23, 2q24.

46, XY, t (3; 11) (927 ~ 29; q13 ~ 22) — nBi TOYKH PO3PHUBY B IIiH
TpaHCJIOKAaIlli TOYUHO HE BCTAHOBJICHI, B XpOMOCOMI 3 BOHU MOXYTh OyTH B
cmy3i 3927, 3928, 3g29, a B xpomocomi 11 — B cmy3i 11ql3, 11ql4, 1121
i11q22.
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43-47, XX — yuciao xpomMocoMm B iHTepBam Big 43 no 47. 3a3Buyaid
TaKui 3alKC 3aCTOCOBYEThCA TUIBKM JJIsI pOOOYOTr0 MPOTOKONIY TIPHU
KJIIHIKO-IIUTOT€HETUYHOMY aHaIi31.

llopsiook  no3Hauenus XpPOMOCOMHUX AHOMANIU 6 KaApiomuni.
AOGepaHTHl cTaTeBl XpOMOCOMH 3alHMCYIOTh TepmuMu  (aHOMAaTil
XpoMocoMH X 3aMUCYIOThCS MEPI, HIXK XpOMOCcOMHU Y'), aHOMaJIli ayTOCOM
3aMUCYIOTh 3T1IHO 3 MOPSAKOBUM HOMepoM. st Oyab-sIKOT XpOMOCOMU
4rcesibHI  aHOMAaJli BKa3ylOTh TMOMNEpeny CTPYKTYpHUX. MHOXKUHHI
CTPYKTYpH1 TIepeOya0BH B TI'OMOJOTIYHHX XPOMOCOMax 3allMCyIOTh B
andaBiTHOMY TOPSJAKY, 3 OIJSIy Ha CKOPOYEHHS TEPMIHIB, IO
MO3HAYal0Th aHOMAJIIi:

46,1 (X; 18) (p11; q11),t(Y; 2) (q11; pl5) — aHOMaJIbBHY XpPOMOCOMY
X 3alUCyIOTh MONEepeny aHOMaIbHOI XPOMOCOMH Y

48, X, t (Y; 11) (ql11; p12), del (7) (q11), + 8, t (9; 21) (q34; ql11), +
17, =21, + 22 — TpaHcioKaIlis, o 3aaydae XpoMocoMy Y, 3alHUCY€EThCS
MEepIIolo, 3a HEW WIyTh yCl aHOMalii ayTOCOM 3TiJIHO 3 MOPSIAKOBUM
HOMEpPOM XPOMOCOM;

49, X, inv (X) (p21 g26), + 2, inv (2) (921 g31), +8, +10, 20, del
(20) (qll), +22 — iHBepcia B XpoMOCOMiI X 3aIlUCYETHCS TMEPIIOIO,
J0/IaTKOBA  XpOMOCOMa 2  3allMCY€ThCA  MOMEpely  IHBEPTOBAHOI
XpoMocomu 2 1 MOHOCcOMIsg xpoMocomu 20 momnepeay Aelerii XxpOMOCOMU
20.

Xapakmepucmuka  HOpMANbHOI  apiabenrbHOCmi  XPOMOCOM.
BapiabGenpHICTh  JIOBKMHU  reTepoxpomMaTHHOBUX  cerMeHTiB  (h),
CyNyTHUKOBUX HHUTOK (Stk) abo cymyTHUKIB (S) MOBMHHA BHAUISATUCS
3HaKoM (+) abo (—) micis cuMmBOJIB h, stk, HacTynmHUMU 3a BiANOBIAHUMU
MO3HAYKaMH XpPOMOCOMH 1 Tjieya:

16gh+ — 30inbIIeHHS pO3MIPY TIeTEPOXPOMATHHOBOTO paliOHY B
JOBrOMY IIJI€4l XpOMOCOMH 16;

Ygh— — 3MeHIIeHHS pO3Mipy TeTepOXpPOMATHHOBOTO paloHy B
JOBrOMY TUI€Y1 XpPOMOCOMH Y;

21ps+ — 30UIBbIIEHHS PO3MIPY CYNYTHUKIB HAa KOPOTKOMY ILIeYl
xpomocomu 21;
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22pstk+ — 30iUIbLICHHSA JOBXXKHHHM CYINYTHHKOBOI HHMTKH Ha
KOPOTKOMY ILI€Y1 XpOMOCOMH 22;

13cenh+mat — 301IbIIICHHS pO3MIpy IEHTPOMEPHOIO
reTepoxpoMarruHa Xxpomocomu 13, ycrnaakoBaHoi BiJ MaTepi.

Bapiabenvnicmes cemepoxpomamunogux ce2menmis, CynymHUKOBUX
HUMOK, CYnymHukié i Jaamxi catimy. ONOUC 3MIHA PO3TAIlyBaHHS
reTepPOXPOMATUHOBUX CETMEHTIB, CYITyTHUKOBUX HUTOK 1 CyITyTHHUKIB:

17ps — cynyTHUKHU Ha KOPOTKOMY Ijiedi xpomocomu 17;

Y (S — CyyTHUKH Ha JOBrOMY ILJIe4l XpOMOCOMH Y ;

1phgh — rerepoxpomarmHoBHiI Marepial B KOPOTKOMY 1 JOBIOMY
IJIe4ax XpoMocomu 1;

1ph — reTepoxpoMaTHH TUILKH B KOPOTKOMY ILIEYi XPOMOCOMHU 1;

1041h — reTepoXpoMaTHHOBHI CErMEHT XpoMocoMu 1 B cMy3i q41.

Jlymutikariiss XpOMOCOMHHUX CTPYKTYP:

22PSS — MoABIMHI CYITyTHUKH HA KOPOTKOMY IJI€Y1 XPOMOCOMH 22;

15pstkstk — moxaBiliHI CyIMyTHHKOBI HUTKH Ha KOPOTKOMY ILICUi
xpomocomH 15.

JlaMK1 caiiTu, MOB’s3aHl 3 NEBHUMH XPOMOCOMHHMHU CETMEHTaMH,
MOXYTh PO3IIISIAATUCA K HOPMaJIbHI BapiaHTH, SKI HE MPOSBISIOTHCS
dbenotunoro. Taki JaMK1 caliTh 3a3BUYail yCIAIKOBYIOTHCS KOJOMIHAHTHO
1 MOXXYTh MPU3BOJAUTH B TOJAIBIIIOMY JI0 XpPOMOCOMHHUX aHOMAaIH, TaKUX
AK Jeneuii, OaratopagianbHl (QIirypu 1 ameHTpU4Hi (parMeHTH.
HesBaxkatoun Ha Te, 110 JIAMKI CAUTH MOXKYTh OyTH PI3HUX THUIIB 1 ACSKI 3
HUX MOXYTh IHAYKYBaTHCSl B KYyJbTYpl KIITHH 3a JOMOMOTOK PI3HUX
N00aBOK B KMBHUJIBHE CEpE/IOBHINE, BCl BOHMU 3aMUCYIOTHCS B €QUHIMN
HOMEHKJIATypi:

fra (10) (g25.2) — namkuii cadt Ha XpomocoMi 10 B cyOcmysi
10925.2;

fra (10) (q22.1925.2) — nBa namMKHX calTH Ha OJHil Xpomocomi 10;

fra (10) (g22.1), fra (10) (g25.2) — nBa 5aMKUX CaWTH Ha
TOMOJIOTITYHUX XPOMOCOMAX;

fra (10) (g25.2), fra (16) (g22.1) — nBa JaMKuX CalTH Ha Pi3HHUX
XpOMOCOMaX.
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Yucenvni anomanii Xxpomocom

3Hak (+) abo (—) cTaBUThCA MEpe] XPOMOCOMOIO, 30UIbIIEHHS a00
3MEHIIEHHS KIIBKOCTI SIKO1 BigOyJsiocsa. BUHSTKOM 3 1OTO IpaBWiia €
Tpajullisl TO3HAYaTh YMCENIbHI MEPeOYyIOBU CTATEBUX XPOMOCOM iX
nepepaxyBaHHsIM MICIS YWCIa XPOMOCOM B KapioTumi. Bci uucenbHi
nepe0yJ0BM XPOMOCOM TO3HAYAOTHCS BIJAMOBIAHO JO PIBHS IUIOITHOCTI,
TOOTO JJIA TaIIOIMHUX KIITHH (KUIBKICTB XpoMocoM 10 34) Bce
MOPIBHIOETHCS 3 23-Ma XpOMOCOMAaMHU, JJISl TUILIOITHUX KIITUH (KUJIBKICTh
xpomocoM Big 35 g0 57) Bce MOPIBHIOETHCS 3 4YHCIOM 46, 1
TPUILIOIAHUX KIITHH (58-80 XpoMOcoM) Bce TOPIBHIOETHCS 3 YUCIOM 69, B
TerpamioifHuX KiIiTuH (§1-103 xpomocom) Bce MOPIBHIOETHCS 3 92 1 T. 1.

26, X, +5, +7, +22 — rimepramioiTfHAA KapiOTHIT 3 JBOMA KOTISIMH
XpoMoOcoM 5, 7122 1 OIMHUYHUMHU KOIISIMU BCIX 1HIIUX XPOMOCOM;

71, XXX, +9, +10 — rinepTpiioifHUN KapiOTUI 3 HOTHUPMA KOMIsSIMU
xpomocoM 9 1 10 1 TppOMa KOMiSIMH BCiX 1HIITUX ayTOCOM.

B inTepBanax Oiibllle OJHOTO PIBHS INIOITHOCTI AOCTITHMK MOJXKE
70/1aBaTH TIOCWJIAHHA JJId OMNKHCY KaploTUIy, IO HEOOXITHO ISt
YTOYHEHHSI OIOJIOTIYHOT 3HAYYLIOCTI. Y TakKuX BHUIMAAKAaX PIBEHb
MI01AHOCTI (n, 2n, 3n 1 T. 1.) Oye AaBaTUCS MIXK 3HaAKaMH < > MICIIS YUcia
XPOMOCOM:

76 ~ 102 <4n>, XXXX, .. — 4YHUCIO XpPOMOCOM BapilO€ MixX
TIIEPTPHUIIIOITHUAM 1 TETPAIIOITHUM KapioTuroM. CUMBOJI <4n> TOKa3ye,
110 BC1 aHOMaJIli 3’ SIBJISIFOTHCS TIPU NIEPEXO0/I1 HA TETPAILIOiTHUM PIBEHbD.

Anomanii  cmamesux xpomocom. KOHCTUTYLIOHAIBHI aHOMAIl
CTaTEBUX XPOMOCOM 3aIUCYIOTh TaK:

45, X — xapiotun 3 OJHOK XpomMocoMorw X (CHHIpPOM
[IepemeBcbkoro-TepHepa);

47, XXY — kapioTun 3 JBOMa XpoMocoMamMu X 1 XpoMOcoMoio Y
(cunapom KaitHdenbrepa);

47, XXX — kapiotun 3 TppomMa XpoMocoMamu X (CUHIPOM TPUCOMIT
X);

47, XYY — xapioTunm 3 OJHOK XpoMocomoro X 1 JBOMa
xpomocomamMu Y (cuHApOoM aucomii Y);
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48, XXXY — kapioTum 3 TpboMa XpoMocoMamMud X 1 OIHOIO
XpPOMOCOMOKO Y.

Taki 3MiHM 4YMCla CTAaTEeBUX XPOMOCOM JIalOThCsl 0€3 BXKUBAHHS
3HakiB (+) a6o (). Ilpmmbani aHOMaii CTaTeBUX XPOMOCOM B
OHKOIIMTOTEHETHIII 3aIMCYIOTh 31 3HAKOM ILToC (+) ab0 MiHyC (—).

Anomanii  aymocom. KonctutyniitHo mnpunbani abo BTpaueHi
XPOMOCOMHU 3aMUCYIOTHCS 31 3HAKOM ILTI0C a00 MIHYC:

47, XY, +21 — 4onoBiuuii KapioTun 3 TpucoMmiero 21;

48, XX, +13, +22 — xxiHouuit kapioTur 3 Tpucomiero 13 1 Tpucomiero
22;

45, XX, =21 — xiHo4uii KapioTHUII 3 MOHOCOMI€H0 21;

46, XY, 19, —21 — donoBiuMi KapioTHH 3 TpHUCOMIEID 9 1
MOHOCOMIETO 21.

[Tpundani aHoMaJtii ayTOCOM B 1HIUBITYyMIB 3
KOHCTUTYI[IOHAJIbHUMU aHOMAaJTiSIMU MO3HAYAIOTHCS SIK aHOMaJIii CTaTeBUX
XpoOMOCOM, TOOTO  HamWCaHHSAM  JITEPU  «C»  TICAS  3amucy
KOHCTUTYIIOHAJIbHOT aHOMaJIii:

48, XX, +21c, +21 — npuadana xpomocoma 21 y maiieHta 3
cu"apoMom JlayHa;

46, XX, +21c, —21 — BrpaueHa xpomocoma 21 y mamieHra 3
cu"apoMom JlayHa.

Tyt Tpeba MOsSICHUTH 3aCTOCYBaHHSI TEPMiHIB «IIpuaAOaHI aHOMAaIIi
XPOMOCOM» 1 «KOHCTUTYIIIOHAIbHI aHoMalli XPOMOCOM.
KoHcTuTy110HAIBHI XpOMOCOMHI adepaliii € pe3yJabTaTOM XPOMOCOMHHX
PO3pHUBIB 1 HACTYITHOT'O BO33 €JIHAHHS B Pi13HUX KOHpirypamisax. Llei tun
abepalliii ycraJKoBY€EThCs BiJ] 0aThKiB 200 BUHHUKA€E y rameTax (MyTartii de
novo). [Ipuabani xpoMocoMHI adepallli MOXYTh BUHUKATH Y COMaTUYHUX
KJIITUHAX JIOJIMHU B P13HI MEPIOAM 11 KUTTS.

