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BCTVYII

Y mii poOGOTI HPOBOJUTHCSA OIlIHKA I1HIWBIAYyaJbHOI MIHJIMBOCTI PO3MIPHUX
napaMeTpiB xpomocoM 1, 2, 3 ta X y KIHOK 3 HOpMaJIbHUM KapioTurnom (46,XX) 1 npu
mo3aiiuaMi 45,X/46,XX, mo6 Ai3HATHCS, HACKUIBKU BapilO€ BUMIPSHUN LIEHTPOMEPHHIA
1HJIEKC 1HIMBIAYaJIbHO JJII KOXKHOT 0COOM 1 3arajoM B JOCIIKyBaHiil BUOIpIIi, 3 METOIO
BCTAHOBUTH, M ICHY€ MK HUMH BiMiHHICTb. BCe 1€ BaXXJIMBO 3HATH JJIS MOAATBIINAX
JOCITIJIKEHb Yy Tady3l MUTOTCHETUKH JIOAWMHH, MO0 aKTyali3yBaTH [JIs TAHOTO Yacy
napamMeTpu IeHETUYHO 3J0pPOBUX JIIBUATOK Ta XBOPUX Ha MO3aiyHy (HOpMY CHUHAPOMY
[llepemeBcbkoro-TepHepa, MmO B MOJAIBIIOMY MOXE OyTH BHKOPUCTAHO JUIS
MIATBEP/PKCHHSIT YW CIPOCTYBAHHS HAsABHOCTI XPOMOCOMHHX aOepaliii 3aBIsSKu
BUMIPIOBAHHIO IICHTPOMEPHOTO 1HJIEKCY.

TeopeTnyHa Ta IpaKTUYHA 3HAYYIIICTh OTPUMAHUX PE3YNIHTATIB MOJSATAE B TOMY,
10 OTPUMaHa OLIBIN JIeTajbHA XapaKTePUCTUKA 3a3HAYCHUX XPOMOCOM Y HOpPMI Ta MpHU
Mo3ailu3Mi. 3a JOMOMOIrOI0 3aCTOCOBAHOIO MIAXOAY MOXHA BH3HAUYUTH XPOMOCOMY
cepen IHIMX Ta i1 roMmosiora.

Ornsan nitepaTypy BKIFOYA€ OOTOBOPEHHSI XapaKTEPUCTUKHU KaplOTHITY JIFOIAMHH,
JOKJaJHUM OMMC TMIAXOJIB, SIKI BUKOPUCTOBYIOTH [IJIi BHUMIPIOBaHHS IapaMeTpiB
XpOMOCOM, a TakoX 1H(pOpMAIil0 MOJ0 3B'A3KYy XPOMOCOMHHUX abepamiii 3
BUMIPIOBAJIBHUM 1HIEKCOM.

MeTtoro poOOTH € XapaKTEpUCTHKA PO3MIPHUX MapaMeTpiB XxpomocoM 1, 2, 3 ta X
y JKIHOK 3 HOPMaJIbHUM KaploTUrnoM 1 mpu wmo3ainmsmi 45,X/46,XX Ta oiiHKa
BapiabeIbHOCTI LIEHTPOMEPHOTO 1HACKCY ISl ITUX XPOMOCOM.

3amaui:

1. OmanyBaTH TEXHIKY BHUTOTOBJICHHSI TpemapaTiB MeTa(azHUX XPOMOCOM
JIFOTUHHU.
2. 3i6patu BuOiIpKy doTorpadiit MetadhazHUX XPOMOCOM T€HETUYHO 3I0POBUX

JKIHOK Ta 3 Mo3aiuHoro opmoro curapomy lllepemeBcrkoro-TepHepa.
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3. IlpoanamizyBatu meTadasHi MIACTUHKY Ta Bi3yaIbHO BUSHAYUTH HA KOXKHIN
xpomocomu 1, 2, 3 ta X.

4. 3niACHUTHA BUMIpH JIOBXKUH XpomocoM 1, 2, 3 ta X Tta ix muiedeid Ha poTo
MeTadazHUX IIACTHHOK. Po3paxyBaTH LIEeHTPOMEPHHI! 1HIEKC.

5. IlpoananizyBaTu MIHJIMBICTh LIEHTPOMEPHOTO I1HJAEKCY JMJid 3a3HAYCHHX
XpOMOCOM METOJaMH BaplallifHOi CTaTUCTHKHU.

Pobota Oyna BukoHaHa Ha 6a3i jJaboparopii MmenuyHoi reHeTHuku Y «IHCTUTYT
OXOPOHM 3JIOpPOB'S MITEH Ta MiMTKIB» Ta Ha 0a3l Kadeapu TEHETUKH 1 IUTOJIOTil
oiomoriuyHoro ¢akynsTety XHY imeni B.H. Kapa3ina.