Vuinapenmanvua oucomis, abpesiarypa upd — CTaH, pU SIKOMY JIB1
TOMOJIOTIYHI XPOMOCOMM YCIAJIKOBYIOThCA BiJi OJAHOTO 3 OaThKiB Ta 3
BHUCOKOIO MMOBIPHICTIO BUBHAYAIOTHCS LIMTOTCHETUYHO:

46, XX, upd (15) pat — >xiHOYME KapiOTHUI 3 YHIMapEeHTAJILHOIO
JTMCOMIEI0 XPOMOCOMU 15 6aThKIBCHKOT'O TTOXOIKCHHS;
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46, XY, upd (21) mat / 47, XY, + 21 — 4o10BiuHii KapiOTHUII, B IKOMY
OoJHa KIITHHHA JiHIS 3 YHINMApEHTAJbHOIO JIHCOMIEI0 XpoMocomu 21
MAaTEpUHCHKOTO MOXOKEHHS, a 1HIIIa — 3 TpUucoMiero 21.

CmpykmypHi  xpomocomui nepebyoosu. CTpyKTypHI aHOMaJii
XPOMOCOM 3aMMCYyIOTh BIAMOBIAHO A0 PIBHA IUIOITHOCTI, B TaIIOITHUX
KJIITUHAX Y BIAMOBIAHOCTI 3 OJHOK XPOMOCOMOKO KOXXHOTO THITYy, B
OUTUIOIMHUX KJITHUHAX — JIBOMAa, B TPHUIUIOINHMX KIITHHaX — TPbOMa, B
TETPAIUIOITHUX KIITUHAX — YOTUPMA XPOMOCOMAMHU KOMKHOTO THUITY:

69, XXX, del (8) (pl2) — nBi HOpMajabHI XpoMOCOMH 8 1 OOHA 3
JIeJIeIEI0 KOPOTKOTO IIeYa B AUISHIIN pl2;

69, XXX, del (7) (922), inv (7) (p13922), t (7; 15) (p15; gqll) —
HEMAa€ HOPMaJbHUX XPOMOCOM 7:y OAHIN 3 HUX JIEJIEIis IOBIOro IJjieya, B
IHIIA — 1HBEpCIid, a TpeTs 3allydeHa y 30aJaHCOBaHy TPAHCIOKAIO 3
XpOMOCOMOIO 15;

70, XXX, del (6) (p11l) — Tpu HOpMaILHUX XPOMOCOMH 6 1 OJHA 3
JIeJIeIEI0 KOPOTKOTO Iieya B AUISHIN pl1;

92, XXYY, del (7) (p11), del (7) (g21), del (7) (q33) — omna
HOpMaJIbHA XpOMOCOMa 7 1 TpH 3 PI3HUMHU ACTCIISIMHU.

VY npomixkax, 0 OXOIUTIOIOTh OUIBII HI’)K OJUH PiBEHB IJIOiTHOCTI,
BUOWPAIOTh O3HAKY, HaWOUIbII O10JIOTIYHY 3HAYMMY JUJIS ONTUCY aHOMAaii
XpOMOCOM. Y LMX BHUIAAKaxX piBeHb IUIOiAHOCTI (n, 2n, 3n 1 T. A.)
3aMUCYIOTh B KYyTOBUX JY)KKaX IMICJS HAMMCAHHS KUIBKOCTI XPOMOCOM,
Hanpukiag 73 ~ 102 <4n>, XXXX, ... . Koau HOpMmaibHI XpOMOCOMH
3aMIHEH1 Ha CTPYKTYPHO 3MIHEHI, TO HOpMalbHI XpPOMOCOMH HE MOBUHHI
BKa3yBaTHUCS SIK BIJICYTHI:

46, XX, inv (2) (g21933) — imBepcis omaHiei xpomocomu 2. Hemae
HEOOXI1JTHOCTI BKa3yBaTH BIJICYTHIO XpOMOCOMY 2, HANpUKIad, KapiOTHII
He Mae 3anucyBaTucs 46, XX, -2, +inv (2);

45, XY, dic (13; 15) (g22; gq24) — 3 cumBoay dic 3 IO3HAYCHHS
XpOMOCOM, 3aJIy4Y€HHX B II0 aHOMallilo, SICHO, W0 JUIEHTPUYHA
XpoMOcOMa 3aMiHWJIa JIBI HOpMaJlbHI XpoMocoMHu. Hemae HeoOXi1IHOCTI
BKa3yBaTH BiICYTHIO HOPMAJIbHY XPOMOCOMY;

46, XX, der (1) t (1; 3) (p22; 913) — nepuBaT XpoMOCOMH 1 3aMiHUB
HOpMaJIbHY XpoMocomy 1 1 HemMae He0OX1JHOCTI BKa3yBaTH Ha BiACYTHICTh
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HOPMAaJIbHOI XPOMOCOMHU. 3 OMUCY KaplOTUITYy BUAHO, 110 BIH MICTUTh OJHY
HOpMaJbHY XpoMocomy 1 1 Bl HOpMaJbHI XpOMOCOMH 3;

46, XX, ins (2;?7) (p22;?) — MaTepiaa HEBIAOMOI'O MOXOJKEHHs OYB
BOyJIOBaHUM B cMmyry 2p22 B ojHi 3 xpomocoM 2. I'omoioriuyna
XPOMOCOMH 2 HOpMAaJIbHA;

45, XX, —10, der (10) t (10; 17) (922; p13) — der (10) 3aminuB
HOpMaJIbHY XpoMocomy 10; romonorununa xpomocoma 10 3aryOnena. Y
11 cuTyalli BTpaueHa xpomocoma 10 moBuHHa OyTH BKa3aHa.

llo3nauenus cmpykmypHux aHomaniu

KoxxHa aHOMamis OMUCYETHhCS BIEpIIE 3a JOMOMOTOK KOPOTKOi
CHUCTEMH, 1, TPU HEOOX1JHOCTI, 3a JOIIOMOT OO JETajl130BaHOI CUCTEMHU.

Jlooamxosuit mamepian negioomozo noxoodicents. Cumona add (mar.
additio) BUKOPHCTOBYIOTH JJIS IIO3HAYCHHS JOJATKOBOTO MaTepiamy
HEBIJJOMOTO TIOXOJIKCHHS, SIKMM MPUEIHABCS O XPOMOCOMHOI'O paioHy
a6o cmyru. 11 aHoMaii 4acTO OMUCYBaJIX 32 JOMOMOTOK CHUMBOJIB t 1 ?,
Hanpuknan, t (3;?) (p22;?), aje nuiie 1HOMAI BIOMO, IO aHOMAaJIbHA
XpOMoOcoMa AIMCHO 3’sIBUWJIACS B PE3YJIbTaTl TPAHCIOKAILli.

46, XX, add (20) (p12) abo 46, XX, add (20) (? :: pl2— qter) —
JIO0ATKOBUN MaTepian npuegHaBcs 10 cMyru 20pl2, ane HI HOXOKEHHS
J0JIaTKOBOTO CETMEHTA, H1 THUIl aHOMAJIbHOI XpOMOCOMH HE BiOMI1 (TYT 1
Jajl epIIui 3amuc 3a CKOpoYeHo GopMOIo, IPYTHl — 3a IETAIBHOIO).

46, XY, add (11) (q13) abo 46, XY, add (11) (pter—ql3 :: ?7) —
JOJATKOBHM MaTepiajl HEBIJIOMOTO IIOXO/KEHHS 3aMIHMB CETMEHT
11ql13—qter.

Konu nonatkoBuil Marepian HEBIAOMOTO MOXOJKEHHS MPUETHABCSA
70 000X TIeYerd XpoMOCOMH 1/ ab0 3aMiHUB OUJIbII HI’)K OJIMH CETMEHT B
XpOMOCOMI, Tpeba BUKOPUCTOBYBATH CUMBOI der:

46, XY, der (5) add (5) (pl5) (g23) abo 46, XY, der (5) (?
pl5—q23 : ?) — nomaTkoBUM Marepiadl HEBIJOMOTO IOXO/KEHHS
npuegHABCS B cMy31 SplS B KOpOTKOMY Iiedl, a TAKOX 3aMIHUB CETMEHT
5g23—qter B JOBromy Iuieui.

HeBinomuii matepian, BOyJOBaHUI B IUIEYE€ XPOMOCOMHU, Ma€ OyTHU
OIMMCAaHUH 3a JTOIIOMOI'OX0 CUMBOJIIB Ins 1 ?7:
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46, XY, ins (4;?) (q13 ; ?) a6o 46, XY, ins (4;?) (Pter—ql3 :: ? ::
ql3—qter) — Marepiaa HEBIIOMOIO IOXOKEHHS BOYJIOBaHUN B JIOBIE
mieue xpomocoMmu 4 B cmy3si 4q13. Bukopucranusa cumBoiy add (4) (ql3)
O3HayYae, 10 MaTepiajl HEeBIJJOMOro MOXO/KEHHS 3alHSIB MICIIE CErMEHTa
4ql3—qter.

Heneyii. CumBon del BHKOPUCTOBYETBCS JJIS TO3HAYEHHS SK
TEPMIHAJIbHUX, TaK 1 IHTEPCTUILINHUX Jenerid. ¥ KOpPOTKIi CHUCTEMI He
BUKOPUCTOBYIOTh CTPUIKH JJIi TMO3HAYEHHS MPOTSHKHOCTI BTPAYEHOIO
CErMEHTA:

46, XX, del (4) (q25) abdo 46, XX, del (4) (pter—q25 :) — nenenis 3
po3puBoM () B cmy3l 4q25. YacThuHa XpOMOCOMH, IO 3aJHWILIHJIACH,
CKJIAJIA€THCSA 3 IIJIOT0 KOPOTKOTrO Ijie4a XpOMOCOMH 4 1 YACTUHU JIOBIOTO
mjieya MiX LIEHTPOMEPOIo 1 cmyToro 4q25.

46, XY, del (5) (ql3q34) a6o 46, XY, del (5) (pter—ql3
q34—qter) — 1HTEpCTUIIINIHA JEJellisl 3 PO3PUBOM 1 BO33 €JHAHHAIM (::) B
cmyrax 5q13 1 5q34. CerMeHT MK [IUMU CMyTaMU BTPauCHUH.

46, XY, del (5) (ql3ql3) a6o 46, XY, del (5) (pter—ql3
ql3—qter) — iHTEepCcTHULIIiHA Aejelisl HEBEJIMKOr0 CErMEHTa B MeEXKax
cmyru 5q13.

lloxioni («0epusamui») xpomocomu. JlepuBatHa Xpomocoma — Iie
CTPYKTYpPHO 3MiHEHa XpOMOCOMa, 1[0 BUHUKJIA B PE3yJIbTaTi nepedy10BH,
AKa 3aiy4ae ABI a00 OLIblIe XpOMOCOM, a00 B pe3yJibTaTi MHOKUHHUX
3MiH, 110 CTajduca 3 OJHIE XpoMocoMoro. lleit TepMiH 3aBxau
BIJITHOCUTBCSA JO XPOMOCOMH, IO Ma€ IHTaKTHY HeHTpomepy. IloximgHa
XpoMoOcoOMa B pe3yJibTaTl OAHIEI mepeOyI0BH, 110 3adinae ABI 1 OUIbIIE
XpPOMOCOMHU, 3alUCYETHCS B JIyXKKaxX, MICIAS 4YOro 3aluCye€TbCAd THI

aHOMaJIIi:
46, XY, der () t (1; 3) (p22; q13) a6o 46, XY, der (1) (1qter—1p22 ::
3ql3—3qter) — nepuBaTHa XpoMocoMa | BHHHKIA B PeE3yJbTaTi

TpPaHCJIOKAI[li CerMEeHTa XpOMOCOMH 3, nucrtanbHime 3ql3 Ha KOpoTke
miedye xpomocomu 1 B cmy3i 1p22. Der (1) 3aMinsie HOpMaIbHY XpOMOCOMY
1 1 HemMae HEOOXITHOCTI BKa3yBaTH ii BiACYTHICTh. O4eBUIHA HASIBHICTH
IBOX HOpMalibHUX XpoMocoM 3. KapioTun He30alaHCOBaHUMN Yepe3 BTPATy
cermenTa 1p22—pter i npundanns 3ql3—qter.
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45, XX, der () t (I;2) (p22; g13), — 2 — nepuBaTHa Xpomocoma 1
3aMiHUJIa HOpPMajbHY XpomocoMy 1. Aje € TUIbKM OJHa HOpMajbHa
xpomocoma 2. Tepmin «dinagenbdiiickka XpoMOCOMa» 3 ICTOPUYHUX
MIpKYyBaHb BUKOPUCTOBYETHCS JJISI ONMKUCY JIEPUBATHOI XPOMOCOMU 22, 1110
yTBOpHWJIacsS B pe3ynbTari Tpanciokarii t (9; 22) (q34; ql1). AGpesiatypa
Ph (panime Phi) Moxe BUKOpHCTOBYBAaTHCS B pOOOYOMY MOPAIKY s
3amucy, ajie He B OMUCY KaplOoTHIly, A€ peKOMEHIayeThes 3anuc der (22) t
(9; 22) (g34; q11).