ABTOp BIsYHa 3aB. jabopatopli MeauyHoi reHetuku Y «lHCTUTYT OXOpoHU
3M0pOB's JiTe Ta miamiTKiBy barampkiit Hartamii BacuiiBHi 3a HamaHy MOXJIHMBICTB
OMAaHyBAaTH METOJIMKH 1 HAOpaTh marepian Juisl IPAKTUYHOI YacTUHU poOOTHM Ha 0asi

nabopaTtoplii.



Po3ain 1. OIJISIJL I AHAJII3 HAYKOBOI JIITEPATYPU
1.1. XapaxkrepucTHKA KapioTUITY JIOJMHU Y HOPMI
1.1.1. IcTopis Ta BU3HAYEHHS KapiOTUITY

Kapiotun — me cykymHiCTh MOP(OJOTIYHHUX O3HAK IMOBHOTO XPOMOCOMHOTO
Ha0opy, M0 MPEACTaBICHUM Yy KJIITHHAX JOAuHM. [Ipu aHamizi KapioTUIy TOJOBHUM
YMHOM 3BEPTAIOTh yBary Ha 3arajbHy KUIBKICTH XpOMOCOM, iX po3Mip Ta (popmy, mpu
FOMY JI0 HaWOUIbII BaXJIMBUX YMOB BITHOCSITHCSI YHCIIOBA Ta CTPYKTYpHA CTaOIIBHICTh
XpOMOCOM, y mporeci ¢opMyBaHHS (PEHOTHUIIYHO HOPMAJIBHOTO OpraHi3My 3
1HAMBITyJIbHUM PO3BUTKOM [2].

VY 1956 p. mBeaceki BueHi — JIk. Tio 1 A. JleBan Ta anrmiiceki BueHi — Y. @opx i
JIx. XamMepTOH BUSBWIH, IO SIAPO KOKHOI COMATUYHOI KIIITUHU OpPraHi3My T€HETHYHO
3I0pOBO1 JIIOAUMHU MICTUTh B cobi 46 xpomocom [2;37]. Hx. Tio Ta A. JleBan
YIOCKOHAJIUIIM METOAMKY OTPUMaHHS IIpernapaTiB XpOMOCOM, CKOPOTHUBILHU 4ac 0OpOOKH
TINOTOHIYHUM PO3YHMHOM 1 BBIBIIM KOJXILMH JJIs1 pyHHYBaHHS HUTOK BEPETEHA MOALTY.
3aBasku gochipkeHHro 261 meradasHoi TMIACTUHKUA, BOHM 1 JMi3HAJHUCS KUIBKICTh
XpoMocoM y Kapioturi jroauau. Y. @opa ta Ix. XaMepToH, Tak caMo He rasiid Jacy, i
3a JIOMOMOTOI0 MpenapariB OTPUMAHUX 3 TECTUKYJ 3-X YOJIOBIKIB TMOXHUJIOTO BIKY,
BCTAHOBUJIH, 1110 AUIUIOIHE YUCIO XPOMOCOM JIFOJMHU JOPIBHIOE 46 [2].

3a paxyHOK I[MX [JOCHIJIB, po3MoYajacss HOBa €pa PO3BUTKY KIIHIYHOI
IIUTOTEHETHKH, SKa B CBOIO Uepry, MPOBOJAWIIA XPOMOCOMHHM aHalli3 3a JIOTIOMOTOIO
METOJy KaplOTUIyBaHHS, Xoya JIMIIE Yepe3 TpU pOKU OyJi0 OMHCAHO TMEepIIUl
aHOMAaJIbHUM KaplOTUN JIIOJMHUA. MeToJ KaplOoTUITyBaHHS 0a3y€eThCs HA MOP(OJIOTTUHUX
XapaKTepUCTHKAX XPOMOCOM, a cCaMe Ha JJaHUX PO PO3MIp XPOMOCOMH Ta PO3TALITyBaHHS
neHTpoMepu [2;25]. BiH BUKOPUCTOBYETHCS TTPU BUSABJICHHI XPOMOCOMHHUX aHOMATIH, SIK
KUIBKICHOTO TaK 1 SIKICHOTO XapakTepy, aHaimizyroun MeradasHi abo npometadaszHi
mpenapatd XpoMOCOM, 3pOOMBIIU TPABWIBHHUM 3alUC Ta CUMBOJI3AIliI0. AHAII3yBaTH
npenapaTd XpoMocOoM MOTPIOHO Ha cTaaii Metadasu abo npometadasu, Tak K