JlepuBaTHa XpoMOcCOMa, IO € Pe3yJabTaTOM OUIBII HiX OJHI€El
nepeOy0BY, TO3HAYAETHCS B AYKKaX; MICIS HEl CIAYIOTh BC1 aHOMATIi,
Akl OepyTh y4yacTb y CTBOPEHHI J€pUBATHOI XpoMocoMmu. Abeparii
MEPEPaxOBYIOTbCA  BIAMOBIAHO IO PpO3TAllyBaHHS TOYOK PO3PUBY
JIEPUBATHOT XPOMOCOMH BIJI qter 0 pter 1 He pO3AUISIOTHCS KOMOKO:

der (1) t (I; 2) (p32; q21) t (I; 12) (g25; ql3) ab6o der (1) (2qter—2g21
o Ip32—1g25 :: 12q13— 12qter) — nepuBaTHa XpomMocoma 1 cTBOpeHa
JIBOMAa TPAHCJIOKAIIsIMUA, OJIHA 3 SIKUX 3a4ila€e KOPOTKE IJIeYe 3 TOUYKOKO
po3puBy B 1p32, a iHIIa — JOBre MJI€Y€E 3 TOUYKOIO PO3pUBY B 1g25;

der (9) del (9) (p12) t (9; 14) (q34; ql11) a6o der (9) (: 9pl2—9q34 ::
l4ql1—14qter) — nepuBatHa Xpomocoma 9 € pe3yabTaToM Jejelii
KOPOTKOTO IuIeYa 3 TOUKOI0 po3puBy B 9q12 1t (9; 14), mro 3auinae noBre
nJieye 3 TOYKO po3puBy B 9q34.

B omnucy nepuBaTHHUX XpPOMOCOM, IO YTBOPHUJIMCS B Pe3yibTarTi
MHOKUHHUX KOMIUJIEKCHUX MepeOyJ0B, 32 KOPOTKOI CHUCTEMHU JIEPHUBATHI
XpPOMOCOMH B MEPIIMX AYKKAX MEPEPaxOBYIOThCS MO MOPSAKY HOMEPIB 3
MOJAIBIIAM OMUCOM aHOMAaJli, IO TPHU3BEIM JO0 BUHUKHEHHS IIUX
XpPOMOCOM. XPOMOCOMH, TMEpepaxoBaHl B Ny>KKaxX, MOBUHHI PO3IUIATUCS
KOMOIO, a He KpaIkoio 3 KoMmoro, Hanpukiaa: 46, XX, der (1, 3, 11) t (1; 3)
(p32; g21) inv (I) (p22921) t (I; 11) (g25; q13).

Huyenmpuuni xpomocomu. Jnsg omucy IHUIIEHTPUYHUX XPOMOCOM
BUKOPUCTOBYIOTh cUMBOJ dic. [30AMIIEHTpUYHI XPOMOCOMH TO3HAYAIOTh
idic. [uueHTpudyHa XpomMocoma 3aMilllae OJIHy a00 [IBl HOpMallbHi
xpomocomu. OTke, HEMae HEOOXIJTHOCTI BKa3yBaTH BIJACYTHI HOPMaJIbH1
XpoMocoMH (B T. Y. 1 TpU pPOOEPTCOHIBCHKUX TPaHCIOKALIIX).
JlutieHTprudHa XpOMOCOMa 3apax0OBYETHCS K OJTHA XPOMOCOMA:
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45, XY, dic (13;13) (ql4;q33) ab6o 45, XY, dic (13;13)
(13pter—13ql14 :: 13q33—13pter) — po3puB 1 B0o33’€HaHHS B1IOYJIUCS B
cmyrax 13ql14 1 13q33 Ha 1BOX TOMOJIOTIYHUX XpoMocoMax 13 1 CTBOpHIIH
TUIIEHTPUYHY XpoMocomy. Hemae xo0H01 HopManbHOTI XpoMocoMmu 13;

45, XX, dic (13;14) (g22;q31) abo 45, XX, dic (13;14)
(13pter—13g22 :: 14q31—l4pter) — nuIEHTpUYHA XpoMOcOoMa 3
pPO3pUBOM 1 BO33 €HAaHHAM B cmyTax 13q22 1 14q31. BiacytHi xpomocomu
13 1 14 He BKa3yrOThCs, 00 BOHM 3aMillleH] JUIEHTPUYHOK XPOMOCOMOIO.
Otxe, KaplOTUIl MICTUTh OJHY HOpPMajbHYy Xpomocomy 13, oxaHy
HOpMalibHy XxpomocoMmy 14, 1 dic (13;14). B pesynbrari € aucbananc —
BTpaTa CErMeHTIB AUCTaibHime 13922 1 14q31;

46, X, idic (Y) (ql12) a6o 46, X, idic (Y) (pter—ql2 :: q12— pter) —
po3puB 1 BO33’€qHAHHA BiAOynaucsa B cMmy3l Y(ql2 Ha CeCTpUHCHKHUX
XpoMmaTuaax, Mo cpopmyBago I130JUIEHTPUUYHY Xpomocomy Y. B
pe3yJibTaTi XpPOMOCOMHOTO JAucOanaHCy cTajacs BTpara CEerMeHTa
Yql2—qter 1 npundanns Ypter—ql2;

47, XY, + idic (15) (g22) a6o 47, XY, + idic (15) (pter—q22 ::
q22—pter) — 10JaTKOBA 130AULEHTPUYHA XpoMocoMa 15. € 1Bl HOpMalbHi
xpomocomu 15 11idic (15).

Iynnikayii. CumBosny dup MoXyTh nepenyBatu dir abo inv ajs
MO3HAYEHHS TOTO, IO ISl AyIUTiKarlis npsiMa abo iHBepToBaHa. OHaK 115
CUTyallisl piAKICHA, Tak SK Opi€HTAllis AYIJIIKOBAHOTO CErMEHTa sCHa 3
MOPSIAKY PO3TalllyBaHHSA CMYT BITHOCHO IIeHTpoMmepHu. [l BkasiBKu
Opi€eHTAllll B KOPOTKIN CUCTEMI 3alIUCYy HE BUKOPUCTOBYIOTh CTPIJIKHU:

46, XY, dup (1) (922g25) a6o 46, XY, dup () (pter—q25 ::
q22—qter) — mpsiMa TyTUTIKaIlis CErMEHTA,

46, XX, dup (I) (q25922) a6o 46, XX, dup (1) (pter—q25 mix
cmyramu 1922 1 1925 1 q25—q22 :: gq25—qter) abo (pter—q22 ::
q25—q22 :: q22—qter) — iHBepTOBaHa AYILIIKAIlIS CETMEHTa MI’K CMyTraMu
1922 1 1g25. Tinbku aeTanizoBaHa CUCTEMa Ja€ TOYHE YSBICHHS MPO
pO3TalllyBaHHA YIJIIKOBAHOTO CETMEHTA.

Llenmpomepni pozpusu. Cumson fis (fission) BUKOPUCTOBY€ETHCS IS
MO3HAauUeHHs 1eTpomepHoro po3puBy: 47, XX, —10, +fis (10) (pl10), +fis
(10) (q10) a6o 47, XX, —10, +fis (10) (pter—p10 :), +fis (10) (qter—10 :)
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— IIGHTPOMEPHHH pPO3pPHMB CTBOPUB [IBI TOXiAHI XPOMOCOMH, IIIO
CKJIAJIAIOTbCS 3 KOPOTKUX abo JoBrux Iiede. Touku po3puBy
pucBoro0ThCs pl0 1 q10 3rigHO 3 MOP(]OJIOri€r0 OTPUMAHUX XPOMOCOM.

Insepcii. CuMBOJI InV TIO3HAYAE MAPALICHTPUUYHY a00 MEPILICHTPUUHY
1HBEpPCIIO, SIKY B1IOOpaXkaroTh y 3alKUCy CMYT.

46, XX, inv (3) (q22q27) abo 46, XX, inv (3) (pter—q22 :: q27—q22
:: q27—qter) — mapaleHTpUyHa 1HBEPCis, B SIKIM PO3PUB 1 BO33’€IHAHHS
B110yucs B cmyrax 3q22 1 3q27.

46, XX, v (3) (pl4g22) abo 46, XX, inv (3) (pter—pld ::
q22—qter) — nepireHTpIYHA 1HBEPCIS 3 TOYKAMHU PO3PUBY 1 BO33’€THAHHS
B cmyrax 3pl4 13q22.

I3oxpomocomu. CumBon 1 (a HE 1SO) BHUKOPUCTOBYETHCS IS
130xpoMocoM 1 idic 715 130 AUIIEHTPUIHUX XPOMOCOM.

46, XY, 1 (18) (ql0) a6o 46, XY, 1 (18) (qter—ql0 :: ql0O—qter) —
130XpoMOcOoMa 3 IIJIOrO0 JOBIOro Iieda xpomocomMu 18 1, OTKe, TOYKa
po3puBy BkazyeThest B 18q10. Hemae xo1HOT HOpManbHOT XxpoMocomu 18.
Kopotkuii 3anuc «i (18q)» Moke BUKOPUCTOBYBATUCS B TEKCTI JJISl OMUCY
111€1 130XpPOMOCOMH.

46, X, 1 (X) (q10) a6o 46, X, 1 (X) (qter—ql0 :: ql0—qter) — ogHa
HOpMaJbHa XpoMocoMa X 1 130XxpomMocoma X IO JJOBrOMY IIjIedy.

46, XY, idic (17) (pll1) a6o 46, XY, idic (17) (qter—pll::
pll—qter) — 13oAMIIEHTpUYHA XPOMOCOMA, IO CKJIAJAEThCA 3 JOBTUX
mieyer xpomocomMu 17 1 MaTepiany KOPOTKOrO IIeda MIXK LEHTPOMEPOIO
Ta TOYKamu po3puBy B 17pl1.

Mapxkepni xpomocomu. MapkepHa XxpoMocoMa (mar) — CTPYKTYpPHO
3MIHEHa XpOMOCOMa, B SIKIA KOJIHA YaCTMHA HE MOXE OyTH BH3HAUCHA.
Axmo Oyap-sKa 9acTHHA aHOMAJIBHOT XpOMOCOMHM MOYKe OyTH BH3HAUYCHA,
TO 1I€ JiepuBaTHa XpoMocoma (der) 1 BoHa MOke OyTH aJeKBaTHO ONHCaHa
3a HOMEHKJIATypow [JIsi JIepUBAaTHUX XpoMocoM. B omucy kapioTury
NPUCYTHICTh mar Mae€ Il03HavaTtucs 3HakoM Iuioc (+). He morpidHO
poOUTH CIIpoO onmucaTu B KapioTuni MOP(OJIOTiI0 MAPKEPHUX XPOMOCOM.

47, XX,+mar — oJHa 10/1aTKOBa MapKepHa XpoMocoMa.

47,XY,1(12;16)(g13;pll),+mar — oxHa MapkKepHa XpomMocoMa i
tpaHciokanig — t (12; 16).
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Konu B kapioTuri € Kijbka pi3HUX MapKEPHUX XPOMOCOM, iX MOXKHA
Mo3HavaTu apadChKOW MUMPOIO IMicas CUMBOIY mar, To0To marl, mar2 i
T. A. Cnia OiKpeciuTH, M0 JaHUNH MapKep HE MOXOJUTh BlJ XPOMOCOMU
1, 2, 1 T. 1. MHOXUHHI KOIii OJHOr0 MapKepa IM03HAYalThCS 3HAKOM
MHOXEHHS MICJIsl CHMBOJIY MapKkepa, To0To marlx2 mo3Hayae qBa Mapkepa
1; mar1x3 nmo3Hadae Tpu Mapkepa 11 T. 1.

Sxmo Oyap-ska 4YacTMHA aHOMAaJIbHOI XPOMOCOMH MOXe OyTH
BU3HAYCHA MIPU HEBIJJOMOMY IMOXO/XKEHHI IIEHTPOMEPH, TO 1 aHOMaJbHA
XpOMOCOMa 3alUCYEThCS sk der, a He SIK mar:

47 XY ,+der(?)t(?;15)  (?;24) —  1ueHTpoMepa  HEBIZOMOIO
MMOXO/DKEHHS, XpoMocoMa Iio3HadaeTbess sk der (?), dactmHa Ti
CKJIAJIA€ThCS 3 CETMEHTAa XpOMOCOMH 15, qucranbHine cmyru 15q24.

[Tapui ¢pparmenTu (dmin) — 0cOONMMBUIN BUJ alICHTPUUHUX CTPYKTYD,
3aMUCYIOTh B KapIOTHUITI, SKIIO BOHU 3YyCTPIYAIOTHCS OLIbII, HI)K B OJHIMN
Metadazuid wiitTuHi. I[lapHi ¢parMeHTH HE BKIIOYAIOTh B 3arajibHy
KUIBKICTh XpOMOCOM, 1 cuMBOJYy dmin HE Mae TepeayBaTd 3HAK
ckinamanHg. lleil 3HaK cTaBUTBhCA Tiepes; OyIb-SIKUM IEHTPUYHUM
MapkepoM. Yuciio dmin Ha KIITUHY BKa3yeThCs mepes; cuMBoiioM: 49, XX,
..., Tmar3, 2dmin.

AuentpuuHi ¢pparmeHTH (ace), BiaMiHHI Big dmin, MpUCYTHI B OB
HIK OAHIM KIITHHI, HE 3alHMCYIOTh B KapiOTHIIl, aJie BIJ3HAYAIOTh B
JTOCITIKEHHAX XPOMOCOMHOI HECTa01IbHOCTI.

Jlamxi Oinsinku, 10 TO3HA4YarOThCs fra, MOXYTh SIBISITU COOOIO SIK
BaplaHTU HOPMHM, Tak 1 OyTH TIOB’S3aHUMHM 31  CIHAJKOBHUMH
3aXBOPIOBaHHAMU 1 / a00 (peHOTUIIOBUMH aHOMalissMu. B 000x Bumaakax
3aCTOCOBYETHCS OJIHA HOMEHKJIATypa:

46, X, fra (X) (q27.3) — namka gingaka B cyocMysi Xq27.3 omHiei 3
XpOMOCOM Xy JKIHKU;

46, Y, fra (X) (927.3) — namka pmiasHka B cyocmysi Xq27.3
XpOMOCOMH X y HOJIOBIKA.