XpPOMOCOMH J1I0Op€ TOMITHI, JOCTaTHHO MOTOBILEHI, KOPOTIIlI 3a PO3MIPOM, BLIBHO



pO3TalioBaHi OJIHA BiJ OJHOI Ta 3HAXOMATHCS B OAHIN IUIOMMHHI. 3aBISKU UM
dhaxkTopaMm, XpOMOCOMHU MOAUISIIOTh HA TPYNH Y MOPSAIKY BlJ HAMOUIBIIOI 10 HAWMEHIIIO1
3a JJOBKHHOIO, a2 Y ayTOCOMHHX Tap XpOMOCOM III€ 1 32 HyMEpalli€lo, Ta MO3HAYaI0ThCs
BEJIMKHUMH JIiTepaMu aHTIiichkoro andasity Big A mo G [2;17].

Kapiotun reHeTMdHO 370pOBOi JIOJUHM CKIaJaeThes 3 46 XpoMocoM, 3 HUX 44
XpoMocoMH abo 22 Tmapu, BITHOCATBCS JO ayTOCOMHHX XPOMOCOM (HECTaTeBHX
XpoMOcoM), 1 omHa mapa crareBux xpomocoMm (X Ta Y). CraTeBi XpOMOCOMH
PO3PI3HSAIOTECA Y YOJIOBIKIB Ta KIHOK. Y HOpPMI JKIHKa Ma€ JiBi X-XpPOMOCOMH, IO
NO3HavyaroThes It cTaTi XX, a 4oJIOBIK OJHY X, Ta OAHY Y XPOMOCOMH, 1 TO3HAYAIOTh
sk ctaTh XY [2;36]. KoxkHa xpoMocoma mOBUHHA MaTH TOMOJIOTa, TOOTO iif o101y napy,
ajyie y BUNAAKy 4OJOBIKIB X Ta Y HE HECYTh OJIHAKOBI T'€HH, JIUIIEC HEBEJIUKY NUITHKY
MOAIOHOCTI, 1 HE BBAXKAIOTHCS LIKOBUTO FOMOJIOTIYHUMH, 00 Y-XpomMocoMma Habarato
KOpOTIIIa 1 MICTUTh HAabarato MeEHIIE IeHIB, YOTO HE CKa)Kell MpO KIHOK, Y SKUX X-
XPOMOCOMHM JIMCHO YTBOPIOIOTH ToMoJIOTTYHY mnapy [41]. Sk crareBi, Tak 1 ayTOCOMHI
napy XpoMocoM, JIIOJIMHA yCIaJAKOBY€E Bijl OaThKIB, a caMe OJIHY TOJIOBUHY Bij OaTbKa,
1HITy Big Matepi. [lameTn (cmepMaro30inu Ta SHIEKIITUHNA) CKIIAal0ThCs 3 TaIjIoiIHOTO
Ha0Opy XpOMOCOM, TOOTO MICTATh B c001 23 xpoMocomu. B HOpMI sfIIeKITITUHA BKITIOYAE
B ce0e smire X-XpoMocoMy, TOA1 SIK YaCTHHA CIIEpMaTO301/1iB € HOCiEM X-XpOMOCOMH, a
iHIma — Y-xpoMocoMu [2]. 3 1bOro MOXHa 3pOOUTH BUCHOBOK, IO YOJIOBIUI CTATEBI
KJIITUHU BU3HAYa€ CTaThb MalOyTHbOI AUTHUHU. ToOTO, Mia 9ac 3MUTTS SHUEKITITHHU 31
CIIEpPMAaTO30i/I0M, KUl Hece B €001 X-XpOMOCOMY, HApOJIUTHCA MIBUMHKA, a SKIIO
crepmaro3o0iz 0yJie MICTUTH B ¢001 Y -XpoMocoMy, Oyzie XJIOMYUK.