Kinvyesi xpomocomu, 1O TO3HAYAKOTHCS CUMBOJIOM I, MOXYTh
CKJIaJaTUCs 3 OJHIEl abo JAEKUIbKOX XpoMocoM. Ilpu KidbleBUX
XpOMOCOMax, SIKl 3a4ifaroTh OJIHY XPOMOCOMY, MK TTO3HAYE€HHSIMHU CMYT
KpaIKu 3 KOMOIO HE CTaBJISATHCS:

64



46, XY, 1 (7) (p22q36) a6o 46, XY, r (7) (:: p22—q36 ::) — KUIbIEBI
XpPOMOCOMH, B SIKUX TOYKHM PO3PHUBY 1 BO33’€IHAHHS PO3TAIIOBYIOTHCS B
ninsiHakax 7p22 1 7q36. CerMeHTH, po3TalllOBaH1 JUCTANBHIIIE IUX TOUYOK
PO3pUBY, BTpay€HI.

Kinb1eBi XxpoMoCOMH, YTBOPEH1 O1IbII HIXkK B1Jl OJJHOIO XPOMOCOMOIO,
MOXYTh BKJIOYaTH OAHY a00 KuUIbKa II€HTpoMep. MOHOIIEHTPHUYHI
KUTBIIEBI XPOMOCOMH IIO3HAYAKOThCS SK TMOXigHI (der) Xpomocomw.
XpomMocoMa, SKIM HaJIEKUTh IIEHTPOMEpa 3alUCYEThCA  IEPIIOIO.
Po3ramyBaHHs allEHTPUYHOTO CETMEHTAa BHU3HAYAETHCA 3a MOPSAJIKOM
TOYOK PO3PHUBY. JIMIIEHTPHUYHI 1 TPUIIEHTPHUUYHI XPOMOCOMH MO3HAYAKOTHCS
CUMBOJIOM T 3 momepeaHiM 3amucom dic abo trc, BiAMOBIAHO. Y
MOJIUEHTPUYHUX KUIBIIEBUX XPOMOCOMAax CTaTe€Bl XpPOMOCOMHU a0o
ayTOCOMHU 3 MEHIIUM MOPSAJIKOBUM HOMEPOM 3aMUCYIOTHCA MEPIINMHU:

dic r (I; 3) (p36q32; p24q26) ado dic r (I; 3) (:: 1p36—1qg32 ::
3p24—3q26 ::) — QUIIEHTPUYHA KIIbIIEBA XPOMOCOMA, IO CKIIAJAETHCS 3
xpomocoMm 1 1 3, npu npomy ainsiaka 1q32 npuennana no 3p24, a nuistHKa
3026 — no 1p36;

trc r (I; 3; 12) (p36q32; q26p24; pl2g23) a6o trc r (I; 3; 12) (::
Ip36—1q32 :: 3q26—3p24 :: 12p12—12q23 ::) — TpULIECHTPUYHE KIIbLIE, B
akomy nainsiHka 1q32 nmpuennanaca go 3926, 3p24 1 12pl2, a ninsHka
12923 — no 1p36. Konu moxoKeHHs KUTbIIEBOT XPOMOCOMH BioMoO, ii
OTHUC MOMIIIAETHCS 3T1THO 3 MOPSAKOBUM HOMepoM — 49, XX, +1, +3, +r
(7), +8.

Komu mnoXoaxeHHs KUIbLA HE BCTAaHOBJIEHO, WOr0 HAsIBHICTh
MO3HAYAETHCA B KIHII KaplOTHUITy 3 MOMNEpPEIHIM 3HaKoM (+), ajne Mmicis
BCTaHOBJICHUX xpoMocoM: 50, XX, + 1,+ 3, + 8§, +r.

Peyunpoxni mpancnokayii. 1lpu Tpancmokarisx (t), sKi 3a4imaroTh
IBI XpOMOCOMHM, CTaTeBl XpPOMOCOMH a00 ayTOCOMHM 3 MEHIIUM
MOPSIKOBUM HOMEPOM 3aBXKIHM 3aMHMCYIOThCS TEepHIMMH. Te K BIpHO Yy
BUMAJKaX TPAHCIOKAIlIM, SIKI 3aJIy4alOTh TPU XPOMOCOMHU, ajie MPHU TaKUX
nepedya0Bax JIPYror 3aMucyl0Th XpOMOCOMY, Ka OTpUMaja CErMEHT Bij
3alMCaHol MEepIloi, a XpOMOCOMa, 3alKucaHa OCTAaHHbOI — Jajia CETMEHT
XpPOMOCOMI, HamMCcaHOIO0 Mepmior. [1o MOXIUBOCTI, TUM K€ MPABUIOM
CJiI KepyBaTUCS y BUIMAAKAX y4acTi YOTHUPHOX XPOMOCOM 1 MpH OLIbII
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CKJIaJIHMX 30aJ1aHCOBAaHUX TpaHCIOKaIiax. /[ mo3HaueHHs] TOMOJIOTTYHUX
XPOMOCOM OJIHA 3 HUX MOX€ OyTH MHiJIKpecaeHa OJJHOI PHUCOIO.

[lepeOy0BHU 3 IBOMA TOYKAMU PO3PUBY:

46, XX, t (2; 5) (g21; g31) abo 46, XX, t (2; 5) (2pter—2q21 ::
5q31—-5qter; Spter—5q31 :: 2q21—2qter) — po3puB 1 BO33’€IHAHHS
BiOynucs B auisinkax 2q21 1 5q31. CermenTu, AUCTaNbHI 0 [UX AUISHOK,
OOMIHSIJINCS,

46, XX, t (2; 5) (pl2; q31) abo 46, XX, t (2; 5) (2qter—2pl2 ::
5q31—-5qter; Spter—5q31 :: 2pl2—2pter) — po3puB 1 B033 €IHAHHS
Bi1Oyucs B auisiHkax 2pl2 1 5q31. CermeHTH, JUCTalbHI 0 ITUX JUISHOK,
oOmiHsuncs. JlepyBaTHa XpoMOcoMa 2 HE Ma€ TEPMIHAIBHOTO CErMEHTa
KOPOTKHUX IUJIEYEH, 1 TOMY ii ONMUC B JETAJIbHIA CHUCTEMI MOYMHAETHCS 3
2qter;

46, X, t (X; 14) (g26; ql3) a6o 46, X, t (X; 14) (Xpter—Xq26 ::
14ql3—14qter; 14pter—14ql3 :: Xq26—Xqter) — po3puB 1 B0O33 € JHAHHS
BimOyuca B AunsiHkax Xq26 1 14ql3. CermeHTH, AuCTalbHI 10 ITUX
JUISHOK, MOMIHSUTMCA MicsMHM. Tak SIK oJHa 3 XpOMOCOM, IO OEpyThb
y4acTh B TpaHCIOKallli, CcTaTeéBa, TO BOHA 3aMUCYETHCS MEPUIOIO.
IIpaBunpHuii 3amuc 46, X, t (X; 14), a He 46, XX, t (X; 14). AHanoriyHo
3aIUCYETHCS TaKa » TPAHCJOKAIllS IS 4oJIoBidoro Kapiotumy — 46, Y, t
(X; 14), ane 46, XY, t (X; 14);

46, t (X; Y) (g24; qll) abo 46, t (X; Y) (Xpter—Xq24 ::
Yqll—-Yqter; Ypter—Yqll : Xqg24—Xqter) — peuunpokHa
TpaHCIOKaIld MDK XpoMocomMaMd X 1 Y 3 TOoukaMH po3puBy B Xq24 1
Yqll.

[lepeOyn0BU 3 TpbOMA KpallkaMu PO3PHUBY:

46, XY, t(1; 7; 5) (p21; q22; q23) a6o 46, XY, t (I; 7; 5) (Iqgter—1p21
. 5q23—5qter; Tpter—7q22 :: 1p21—Ipter; Spter—5q23 :: 7q22—7qter)
— CerMeHT XpoMmocoMu 1, po3zramoBaHuid aAucTanbHime 1p21,
NEePEHECEHUN Ha XpOMOCOMY 7 B AUISHIL 722, CETMEHT Ha XpOMOCOMI 7,
TUCTANBHIIIUN 7q22, TpaHCIOKOBAaHUM HA XpOMOCOMY 5 B IUIAHIN 523, a
CErMEHT XPOMOCOMHU 5, TUCTaJIbHIIINKN 5923, IepeHeceHu Ha XpOMOCOMY
1 B 1p21.

Cknanni nepeOyJ0BY 3 HOTUPMA TOUYKaAMU PO3PUBY:
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46, XY, t (3; 9; 9; 22) (p13; q22; q34; ql1) abo 46, XY, t (3; 9; 9.;
22) (Bqter—3pl3 :: 22qll1—-22qter; 9pter—9q22 :: 3pl3—3pter;
Opter—9q34 :: 9922—9qter; 22pter—22ql1 :: 9qg34—9qter) — aHomaiis 3
4OTUPMa TOYKAaMU PO3PHUBY 3a YUYaCTIO JIBOX TOMOJIOTTYHUX XpPOMOCOM 9.
Cerment xpomMocoMu 3, aucTtanpHuil 10 3pl3, TpaHCIOKOBaHWN Ha
XxpoMocoMy 9 B minsiHII 9922, cerMEHT XpOMOCOMHU 9, NMUCTAIBHHUI [0
9922, mepeHeceHuii Ha TOMOJIOTIYHY XpoMocoMy 9 B aumsHIi 9q34,
OCTaHHIM CerMeHT XpomMocoMu 9, muctanbHuil 10 9q34, nepeHeceHuit Ha
xpoMocomy 22 B 22ql 1, a cermeHT xpoMocoMu 22, nucTaibHuil 10 22ql1,
TPAHCJIIOKOBaHU Ha XpoMocoMy 3 B 3pl3.

Tpancnokayii, wo 3auinaroms yine niaede. TpaHCIOKAIll LUIMX
ie4yel XpoMOCOM MOXKYTh OyTH 3amucaHl TOYHUM 3a3HAYEHHSIM
nentpomepHux AuUTTHOK pl0 1 ql0 3rimHo 3 Mopdosoriero aHOMalbHHUX
XpOMOCOM. Y BHIIaJIKax 30ajlaHCOBAaHUX OOMIHIB LUIMMHU IJICYMMa TOYKHU
PO3pUBY B XpPOMOCOMI 3 MEHIIUM HOMEpPOM ab0 B CTaTEBUX XPOMOCOMAX
3anucyroThes 1 pl0:

46, XX, t (I; 3) (pl10; ql0) abo 46, XX, t (I; 3) (Ipter—1pl0 ::
3q10—3qter; 3pter—3pl0 :: 1ql0—lqter) — peuunpokHa TpaHCIOKAIis
HUIMX TUIEYeH, pU SIKI KOPOTKI IUIeYl XpOMOCOMH | TpUETHATUCH J0
IIEHTPOMEPH 3 JOBTMMH IIJICYMMa XPOMOCOMH 3, a JIOBT1 IIe4i XpOMOCOMH
| nprenHaNUCh 1O KOPOTKUX IIEUEH XPOMOCOMH 3.

Pobepmconisecoki mpancnoxayii. 1le ocoOnMMBUM TUTT TpaHCIOKAIIIH,
PE3YJIBTATOM SIKOTO € IIEHTPUYHE 3JIUTTS JIOBTUX IJICUEH aKpOLIEHTPUUHUX
xpomocom 13-15121, 22 3 o1HOYACHOIO BTPATOI0 000X KOPOTKUX IJICUEH.
Il momiss moke OYTHM aJeKBAaTHO OIMCaHAa 1O HOMEHKJIATypl JJIs
HE30aJ1aHCOBAHUX TPAHCJIOKALIM, SIKI 3a4ilaiTh LUl IUIe4Yl, TOOTO 3
BUKOPUCTAHHSIM CUMBOITY der:

45, XX, der (15; 21) (ql0; ql0) a6o 45, XX, der (15; 21) (15
qter—15q10 :: 21q10—21qter) — po3puB 1 BO33’€AHAHHS BiAOyIUCSA B
cmyrax 15q10 1 21ql0 B mentpomepax xpomocoM 15 1 21. JlepuBaTHa
XpoMOcOMa 3aMiHMIa OJIHY XpoMocoMy 15 1 oaHy Xxpomocomy 21. Hemae
HEOOX1JHOCTI BKa3yBaTH BIJICYTHI XpoMocoMHU. KapioTunm MICTUTH OJHY
HOpPMaJIbHY XpomocoMy 15, onHy HopmaibHy Xxpomocomy 21 1 der (15;
21). Kopotki mnedi xpomocom 15 1 21 BTpaueni.
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46, XX, + 15, der (15; 21) (q10; gq10) — moximHa XpoMocoma, IIO
CKJIaJIa€ThC 3 JOBrUX Iulededl Xpomocomu 15 1 [dOBrux miedeut
xpomocomu 21 (Tak camo, SIK 1 BHUIIE), 3aMIHWJIa OJIHY Xpomocomy 15 1
olHy Xpomocomy 21. B naHoMmy Bumajaxky, OJHAaK, € JBI HOpPMaJbHIi
xpoMocomu 15, ToOTO mogaTkoBa xpomMocoMa 15 mpu nepeadadyBaHoro ii
BIJICYTHOCT1 4yepe3 HasBHICTH der (15; 21). OTxe, m01aTKOBa XpOMOCOMa
no3Hauvaetbes K +15. Kapiotun, TakuM 4MHOM, MICTUTH JBI HOpMajbHi
xpomocomu 15, onHy HopManbHy Xxpomocomy 21 1 der (15; 21).
Pe3ynbTaToM Takoro He30ajaaHCOBAHOTO MOPYIIEHHS € BTpaTa KOPOTKOTO
mieya XpoMocoMu 21 1 Tpucomis JIOBroro ijieda xpomocomu 15. CuMBoa
rob Moxke 30epiratucs, SK BapiaHT 3aMUCy KOHCTUTYLIMHUX TOX1JTHHUX
XpPOMOCOM, III0 BUHUKIHM B PE3YJIbTATI pOOEPTCOHIBCHKUX TPaHCIOKAIIIH,
Hanpukian 45, XX, rob (15; 21) (q10; q10). Ckopouennst rob He cmif
3aCTOCOBYBATH MPH OMUCI MPUI0AHUX aHOMATIH.