1.1.2. Mertoau 3abapBiIeHHS XpOMOCOM

AHami3yBaTH KaplOTHIT JIFOJAWHHA HAMKpaIe Mmicis CelialbHOro 3a0apBICHHS, SKE
OPOBOJATH MiJ Yac MNOAUTYy KIITHUH, KOJM XPOMOCOMHM MAaKCUMaJbHO IIUJIBHO
cuipaiizoBaHi [2]. Bzaram, BHIUISIOTH JBa OCHOBHUX METOAM 3a0apBiICHHS, 3a
JOTIOMOTOI0  IKMX MOXHa 1A€eHTU(IKYBaTH XPOMOCOMHU: TOMOT€HHE (PYyTHHHE) Ta

mugepenuiiine. ['omoreHHe 3a0apBieHHS BBaXKA€ThCS CTAHAAPTHUM TOMY, IO BOHO



3a0apBIIIOE€ XPOMOCOMY ITUTKOM OJHOPITHO 3aBIsku OapBHHKY PomanoBCchKOTO-I'IM3a.
3aBAsSKU TaKOMY 3a0apBJICHHIO, MOKHA JI3HATUCA JIUIIE KUIBKICTh XPOMOCOM, BUSIBUTH
po3TallyBaHHs LIGHTPOMEPH, BUMIPATU NapaMEeTPU KOKHOTO TjIeda Ta BCi€ET XpOMOCOMH
3arajioMm, BiIHECTH KOXKHY JIO CBO€T TPYIH, Ta MIATBEPAUTH YU CIIPOCTYBATH MPUCYTHICTH
YUCEJNbHUX 1 JEAKUX JIETKO PO3Mi3HABAIBHUX CTPYKTYpHUX abepamiid. Haxanb, 3a
JIOTIOMOTOI0 TOMOTEHHOTO 3a0apBJCHHS UITKO BH3HAYUTH TOMOJIOTA O KOXKHOI
XpOMOCOMH HEMOXJIMBO, 32 BHHATKOM 4OTHpHOX map aytocom (1, 2, 3 ta 16) 1 ogniel
CTaTeBOi Y-XpOMOCOMH, TOMY Yy TaKUX BHUMAJKaX BUKOPUCTOBYIOTh IHU(EpeHIliiiHe
3a0apBieHHs [38]. Ilounnaroun 3 1968 poky 1 mo 1970 pik, BUeH1 MpantoBaId HaJ
pO3poOKOI0 MeToay AU(DEpPeHIIHHOTO 3a0apBICHHS XPOMOCOM, 3a JIOIIOMOIOIO SIKOTO
MOKHA 17IeHTU(IKYBaTH BC1 XPOMOCOMH JIFOJIMHU Ta JETAIBHO MPOaHATI3yBaTH KOXKHY
[34]. B meauuHiid TeHETHIl WOr0 BUKOPUCTOBYIOThH [IJIi BCTAHOBJIEHHS KOHKPETHOIO
3aXBOPEHHS JIIOJAWHU Y BHUIIaJKaX, KOJIM TPU aHaIi3l XPOMOCOMHOIrO IMpernapary 3
TOMOIE€HHUM 3a0apBJICHHSAM BUSBWIM aOepauito. Takoxk, Led MeTon 3a0apBiCHHS
mpenapariB 1€ Ha3UBaIOTh OCHIIIHTOM, Yepe3 iX MOMepeuHy CMyTacTicTh (O€HIn), sKa
IHIMBIAyaJIbHA JIJIS1 KOXKHOT XPOMOCOMH. Y TOMOJIOTTYHHX XpPOMOCOM, OCH/IH € 1JICHTUIHO
3a0apBJIECHUMH, OKPIM BUMAKIB 3 MOTIMOP(GHUMH pailoHaMH, B IKMX 30CEPEKEH1 P13HI
BaplaHTH OJTHOTO 1 TOTO X reHa. AJeabHUN mojaiMopdizM OyB BUSBICHHH y 0aratbox
BU/IIB POCJIMH, TBAPUH Ta HABITh B OJHOMY BUMAJKY Y JIFOJAUHH, 1 € HOPMAJILHOIO 03HAKOIO,
sKa BBAXKAETHCSI KPOKOM JI0 BHUJOYTBOPEHHS, TOMY HE BHUKJIMKA€ TIarHOCTHYHOTO
3Ha4YeHHs [2;22].