Koumpononi numanns
1. B yomMy MICTUTBCA PI3HULS MK CKOPOUEHUM Ta MOBHUM OIKUCOM
KaploTUIiy?
2. Konu BHKOPHUCTOBYIOTh CKOPOYEHHH ONMUC KapiOTHILy, a B SIKHX
BUIaJIKax 0a)kKaHO BUKOPHUCTOBYBATH JIMIIIE IOBHY (popMy onucy?
3. SIx BM po3yMi€Te TE€pMiH KOHCTUTYIIOHAIBHI aHOMAaJIii XpoMOcoM?

3pa3zku 3a60ans 014 NPAKMUYHUX 3AHAMb 3 meMu 5
1. Po3mmdpyiite 3anuc:
47, XY ,+idic(15)(pter—q22::q22—pter)?
2. Po3mudpyiite 3anuc:
47,XX,-10,+fis(10)(pter—pl0:),+fis(10)(qter—10:)?
3. Posmmgpyiite 3amnuc: 46,Y,fra(X)(q27.3)?
4. Po3mudpyiiTe 3amnuc:
46,XX,1(8;21)(q22;921)[20]/47,XXX,t(8;21)(q22;921)[4]?
5. Posumdpyiite 3ammc: 46,X,+r.ish  r(X)(wcpX+,DXZI+)[18]
Ir(X)(wepX+,DXZI++)[7]?
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Tema 6. OHKOIIUTOr€HETHUKA

Mema: 03HalOMUTH CTYJEHTIB 3 OCOOJMBOCTSIMHU TpaHCopmarlii
KapiOTUIly 3a HEOoIUIa3id, MOXJIMBUMU TNPUYUHHO-HACIITKOBUMU
3B’SI3KaMU 1ILOTO MPOIIECY Ta 3 OCHOBAMHM Kjiacu(ikallii 1 HOMEHKIJIATYypU B
OHKOIIUTOT€HETHUI

Teopemuuni numanus

1. IcTopist nuTaHH4.

2. KapioTun KJIiTHH HEOIIa3ii.

3. Ocob6arBOCTI XpOMOCOMHHUX TMEPeOyAOB 1 3MIHM XPOMOCOMHOI'O
Ha0Opy paKOBUX KJIITHH.

4. BapitoBaHHS KapiOTUIYy PAaKOBUX KJIITUH B OAHIN MOMYJISILIII.

5. OcHoBu kiacudikaiii 1 HOMEHKJIATypd B OHKOIUTOTE€HETHIN
(ISCN 2016).

6. MOXJIMBOCTI HUTOT€HETUYHUX JOCIII)KEHb B OHKOT€MAaTOJIOT4HIN
MPAKTHIIL.

/. lluToreHeTHYHA XapaKTEPUCTHKA TOCTPOro JiM(poOIacTHOTO
JIEUKO3Y.

8. llutoreHeTnyHa  XapaKTEPUCTHKA  MIHIMAJbHOI  3aJIUITKOBOI
XBOpPOOU Mpu rocTpoMy JiMPoOIacCTHOMY JICHKO3I.

0. [lutoreHeTnyHa XapaKTEPUCTHKAa TOCTPOTO Mi€a00JIaCTHOTO
JIEMKO3Y.

Onopui ¢ioomocmi 0711 ONPAYOEAHHA MEOPEMUYHUX NUMAHD

AHOMaii MITO3y B KIITMHAaX MOyXJWHU BIEpIIE  OMNKCaHI
. F'ancmanom y 1890 p. KiacuuHe ysBIEHHS MNOpO OHKOJOTIUHI
3aXBOPIOBAHHA IIOJISITa€ B TOMY, IO HEOIUIa3li BUHUKAIOTh BHACIIIOK
CIIOpPaAUYHUX MYyTallil y COMaTUYHUX KiIiTHHAaX. ONUCaHO IIUPOKUIA
CIIEKTP TE€HETUYHUX TOpPYIICHb, TMOB’SI3aHUX 3  OHKOJOTTYHUMHU
3aXBOprOBaHHAMU: MikpoaHoMaiii nocaigoBHoctet JIHK a6o PHK,
BTpaTa T'€TepO3UTOTHOCTI, CTPYKTYPHI aHOMaJii XpOMOCOM, TIPOHUKHEHHS
€K30Tr€HHUX IMOCI1JOBHOCTEN HYKJICTHOBUX KHUCJIOT. Crporoi
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OHKOIMTOTCHETUYH1  JOCHIJKEHHS  pO3TJISJaloThcsl K OJHA 3
HaWBaXJTUBIIINX raJly3eil TEHETUKH JIFOINHU.

OcHosu knacugikayii ma HOMeHKIamypu 6 onkoyumozceHemuyi. B
OCHOBI HOMEHKJIATypH HEOIUIa31i JIeKUThb MOHATTS KJIOH — KIITHUHHA
MOMYJIAIISI, SKa TMOXOAUTh Bia onHiel kmituHu. OjHaK, 3 OIISIAY Ha
CIIOPAIMYHUN XapaKTep MyTallii, 110 TPU3BOJIATH /10 MyXJIUHU, B OJTHOMY
KJIOHI MOXYTb OyTHM MPUCYTHI KIITHHH 3 PI3HUMH XPOMOCOMHHUMU
anoMasisiMu. CHiJ1 3a3HAYUTH, 1110 3arajibHUM MPABUIIOM OMKCY KapiOTUITY
B OHKOIIUTOTCHETHIIl € TE, 10 3aMUCYIOThCS TUIBKA aHOMaJlli KapioTUIy,
AKI MalTh KJIOHaJIbHE TOXO/KeHHs. [lomynsimii KJIOHaIBLHOTO 1
HEKJIOHAJILHOTO TMOXO/PKEHHS HE MOYKHA 3aMHCyBaTH SK OJUH KapiOTHII.
Yucino KITHH TPOAHATI30BAHOTO KJIOHY 3alHCY€EThCS B KBaJIpaTHUX
Iy>KKax MICJISI Kap1OTHITY:

46, XY, t (8; 21) (g22; g21) [24] — xion 3 TpaHcnokaiew (8; 21),
BU3HauCHUH B 24-X MeTada3HUX IUIACTUHKAX;

46, XX, t(8; 21) (922; q21) [20] / 47, XXX, t (8; 21) (922; 921) [4] -
KIOH 3 46 XxpoMocoMamu, BuU3HaueHMMU B 20-Tu KiiTHHaX, 1 3 47
XpOMOCOMaMH — B 4-X KJIITUHAX.

OcHoBHa JniHiA KITUH (mainline — ml) € TepmiHOM, SIKUW BKUBAIOTh
BUKJIFOYHO JUISI OMUCY KJIOHY 3 BEJIMKOIO KUIBKICTIO KJIITHUH Y BIATOBIIHUX
nonyJisiii. /lane CKOpodyeHHsI B KaplOTHUIIl HE MUIIETHCS, ajie B TEKCTaX 3
OHKOILIMTOTEHETUKH 3yCTpIUaeThCsl JOCUTh yacTto. Hampukian 46, XY, t (9;
22) (g34; ql1) [2] / 47, XY, + 12, t (9; 22) (q34; qll) [16] — B bOMY
BUMAAKY KJIOH, B SIKOMY MICTUThCS 47 XpOMOCOM, € OCHOBHOIO JIIHIEIO
KJIITHH.

JIist XapakTepUCTUKU TOMYJIAIIl KJIITHH BUKOPUCTOBYETHCS TaKOX
TEepMiH BUXigHA JiHIA KIiTHH (stemline — sl). Bona Bu3HavaeThes K JiHisA
KJIITHH, 32 paXyHOK 3MiHM KO YTBOPHJIMCS 1HIII 1moO14Hi1 JiHii (sideline —
sdl). Jlani ckopoueHHs B KapiOTHIIl HE MHIIYTh, aj€ B TEKCTaX IO
OHKOITUTOI€HETHII1 3yCTPI4ar0ThCs JOCUTh YacTo, Hanpukian 46, XY, t (7;
12) (931; q23) [3] / 47, XY, + 9,t (7; 12) (q31; g23) [16] / 48, XY, + 9, t
(7; 12) (q31; 923), + 21 [7] — x1OH, MO CKIATAETHCA 3 46 XPOMOCOM —
BUX1JHA JIIHISA KJIITHH, BCl 1HII KJIOHU € HNOOIYHUMH JIHIIMH, KJIOH, IO
CKJIaJlaeThCs 3 47 XpOMOCOM — OCHOBHA JiHIS KMTHH. [loCHiIOBHICTB
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3aIMCy aHOMAaJIbHUX KJIOHIB BUOYIOBYETHCS B MIpY 3pOCTaHHS CKJIQJIHOCTI
a0epairii. OTXKe, MEPIIO 3alMUCY€EThCS MOYATKOBA JIIHISA KIITHH, a MOTIM
KJIOHH, SIK1 3’ SIBUJIMCS 32 PaXYHOK €BOJIIOIIIi.

Skmo B mHojanblmii  JIHIL KITAH CIOCTEPIra€ThCcs OJJHAKOBA
CTPYKTypHa a00 4ucCelbHa XpPOMOCOMHA aHOMaJis, TO JJIsi CKOPOUYCHHS
3aMuCcy KaplOTUITY, BUSBJICHOTO B MyXJIMHH, MOXE OyTH BUKOPHUCTAHUUN
tepMmidn idem. Cnix mam’sitaTd, 1Mo idem BIIHOCHUTBCS JO MEPLIOTO
3allUCAaHOI0 KIJIOHY; SKIIO BHUSBICHO KiJIbKa MIJKJIOHIB 3 BIJIMIHHUMH
aHOMAJIISIMU, TO 1X 3aMUCYIOTh TOBHICTIO:

47, XX, del (3) (p14), inv (6) (p21; q25), +16 [24] / 49, idem, +19,
+20 [3] — B apyromMy KJIOHI IPHCYTHI BCI XPOMOCOMHI aHOMaJIii, BUSBIICHI
y IepuIoMy, a TaKOK TpucoMist Xxpomocom 19 1 20;

49, XX, inv (17) (g24; g25), + 17, + 18, + 21 [12] / 100, idemx2, +3,
+3 [4] — B apyroMmy TeTpaIuioiTHOMY KJIOHI, KpiM iHBepcCii 1 rekcacomii
xpomocom 17, 18, 21, mpuCyTHS TaKOX TeKCacoMisi XpOMOCOMU 3.

barato myxJInH XapaKTepU3YIOThCSI T€TEPOTCHHICTIO KaplOTUILY TPHU
HasBHOCTI JCSAKUX TMOMIOHMX aOepamii. B ganoMy BuUIAmKy Ciif
3aMUCyBaTH Pe3yJIbTaTH aHalizy y (opMi TaKk 3BAaHOTO KOMIIO3UTHOTO
kapiotuny (cp). KommnosuTHuiéi KaploTUIl MICTUTh BCl KIOHH 3
XPOMOCOMHHUMHM aHOMAisIMH, MPHU IIbOMY 3aMUCYETHCS TAKOX Jiana3oH
KUIBKOCTI XpOMOCOM B JIOCIIDKEHUX MeTada3zHUX IJIACTUHKAX MyXJIUHH.
3araibHa KUIBKICTh KJIITHMH 3 aHOMAJISIMH 3alUCYEThCS B KBaJApaTHUX
y>KKax 3a JOMOMOTOI0 CKOPOYEHHS CP:

46 ~ 51, XY, del (8) (p22), del (9) (932), +12, +12, t (18; 20) (923;
qll), del (21) (g22), +19, +20, +21, +22, +22 [cp28] — HEoOXimHO
BII3HAYUTH T€, IO HE y BCIX KJITMHAX OOOB’SI3KOBO IOBWHHI OyTH BCi
nepepaxoBaHi Bulle adepaiii. Yucao KIITUH 3 BIAMOBITHOIO aHOMAIIIEIO
XPOMOCOM MOKe OyTH TaKOX MPEJICTaBICHO B KBaIPATHUX JY>KKaX:

45-47, XY, t (3; 7) (924; g33) [3], -3 [4], +16 [5], —18 [3], +21 [2]
[cpl2].

Cril 3a3HaYNUTH, 10 KOMIIO3UTHUM KaplOTHUIl € «CYMOIO» KapiOTHIIIB
BCiX BUBYEHMX MeTada3zHMX IJIaCTHMHOK. IIpukian 3amucy kapioTHIly Ha
0a3i OTpUMaHUX JaHuX s TphoX KmiTuH (47, XX, +3; 48, XX, +14, +21
ta 46, XX, +4, —14).
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46-48, XX, +3, +4, +14, —14, +21 [cp3] (mOTpiOHO 3amUCyBaTH SIK
MOHOCOMIIO, TaK 1 TPUCOMIi IO TOMOJIOTTYHUM XPOMOCOMaMH).

OCHOBHE MPABUJIO 3aMKUCY KOMIIO3UTHOTO KAPIOTUIY TIPU OHKOILIUTO-
F€HETUYHOMY aHali31 — BKJIOYEHHS JIMIIE TUX aHOMalid, 10 MalTh
KJIOHAJIbHE MOXO/KEeHHS. KIoHM 3 PI3HUMH XpOMOCOMHUMH aHOMAIIISIMHU,
o0 MalTh pI3HE MOXOMKEHHS (HE3aJIeKHI KIOHHU), 3alUCYIOThCS B
MOCJIIIOBHOCTI BiJ] HAHO1IBII 10 HAWMEHII YHUCIEHHOTO KJIOHY (TI0 YHCTy
MpOaHaII30BaHUX KJITUH). SIKIO TPUCYTHA HOpMajbHA JUIUIOiAHA
MOMYJIAIIST KIITHH, TO 11 KApiOTHUIT 3aBXKU 3aMUCYEThCA B KiHI: 46, XX, t
(2; 3) (p24; p23) [10] / 47, XXX, dup (5) (922) [7]/ 49, XX, +8,+ 8, + 8
[4] /46, XX [10].

3a yMOBM HAasBHOCTI SIK HE3aJIE)KHUX KIOHIB, TaK 1 KJIOHIB
3araJiIbHOTO TOXOJKEHHS, CIOYATKy 3aluCylOTh KJIOHU 3arajbHOro
MOXOJ/KCHHS, a TTOTIM HE3JICKH1 KJIOHU B OPSAKY 3POCTAaHHS CKJIAJHOCTI
aOeparriii: 48, XY, t (6; 22) (ql4; q11.2), +15, +18 [17]/ 50, idem, +9, +17
[4] /51, idem, +9, +17, +21 [5] / 47, XY, +22 [10] / 46, XY, dup (3) (p24)
[3] — Tpu KIOHHM, 110 MarOTh CHUIbHE MOXOJHKCHHS, 3alMCaHi CIOYaTKY;
MOTIM 3allMCaHl HE3aJIeKH1 KJIOHU O HU3XIAHIN B1JI aHAII30BAHOTO YMCa
KJIITUH 3 aHOMAJIELO.

VY TekcTax 4acTo BUKOPHUCTOBYETHCS TOHATTS «MOJAJIbHE YHCIIO»
(modal number — mn), ske BUKOPUCTOBYETHCSA IS XapaKTEPUCTUKH
KUTBKOCTI XpOMOCOM B HAaMO1IbII YUCICHHIA MOMYJISALIT KIITUH Y MyXJIUHI,
ajie He BUKOPUCTOBYETHCS B 3aMuCy KaploTuiy. KpiM 3BHYailHUX TepMiHIB
JUIS OMKCY IUIOTAHOCTI KIITHH (TalIOigHUM — N, JWIUIOIMHWN — 2N,
TPUILIOIAHUN — 3n, TeTpamaoigHuid — 4n 1 T. 1. HAOIp XpoOoMOCOM) B
OHKOLIUTOTCHETHUIll ~ TAaKOXK  3aCTOCOBYIOTBCSI ~ TaKl  TEPMIHM,  SIK
OJIM3BKOTAIIOI AU, TIHOTaIIOIAHUH, Tinepramioigaui tomo. [IpucraBka
«ONU3bKO» O3HAYa€ Te, M0 KUIBKICTH XPOMOCOM He mnepeBuiye mn+11 i
He wMeHme mn-11 (M — koedimieHT XapaKTEPUCTUKU ILIOIMHOCTI,
Hanmpukiaa, m = 1 — ramioifHuid HaOlp; m = 2 — JIUIUIOIAHUNA HaAOIp
XpPOMOCOM 1 T. JI., n = 23 XpoMOCOMH — ramioifHuii Haoip). IIpucraBka
«T1M0» TO3HAYa€ T€, MO KIIBKICTh XpOMOCOM MeHIIe 23 Jyisl rarioiTHOro
Habopy. s 2n 1 OUIBIT — YKCIIO XPOMOCOM 3HAXOAUTHCS B Jl1ama3oH1 Bij
mn—11 go mn-1. IlpucTtaBka «rimep» mo3Hadae Te, M0 YUCIO XPOMOCOM
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3HAXOJWThCA B  miama3oHi Bigx mn+l go mn+ll. Tepmiau
MICEeBAOTAIIOIIHUHM, TICEBAOAUIUIOIAHUNA 1 T. J. BUKOPUCTOBYIOTHCS ISt
OMUCY €YIUIOIAHUX HA0OPIB XPOMOCOM 32 YMOBHU HAasIBHOCTI CTPYKTYPHUX
XPOMOCOMHHUX aHOMaii abo aHeymioifiii. Ha XxpomocomMHy aHoMadmio,
BUSABJICHY B  KaploTUmi paHimie, BKa3zye JaTUHCbka OykBa C
(KOHCTUTYHIWHUN KapioTum). KOHCTUTYIIWHMM KaplOTHN MICTUTh SIK
CIIOpaJUyHI, TaK 1 BPOMKEHI XPOMOCOMHI aHomaiii. Pe3ynbraTn
IUTOT€HETUYHOTO aHali3y aHOMaJil 3alHUCYIOTh 33 MOPSAKOBUM HOMEPOM
xpomocoM. HopMabHUM JUIIOTAHUM KJIOH 3aBXK/JIHM 3alMCYETHCS B KIHII
KaploTHUITY:

48, XY, +16, +18c — myxnuHa y XBOPOTO 3 TPUCOMIEID XPOMOCOMH
18 1 cnopainuHOI0 TPUCOMIEIO IO XpoMocomi 16;

47, XXXc, del (22) (913.1) — nmyxauHa y XBOpPOi 3 TPHUCOMIERO
XpoMOcoMU X 1 CIOPaANYHOIO JIEJIELIEI0 XPOMOCOMU 22;

47, XY, +17, -21, +21c / 48, XY, +17, +21c [ 47, XY, +21c — y
XBOPOro 3 TpUcoMiero 21 BUsIBIEHA MyXJIMHA 3 TPhOMA KJIIOHAMU: TPUCOMIS
mo xpomocomi 17 1 BTpata AomaTKoBOi XpoMocoMu 21; Tpucomis
xpomocom 17 121; Tpucomist xpomocomu 21.

Sxmo B KIITHHAX MyXJIUHU CIOCTEPITaeThCcsl BTpaTa J0JATKOBOI
XpPOMOCOMU TIPU TPUCOMIi, TO KapiOTHM 3aMUCYETHCI Y Takuil crocio: 46,
XX, +13¢, -13.

KoHcTuTyliMHUN KaploTUN 3amucyeThcs Ha 0aszl JBOX aHAI3IB:
MepUIMid — TPU MOCTAHOBII J1arHO3y BHUXIJIHOI XPOMOCOMHOI aHOMaii,
OPYTUM — PU HIUTOTEHETUYHOMY JOCHIIKEHHI KJIITUH MYXJIMHH.

Tepmin «dimagenbdilicbka XpoMOCOMa», 4YacTO BXUBAHUW B
OHKOITUTOTCHETHIll, = BUKOPHCTOBYEThCS  JJIsI  OMUCY  JIEPUBATHOI
XpOMOCOMHU 22, III0 BUHMKJIA BHACHIOK TpaHciokaii t (9; 22) (q34; ql1).
Ao6pesiarypa Ph (panime Phi) Moxe 3acTocoByBaTH B p0O0OYOMY MOPSIKY,
ayie He B O(DiIIifHOMY OIKCI KapioTHITy, ¢ PEKOMEHIYEThCsS 3amuc — der
(22) t (9; 22) (q34; qll1). Cxoxum YMHOM JiepUBaTHA Xpomocoma 9
no3HavaeThbes sk der (9) t (9; 22) (q34; ql 1).

3HAYEeHHST OHKOYUMO2EHEeMUYHUX O00Cai0NHceHb. Takl JOCIIIKCHHS
HEOoOX1aH1 sl 1AeHTU]IKAIli XpOMOCOMHUX aHOMAaJil, SKi TOB’s3aHI 3
MaTOT€HE30M 3JIOSAKICHOCTI MyXJIMH. OHKOUUTOTCHETUYHUN aHalll3 MOXKE
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MaTd JIarHOCTUYHE Ta TMPOTHOCTUYHE 3HAYEHHSA I TPAKTUYHOI
OHKOJIOT11. BuU3HAUEHHS KOpEJSIiA T€HOTUI-(PEHOTUIT TIPU PAMl MYyXJIUH
MoKa3ajo, 10 TMpU AHEYIUIOiAil, TMOPIBHAHO 31 CTPYKTYPHUMHU
XPOMOCOMHUMHM aHOMAaJiIMU a00 TEHHUMM MYTalisiMU, MPOTHO3 JIs
XBOPOr'0 MEHII ONTUMICTHYHHI. BioMo, 1110 XpOMOCOMHA HECTAOUIbHICTh
crpusie XiMIOPE3UCTEHTHOCTI myxJinH. OJHaK, eKCIEpUMEHTH B 00JacTi
NPUAYIICHHS AaKTUBHOCTI OUIKIB, 10 OepyTh Y4YacTb y MITOTHYHIN
AKTUBHOCTI KIIITHH IyXJHH, ITOKa3aau, 1o iHruOyBaHHs Oinkie MAD?2,
BUBRI, a Tako:x BUBRI-kina3u BukiInKae anonTo3 aHSYILIOTHUX KIIITHH
NyXJIMHU. BHCIOBIIOETHCS TPUIYIIEHHS MNP0 MOXJIMBICTH Teparii
OHKOJIOTIYHUX YyTBOPEHb, MOB’A3aHUX 3 YHUCEIBHUMH XPOMOCOMHUMH
aHoManisiMu. ToMy y HalOIMKYOMYy MallOyTHROMY UIWUTOI€HETHYHA
JIarHOCTUKA HeOoIIa3ld Moke OyTH HEOOXigHOK i1 KOPEKTHOTO
TEPaANeBTUYHOI'O BTPYUYAHHS MIPU OHKOJIOTTYHUX 3aXBOPIOBAHHSX.

Bigomo, 110 KapiOTUIl pPaKOBUX KIITHH BIJIPI3HAETHCS  BIJl
HOPMAaJILHOTO AUILIOIAHOTO Habopy XxpomocoMm. KapioTun KIITUH MyXJIUH
CTPYKTYPHUX XPOMOCOMHHMX aHOMAaJIi [0 TOJIIUIOiNI 3 BHUCOKUM
cTyneHeMm IurigHocTi (8n 1 Oinbiie). BusiBneHHs aHeyrmoili mnpu
TUTIIOTTHOMY, TPUIUIOITHOMY a00 TETPaIlIOiTHOMY Kap1OTHUITl € HAHO1IbIIT
IMOBIPHUM J1J151 O1IBIIOCT1 HEOTLIa31H.

XapakTepHUMHU  pUCAMHM  KapiOTUIy TyXJIMH €  HasBHICTb
XPOMOCOMHUX aHOMalliid, HeCIEUU(PIYHICTh XPOMOCOMHUX MEPEOYNOB Ta
3MIHHU XPOMOCOMHOTO Ha0OoOpy KIITHUHU. KapioTun NyXJIWHHUX KIITHH
MOK€ BIIPI3HATUCS HE TUIBKH BiJ HOPMaJIBbHUX COMAaTUYHUX KJIITHH, ajie i
BIJI KaplOTHUNY IHIIUX KJIITUH B OAHIA momyisiii. [loka3zano, mo mnpu
OJIHMX HEOIJIa31sX CIOCTEPIratoThCs XapaKTEPHI 3MIHU KapioTHILy, TOA1 K
Opy  1HIOUX  BUSIBISETHCS  BUHATKOBUM  MOMIMOP(I3M  MIHJIUBOCTI
XpPOMOCOMHOTO Ha0Opy KITUHU. [ns KapioTumy NOyxXJIMH XapakTepHa
BIJIHOCHA CTAOUIBHICTh Cerperamii XpoOMOCOMHUX aHOMAJIIil y MOIMyJsLii
PAKOBUX KIIITHH, K4 MOXE CIOCTEpIraTUCS MPOTArOM JEKIJIbKOX POKIB.
30epekeHHsT KIITUH 3 BIAMOBIIHUMHU aOepalisiMud B OpraHi3mi CBIIUYUTH
PO HEBUIAJAKOBHUH XapaKTep JaHMX 3MIH, a TAKOX CEJIEKTHUBHY IepeBary
B Mol 1 mpodidepailii KIITHH NyXJIUHUA Yy TOPIBHSHHI 3 HOPMAJIbHUMU
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TUTUIOITHUMHM ~ COMATHYHMMHM  KialTHHamMu. Ili  0coOGauMBOCTI  KJITHH
HEOIJIa3ld  TaKOX  MOXKYThb OyTM  OPUYMHOIO  XIMIO-  Ta
Paliope3UCTEHTHOCTI.

biosioriyne 3HAYEHHSI CHOPAJMYHOI 3MIHU KAaplOTUIY PaKOBUX
KJIITUH TIOJIITAa€ B TOMY, IO JOCSTAa€TbCsl TE€HETUYHA TIETEPOTCHHICTh
MOMYJIALINA KIITUH 3JI0SIKICHUX HOBOYTBOPEHb, HACHIIKOM SIKOi €
CIpsIMOBaHa CEJEKIlisi Ta NPHUCTOCYBaHHS 1O YMOB HAaBKOJIMIIHBOTO
cepenoBuiia. OTXe, 3JaTHICTh A0 CHOPAJAUYHUX 3MiH TEHOMY KJIITHUH
MyXJIMH (Ha XPOMOCOMHOMY 1 FT€HHOMY PIBHSIX) CJI1JT pO3TJISJIATH SIK OJIMH 3
HaWBAXJIUBIIINX ACHEKTIB I KIIHIYHUX 1 MOJEKYJSIPHUX OCIIKECHb
HEOILIa31i.

[Ipu Aesikux OHKOJIOTIYHHMX 3aXBOPIOBAHHSAX aHAI3 KapIOTUITY MOXKE
PO3TIISIAATHCS SIK J1IarHOCTUYHUM TE€CT, HAPUKIIA] XPOHIYHUN MI€JIOITHUN
JeWK03, SKMH TIOB’SI3aHMM 3 TaK 3BaHOK  «uIaaenbiichbKoo»
xpoMocomoro (panimHi mo3HadyeHHss — Ph a6o Phi), yrBOpeHOIO
30aaHcoBaHo0 TpaHciokaiie t(9;22)(q34;qll.2) 3a yuactio renis ABL
ta BCR.

BpaxoBytoun, 10 B KIITHHaX MyXJUHU, KPIM XPOMOCOMHHX
abepaliii, BUSIBIISIIOTbCS M 1HINI TE€HETHYHI MOPYILICHHS, MaJirHI3alis
MOXe OyTHM ToOB’s3aHa 1 3 TEHHUMH MYTalllIMH, EMIreHeTUIYHUMHU
MOPYIICHHSIMH, (YHKIIOHAIBHUMU  BIIAXWUJICHHIMU  SKUTTEIISITIBHOCTI
kIiTUHA. CHiJ TaKOXK BIA3HAYMTH, 110 MpU 30aJaHCOBAHUX TPAHCIOKAIISAX
B MyXJWHAX MPUYMHOIO BUHUKHEHHS HOBOYTBOPEHHS, IIBHUJIIE 3a BCE, €
nopyueHHs nocnaigoBHocti JIHK, noB’si3aHe 3 reHHUMH MyTallisIMHU.

Huni wmiToTHuHI JeeKkTH, pe3yibTaTOM SIKUX € YHUCEJbHI
XpPOMOCOMHI ~ aHOMaJii, pO3IJISJAI0ThCS K  OCHOBHMI  MEXaHI3M
OHKOTeHe3y. Y 3B’SI3Ky 3 IIUM OOTPYHTOBAHO MPHUITYIIEHHS, 110 JJI HU3KH
HEOIIa3iil aHeyIUIoiMisl MoXXe OYyTH HACIIIKOM SKOICh TEeHETHYHOI
aHoMaJii, M0 € NOpUYHHOI NyxJauHU. OTXKe, OHKOIMTOICHEeTUYHI
JTOCIIJPKEHHSI HEOOX1/THI HE TUIBKM ISl MPAKTUYHO1 OHKOJIOTII, aje W JJis
MOIIYKIB TCHETUYHUX MPUUYMH HEPO3XOKEHHSI XPOMOCOM y MITO31.

Mooicnusocmi yumozeHemuuHux 00CHi0NCeHb 8 OHKO2eMAamoJlozii

OcTaHHIM 4acOM JOCSTHYTO 3HAYHHUX YCIiXiB y BUBYEHHI, PO3yMiHHI
OloJiorii Ta JIKyBaHHI TOCTporo JiM(oOIacCTHOTO Ta MI€JI00JIACTHOTO
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JEWKO31B, 1[0 JO3BOJMJIO IMABUIIATH €()EKTHBHICTh  JIIKyBaHHS
HOBOBUSIBJICHUX JTIM(0oOIacTHUX JIEHKO31B y AiTel Ta miiTKiB 10 80 %, a
Mi€7100J1aCTHUX JIeHK031B — 70 50 %.

T'ocmpuii nimghobracmuuii netikos (I 7171). Jlo reHEeTUUHUX aHOMAJIIH,
MOB’sI3aHUX 13 COPUATIMBUM MporHo3oM B-kmiturnoro ['JIJI, BimHOCUTBCS
rinepaumuioiaiga (>50 xpomocom). BUHsATKOBa 4yT/IMBICTh 10 XIMIiOTeparii
TIIEePAUIUIOITHAX OJaCTHUX KINTHH KOPEIOE 3 IXHBOI CXUJIBHICTIO 10
aroNTOo3y, SIKUH CITOCTEPIra€ThCs MPH KyJbTUBYBaHHI IN VItro, a Takox 3i
3MATHICTIO HAKOMUYYBaTH IIICJSL TMPOBEACHOTO JIKYBaHHS  BHUCOKI
KOHIIEHTpallli METOTpPeKcaTy Ta MOro axkTUBHOTO MOJITII0TaMaTHOTO
MeTabomity. [inmepaurioigHi KIITHHM 3a3BHYail MawTh 3-4  komii
xpomocomu 21, sgKa  MICTUTH T€H, IO Koaye  (epMmeHT
terparizpodonarpeaykrady. IligBumieHa ekcmpecis mporo  Oinka-
TpaHCIopTepa, 00yMoBIeHa €(hEeKTOM «03U T'€Ha», MOXKE OYTH MIPUUHUHOIO
MIJIBUIIICHOTO BHYTPIINTHBOKJIITUHHOTO HAKOMUYEHHS IMOJITII0TaMaTiB
METOTPEKCaTy B 3a3HAYEHUX KJIITHHAX.

31 CIIPUSITIVBUM IIPOTHO30M OB’ s13aHa TpaHCIOKAaIis
t(12;21)(pl3;q22), 1m0 CYNPOBOIKYETHCS YTBOPECHHSM 3JIMTOTO TEHA
TEL/AML, 3a paxyHOK MO€IHAHHS JBOX TEHIB 3a3HAUYCHUX XPOMOCOM.
bnactHi KIiTHHH, B SKUX eKcnipecyeThest reH 1EL/AML, BucokodyTinBi 110
L-acnaparinasm in Vitro, xoua npuYrHU 1IHOTO He 3’scoBaHi. CIpUATINBUN
NPOTHO3 IUX TEHOTHUINIB TPOCTEKYETHCA JHUIIE Yy TUX KIIHIYHUX
NOCHIIKEHHAX,  JI€  3aCTOCOBYBAJIMCS  MPOTOKOJIMW  IHTEHCHUBHOI
xiMioTepamnii, skl BKIIOYalTh acnaparidazy. I[lokazaHo, mo Tpucomii
xpomocom 4, 10 abo 17 mnoB’s3aHl 3 HE3WIEKHUM CHPUSITIUBUAM
nporao3om. Tpucomiss xpomocoM 4 abo 18 BKazylOTh Ha CHPUATIMBUI
nporuo3 ['JIJI. [IpuunHu 1bOTo 3aIUIIal0THCS HE3 ICOBAHUMMU.

Toit un 1HIIUN IPOTHO3 € BIAHOCHUM MOHATTAM. Hampukian, npe-B
BapiadT ['JIJI 3 masgBuicTio t(1;19), M0 € MpUUMHOIO YTBOPEHHS 3JIUTOTO
reHa E2A/PBXI, mnoB’si3aHUi 3 TMOTaHUM NPOTHO30M IMpU JIIKyBaHHI
CTAHJIAPTHUM TPOTOKOJIOM XimioTepamii. OJHaK, 0OpU MPU3HAYEHHI
Cy4acHO1 IHTEHCHUBHO1 XIMIOTepanii 111 XpOMOCOMHA aHOMaJlisl CTA€ OJHUM
3 HANUCHOPUSATIMBILIMX MPOTHOCTUYHUX (HAKTOPIB TMpPHU JaHOMY MIATHUII
I'JIJI 3 moka3uukoM BigmasieHoi BHKUBaHOCTI 90 %. [HmMM mpukiagaoMm €
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naiieatu 3 1(9;22)(q34;qll) npu 3muromy reni BCR/ABL, a takox 3 t(4;11),
0 € MPUYHUHOI0 YTBOpeHHsS 3autoro reHa MLL/AF4, sxi BXomath 10
IPYNH BUCOKOTO PUBHKY.

JllarHOCTUYHE Ta TPOTHOCTHMYHE 3HAYEHHS THUX YU  1HIIUX
XpPOMOCOMHUX abepaliiii, BUSBICHUX Y JCHKO3HUX KIITHHAX, 3aJIEKUTDH B1]]
BIKy manieHTiB. Hanmpuknazn, rinepAuruioinis € HaW4acTiow y AiTel 3
['JIJT 1 cnioctepiraetrbes y 25 % BunazakiB ycix autsuux [JUL YV nopocnux
namienTiB rinepaurioiani I'JIJI ctaHoBnsaTh nuiie 6 % BiJ yCiX BHUIIQJKIB
UL TNnogumnnoinia (<46 XpoMocoM) BUSIBJIEHA B JICHKO3HUX KJIITHHAX B
5% Bunanakie ['JIJI sk y gopocnux, Tak 1y ngited. Bumagku Ph-
nosutuBHoro ['JIJI y mopocnaux abo mifJITKIB MarOTh MOTaHUN MPOTHO3,
TOA1 AK y AITeN BIKOM Bi 1 10 9 pOKiB 3 HU3bKUM PIBHEM JICMKOLUTIB Y
MOMEHT TOCTAHOBKH JI1arHO3y Nporuo3 crpudariusuid. [Ipu ['JUI 3 t(4; 11),
10 € MPUYMHOIO YTBOPeHHS 3iuToro reHa MLL/AF4, nitu BikoM 10 POKy
MarTh 3HAYHO TIPHIMKA MPOTHO3, HIXK JITU BIKOM Bia 1 poky 1 crapiie. B
OCHOBI (JEHOMEHY BIK-3aJIe)KHOTO MPOTHO3Y, MMOBIPHO, JIe’)KaTh BTOPUHHI
T€HETUYHI 3MiHHM, CTYMiHb AU(PEPEHIIMOBAHOCTI KIITHH, IO 3a3Hau
MaJjirHizamii, 0coONMMBOCTI (apMaKOKIHETUKH Yy KOHKPETHOr'O IMaIli€HTa
a00 Mo€IHaHHSA UX (PAKTOPIB.

Takum uymHOM, Il JaHi CBIAYaTh MPO TE, IO OHKOTEHHI MOll
(iHiiaLisi KaHIEPOreHe3y), MOB’sI3aHl 3 XPOMOCOMHUMHM Tepedy10BaMH,
HEJAOCTaTHI camMi 1O €001 g PO3BUTKY JIeWKeMii, 1 TOBUHHI
KOOIEpYyBaTUCA 3 JOJATKOBUMHU MYTAIlisIMH, K1 YIIKOJKYIOTh MEXaHI3MU
npostidepaliii 1 BUXKMBAHHS KJIITUH 1 BUKIIMKAIOTh JIEUKO3.

OmuiHKa BIAMOBIAI HA TEpaIil0 MAa€ BJIACHE MPOTHOCTUYHE 3HAYCHHS,
OCKUIBKHA BIANOBIIb Ha MPOBAKYBaHY XIMIOTEpPAMI0 BU3HAYAETHCS
OaratbMma (hakTOpaMH, BKIIIOYAIOYU (PAPMOKOTEHETHUYHY PI3HOMAaHITHICTb
XBOPHUX Ta T€HETHYHI 3MiHM JIM(OOIACTHUX JIEMKO3HUX KJIITUH. Metoau
OIIIHKKM MIHIMAJIbHOI 3aJHMIIKOBOI XBOpPOOM B KICTKOBOMY MO3KY
(muToIIOOpUMETPUYHE BUSIBJICHHS JISUKO3HHUX KIITUH 3 II€BHUM
iMmyHoeHoTHIIOM; IuToreHeTnunuii, FISH 1 IIJIP aHami3 kioHaIbHUX
XPOMOCOMHHUX a00 TeHHUX IepeOyJIoB) XapaKTepHU3YIOThbCS 3HAYHO
OUIBILIOI0 CMEUU(IYHICTIO Ta YYTIUBICTIO MOPIBHAHO 3 MOP(OJIOTIUHUM
aHaji3oM OjacTHUX KmMTHH. [larieHTH, 110 MOCATIANM IMYHOJOT14HOi abo
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MoJsiekyssipHoi pemicii Ha piBHI <0,01 % saepHHX KIITHH KICTKOBOTO
MO3KY B KiHIII IHIYKIIIHHOI Teparii, MaloTh OUIbII COPUSATIUBUN ITPOTHO3.
[TamienTr 3 03HaKaMu MOP(OJOTIYHOI pemicii B KICTKOBOMY MO3KY IIO
3aKIHYCHH1 NIECTUTHXKHEBOI Teparii, ajge 3 MIHIMAJIbHOIO 3aJIUIIKOBOIO
XBOpPOOOIO, 110 BHU3HAYAETHCA IMYHOJIOTIYHUMU a00 TEHETUYHUMU
MerofamMu Ha piBHI 1 % abo OunblIe, MalOTh BUCOKUN PU3UK PELUAMBY 1
MOXYTh PO3TJANATUCS SK KaHIWUJIATA Ha aJOreHHY TpaHCIUIaHTAIlIIo
KICTKOBOTO MO3KY. ¥ TeNepiliHii yac 1Jis BU3HAUYCHHS PiBHS MiHIMaJIbHO1
3QJIMIIIKOBOI XBOPOOM Mailke Yy BCiX KJIIHIKaX BUKOPHUCTOBYETHCS SIK
nporoyHa nuromerpis, Tak 1 FISH a6o I1JIP, a orpuMani KiibKicHI JaH1
BUKOPUCTOBYIOTh IS PO3MOJLIY TMAaIlEHTIB 3a TpyHaMHd pPU3HKY.
[aTencudikamis Tepamii y Mami€HTIB 3 BUCOKUM pPIBHEM MIHIMAJIbHOI
3QIMIIKOBOI XBOPOOM 3HAYHO MIJIBUIILYE WMOBIPHICTh CHPHUSATIUBOIO
pe3yibTaTy.

T'ocmpuii mienoonacmuun neuxosz (I'MJI). T'emornoe3 — cKiIagHHI
nporec Tmposidepaiiii  CTOBOypOBHX Ta KOMITOBAHMX KPOBOTBOPHHUX
KIITUH Ta iX JaudepeHifitoBaHHd y (OpMEHI €JIeMEHTH KpOBI, SKUH
PETYIIOETHCS EKCIIPECIEI0 TeHIB — (PaKTOPIB TPAHCKPHUIIIIIT, K1 aKTUBYIOTh
a00 1HTIOYIOTH IIeM mpolec Ha pi3HUX cTtagisax. [lopymeHHs perymsii
eKkcrpecii MX reHiB 1 QYHKIIOHAIBHUN JIucOaliaHC, 110 PO3BUBAETHCS B
pe3yabTaTl HbOrO, BIANOBIOAIBHI 3a 3JO0SKICHY TpaHCcopMallilo LHUX
FEMOIMOETUYHUX KJITUH. ['€HEeTWYHI aHOMaili, 10 BUSBIISIIOTHCS B
JEMKO3HUX KIITUHAX, JO03BOJSIOTh 1JeHTH(IKYBaTH O€3/114 TeHIB, SKi
MalOTh BUpIIIAJbHE 3HAYCHHS B JieMiKoMoreHe3l. B panuii yac € Bce
Ounbiie gokaziB Toro, mo I'MJI € pe3ynbTaToM HE OJHIET F€HETHYHOI
abepaiii.

Jns BcranoBieHHs giarHo3y ['MJI 3a3Buuail  BUKOPUCTOBYIOTH
KOMILUIEKC ~ MOPQOJIOTIYHUX, [MUTOXIMIYHHMX, IMYHO(DEHOTUNOBUX 1
uToreHeTMUHUX Aanux. OmHak, skio B miarHoctuill ['JIJI mpoBigHa pois
y BHU3HAUCHHI BapiaHTa JIEUKO3Yy HAJIECKUTh IMYHO(PEHOTUITYBaHHIO, TO B
niarHoctuill I'MJI — mopdosioriyHOMy 1 TUTOXIMIYHOMY JAOCIIIIKEHHSIM.

It TOCTpOro  MPOMIETOIUTAPHOTO  JIEMKO3y  XapakTepHa
tpancnokarisa t(15;17)(q22;q12-21), sika 3ycTpidaeTbesl i3 4acTOTOK 8-
10 % cepen ycix BumankiB I'MJI. Ile pemumnpokHa TpaHCIOKalis 3a
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yJacTio reHa PML, nokamaizoBaHoro B AUISHIN 22 XpoMocoMHu 15, 1 reHa
RARa, posrtamoBaHoro B auisHIl 21 xpomocomu 17. BBejeHHs B
MPOTOKOJIM XiMiOoTepamii boro BapiaHTy Jjelko3y mnpenapary ATRA (all
transretinoic acid) 3Ha4YHO MOKpAUIWIO NPOTHO3 SIK y MITeH, Tak 1 y
nopociux. [loka3HHK JOBrOCTPOKOBOTO O€3pElUIMBHOTO BHMIXKMBAHHS Y
IiTed 3 TOCTPUM MPOMIEJIONUTAPHUM JIEUKO30M Y TIOEAHAHHI 3
t(15;17)(922;912-21) nocsarae 90 % i Bume. Benuke 3nadenns mae FISH
a00 MOJEKYJAPHO-TEHETUYHA JETEKIIsl MNPOAYKTY TPAHCKPUIIli TeHa
PML/RARo. niisi MOHITOPUHTY €(EKTHUBHOCTI MPOBAXKYBaHO1 Tepamii 1
MICJIA 3aKIHYEHHS KypCy XIMIOTEparii 3 BEJIMKOI WMOBIPHICTIO CBIAYUTH
PO MOKJIMBICTh HIBUJIKOTO PELIUIUBY.

Tpancnokamiss  t(8;21)(q22;q22) 1 BIANOBIAHUKA XUMEPHUU TE€H
AML1/ETO BusBnstotecs B 12-15 % Bunaakie I'MJI. 'en AML1 konye
oitok CBFa2 — xomnonenT rerepoaumepy CBF, sikuit Bigirpae Kito4oBy
pOJIb y PEryJIsiii TPaHCKPUMIli KUIBKOX I'eHIB. Y TBOPEHHS 3JUTOrO T'eHa
AML1/ETO npu3BOAUTH JO PO3PHUBY MiX CYOOJUHUIIMH I[HOTO
TPAHCKPUIILIIITHOTO YMNHHUKA 1, SIK HACIIJIOK, HOPYLIEHHS €KCOpeCii HU3KU
reHiB. BBeJEeHHS B NpPakTUKy IHTEHCHUBHOI XIMioTepamii BUCOKHX 03
1uTapaldiHy 3HAYHO MOKpAIy€e MPOTHO3 IS AITeH Ta TOPOCITUX MAIi€HTIB
13 UM I1uToreHeTMuHUM BapiantoM ['MIJL. ID’stupiuna OGe3peruauBHa
cTamis xBopoou y miter 13 I'MJI y moemnanni 3 1(8;21)(q22;q22)
nepesuirye 80 %. 3a neakuMu JaHUMU, Ipu bomy BapianTi ['MJI BTpata
CTaTE€BOI XPOMOCOMHU B KapiOTHUIIl JIEUKO3HUX KJIITHH Ha TJl Teparii, 110
MPOBOJUTHCS, aCOIIMOBaHA 3 OCOOJIMBO CHPUSTIUBUM MTPOTHO30M.

Taki XPOMOCOMHI abepailii, SIK inv16(pl3;q22) abo
t(16;16)(p13;922), 3ycTpivatotbcsa B 6-8 % Bunankis ['MJI 1 npu3BoasITh
1o 31uTTs reHa CBEp, nokanizoBaHoro B AUIsHIIL 22 xpomocomu 16, Ta
resa MYH11l, posramoBanoro B augHIi  pl3  xpomocomu  16.
Monekynapauii  gedext, 1o 3 ’SIBISETbCS B pe3yJbTaTl YTBOPEHHS
XUMEpPHOI0 T€Ha, AaHaJOTiYHUH TOMYy, IO CIOCTEpIraeTbCs MPU
t(8;21)(q22;922), ocKibKM 3ayinae TOM caMUil TPAaHCKPUMIIIAHUI (HaKTOp
CBF. Ilpote, mi 1muroreHetnuHi Bapiantd ['MJI Biapi3HSIOTBCS 3a
KJIIHIYHOIO KapTUHOI Ta OI0JOT1YHUMHM BJIACTUBOCTSAMH JICMKO3HUX
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KJIITHH, XapakKTepoM BIJAMOBIAI Ha Tepamilo 1 TOKAa3HHUKOM pPaHHBLOI
cMmeptHOCcTi. PiBeHb paHHBOi cMepTHOcTi npu ['MJI mpu HasiBHOCTI
inv16(pl13;922) ado t(16;16)(p13;922) i aeiiko3nux KiaiTHH gocsrae 10 %.
BukopuctanHsi MpOTOKOJIB XiMiOTEparii 3 BUCOKUMHU J103aMU LIUTapadiHy
npu IbOMY LHUTOreHeTHYHOMY Bapianti ['MJI no3Bonmiio 30UIBIINTH
I’ ITUPIYHY O€3pelUIMBHY BUKUBAHICTD 10 76 %. [IpucyTHICTh TIPOIYKTY
TpaHckpuilii 3nutoro reHa CBF/MYHI1 nicas 3akiHYCHHS 1HAYKINI Ta
KOHCOJI1/Ia1lii 1OB’si3aHa 3 BUCOKUM PU3UKOM PELUIUBY.

XpoMocoMHiI  mepeOyaoBH 13 3ajdydeHHsAM  JauitHka 11923
criocrepirarotbess B 15 % Bumaakis I'MJI. Binbmiicte mux aHomamiii €
pPE3YJbTAaTOM PELMIIPOKHOI TPAHCIOKAI[li XPOMOCOM 3 TOYKaMU PO3PUBY B
redi MLL, noxamizoBanoro B autsHii 23 xpomocomu 11, 1 omHuM 3
50 reniB-naptHepiB. [lpubnaM3HO TOJNIOBMHA 1HMX BHUMOAAKIB  Mae
tpaHnciokaito t(9;11)(p21-22;923). OcranHl JOCIIIKEHHS ITOKa3alH, 10
mita 3 I'MJL 1 3 t(9;11)(p21-22;923) mMaroTh 3Ha4YHO OUIBII COPUSTIUBUI
nporHo3, Hixk aitu 3 ['MJI Ta iHIIUMH XPOMOCOMHUMHM TepeOy0BaMu 13
3aIy4yeHHsIM JOUITHKH 23 xpomocomu 11. IT’stupiuna Oe3penuauBHA
BIDKMBAHICTh y MEpIIid Trpymi aited cknana 65 %, a y JIpyrid — jauiie
24 %. ImoBipHO, 110 MONIOHI pe3yIbTaTH JOCSATHYTI 3aBISKU BBEICHHIO
BHUCOKHX 103 LIETIO3UTy Ta KJIaJIpuOIHYy.

[{utoreHeTuyHe AOCHIDKEHHS KIITHH KICTKOBOTO MO3KY TpHU
rocTpoMy MerakapioosactaHomy Jieiikosi (FAB M7) wacto BusiBiisie 6e3mid
XPOMOCOMHHUX aHOMajli. Y JeSKUX BUMNAJKax BUSBISETHbCSA crenudiyHa
tpancnokaiis — t(1;22)(p13;q13), mo npu3BOAUTH 10 YTBOPEHHS 3JIUTOTO
rerka RBM15/MKL1. Bussnennss Ttpanciokarii t(1;22)(p13;q13) wmae
0coOJIUBE MI1arHOCTUYHE 3HAYEHHS, OCKUIBKM JlarHocThKa M7 BapiaHTa
I['MJI ckpytHa. ['ocTpuii MerakapioOJacTHUM JEHKO3 XapaKTepHUN Malxke
BUKJIIOYHO [IJII PAHHBOTO JUTSYOTO BIKY 1 PIIKO BUSIBISETHCA y JITEH
cTapiie Tpbox pokiB. [likaBo, 110 1€l BapiaHT JIEMKO3y CTAHOBUTH MaiiKe
50 % Bcix BHMaJKIB, IO 3YCTPIYAIOTHCS y AiTeH 13 cuHapomom JlayHa.
[TamienTiB 13 cu"ApoMoM JlayHa Ta 3 TOCTPUM MErakapioOJaCTHUM
Jeiiko3oM 00’ enHye HasBHICTH MyTallii reHa GATAL. [Iporuos npu mpomy
BapiaHTi I'MJI HECTIPUSI TIIMBUM i Nali€HTH noTpeOyIoTh
reTepOoTPaHCIIaHTallll KICTKOBOTO MO3KY.
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Takum ymHOM, B JaHWW Yac MOXKHA 3 BIIEBHEHICTIO CTBEPJIXKYBaTH,
[0 [MUTOTCHETUYHI JOCHIIPKEHHSI B OHKOIE€MAaToJoTii  BIIITPalOTh
BU3HAYAIBHY POJIb JJI PO3POOKH TAKTHKHU JIIKyBAaHHS Ta MPOTHO3yBaHHS
XBOPUX 3 TaKUMHU 3aXBOPIOBAHHSIMM, SIK TOCTpUM JTiMPoOIaCTHUN 1
rocTpuil MienoOnacTHUM Jieiiko3u. Ha 3akiHueHHS HEOOXITHO TaKOXK
BIJI3BHAYUTH, IO TMEPCINEKTUBU PO3BUTKY OHKOIe€MAaToJIOrli 3 TO3HIIii
MOJIIMIICHHS! HaJaHHS JOMOMOTH XBOPUM O€3MocepeHbO IOB’sA3aHl 3
PO3pOOKaMU B rajy3i MOJICKYJISIPHOT OHKOIIUTOTC€HETHKH.

Humannsa ona KOHmponio

1. ki XpOMOCOMH1 aHOMAaJ1ii BUHUKAIOTh MPU HEOTIa315X?

2. YoMy XpOoMOCOMHA HECTaO1JIbHICTh CIPHUSAE XIMIOPE3UCTECHTHOCTI
MTyXJIMH?

3. SIki OCHOBHI pucH Bapiaiii XpOMOCOMHOTO Ha0opa Mpu PI3HHUX
MyXJIUHAX?

4. dxi xpomocomHl aleparii € cHnenudiYHUMHU TIPU  [EBHUX
3JI0AKICHUX YTBOPEHHSX ?

5. HaBeniTh XapakTEepUCTUKY KIITUHHHUX KJIOHIB, acOIIMOBaHUX 3
COPUSATIMBUAM / HECHPUSATIMBUM BUXOJOM TOCTpOro simM¢poOIacTHOTO
JIEMKO3Y.

6. HaBeniTh XapakTEpUCTUKY KIITUHHUX KJIOHIB MPH MIHIMAaJIbHOI
3JIMIIIKOBOI XBOPOOU TMPU rocTpomy J1iM(OOIACTHOMY JIEUKO31.

7. HaBenith XapaKTepUCTUKY KIITHHHUX KJIOHIB MPU TOCTPOMY
M1€J100JIaCTHOMY JIEHKO3I.

3pa3Ku 3a60and 0711 NPAKMUYHUX 3AHAMb 3 memu 6

1. Posmmdpyiite 3anuc:

46,XY,1(9;22)(q34;9ID[2]/47,XY ,+12,1(9;22)(q34;91D[16]
2. Posmudpyiite 3anuc:
46,XX,1(2;3)(p24;p23)[10]/47,XXX,dup(5)(q22)[7]

149, XX,+8,+8,+8[4]/46,XX[10].
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