Icnye 6 meToniB nudepenuiitHoro 3adapBieHHs, siki Briepiie BBiB T. Kacniepccon y
1969 porii, 1110 TO3BOJISIOTH BUAUIATH CBITII Ta TEMHI CMYTH IO JJOBXHUHI XpoMocomu: Q-
, G-, C-, R-, T- 1 Ag- [2;26;37]. 1llo6 mpoBecTH 1i METOaU, MOTPIOHO BUKOPHUCTATH
creniaibHi OapBHUKH, SIKI MOMEPEAHBO TEPMIYHO 00poOMIIM a00 BUKOHATH OOpOOKY 3a
JIOTIOMOT'OI0 PO3YHHIB MPOTEOTITUIHUX (PEPMEHTIB (TPUTICUH, TTETICHH TOI0) a00 CcoJei

(2xSSC) [2].



e Meron audepeHiiitHoro 3abapBiaeHHS XPOMOCOM, SIKMM OYB Po3poOJIeHUi
icTopuuHo TepmmM, Mae Ha3By Q-MeTon. Moro 3acTocoBYIOTH 3 BHKOPHCTaHHIM
dbayopecuieHTHOrO  OapBHUKa  KBIHaKpuHY. JIOCHDKYIOUM  XPOMOCOMH  Mij
JIOMIHECHIEHTHUM MIKPOCKOIIOM, MOXKHa CIIOCTEpIraTd JiHIMHY HEOJHOPIIHICTH
dyopecteHIlii 3a JOBXUHOI, TOOTO Tak 3BaHI Q-cerMeHTH. OCHOBHUM 3aBIaHHSIM
METOJly € IIBUIKE BU3HAYEHHS Y-XPOMOCOMH, Y TOMY YHUCJI 1 MyTaIliil MOB'sI3aHUX 3
HEl0. Y HOpMIi JIIOIMHA, SIKa € HOCIEM Y-XpOMOCOMH, Ma€ Ha AMCTAIbHOMY KiHIII
JOBroro rieya () TeHeTUYHO HEaKTUBHY JUISHKY 3 MOCHJICHOIO (PIIyOpecCIeHIII€ro,
PO3MIpH SIKOi MOXKYTh OyTH pi3HUMH [2].

e HaitnomupeHimmm MeToa0M BBaxaeThcsi (G-3a0apBleHHs, X04a BiH Hajae
TaKy caMy CMYTacTiCThb, 110 1 Q-MeToa. CrioyaTKy mnpernapaTt 00po0IisitoTh hepMEeHTOM
(Haituacriiie, TPUIICUHOM), SIKMM 37aTHUM 3pYHHYBAaTU TMENTUIHI 3B’SI3KH, a MOTIM
($apOyroTh 3HallOMUM HaM Bxke OapBHMKOM PoMaHOBCHKOro-1"1M3a, SIKMil B CBOIO Uepry
HaJa€ Takuil camuil eexT, sk 1 KBiHakpuH. Metos Q-3a0apBiIeHHS HE 3aBXIU MOXKHA
3aCTOCYBaTH, 00 JJIs1 TOCIIKEHHS XpOMOCOM MOTPI10EH JIFOMIHECIIEHTHUI MIKPOCKOTI,
4oro He ckaxenr npo G-MeToj, B IKOMy BUKOPUCTOBYIOTh CBITIOBHM Mikpockot. 11]e
onHiero npeBaroto (G-3a0apBieHHS € OiIbllIa YyTIWBICTh, TAKUM YMHOM 3aiMarO4u
Micie Q-3abapBlieHHS B IUTOTCHETUYHOMY aHalli3i, Ta OTPUMYIOUH HA3BY «30JIOTOTO
CTaHAApTy». 3a JOMOMOTOI METOJy BHUABISIIOTH aleparlii Ta HEmpaBUIIbHY

CErMEHTOBAHICTh XpOMoOcoM [2;37].
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Puc. 1.1. Memagaszna nracmunka cenemuuno 300po8oi xcinku 3abapenera G-
Memooom

e VYV 1970 poui, M. Ilapapto ta JIx. I'amn geransHo gocmiawiu meton C-
3a0apBiieHHs 3 JoAaBaHHSIM OapBHUKAa PoMaHOBChKOTO-I'1M3a, BU3HAUMBILIM, IO Y
BCIX XpOMOCOM (papOy€eThCsl HEHTPOMEPHUI paiioH, 1y nedakux (1, 9, 16, kopoTki miedi
aKpPOLIEHTPUYHUX XPOMOCOM, Ta JOBI1 IUIeYl Y-XPOMOCOMH) — T€TEPOXPOMAaTHH
BTOPMHHHX TEPULIEHTPOMEPHUX NEPETIKOK [2;37]. MeToa BUKOPHUCTOBYIOTH IS
11eHTU(IKYBaHHS XpOMOCOM 3 TPEUEHTPOMEPHUMH IHBEPCISIMHU, JEKIIbKOMA
LIEHTpOMEpaMu (IULEHTPUYHI), IPELIEHTPOMEPHUM IF€TEPOXPOMATUHOM Y MAPKEPHUX
paiioHax, Ta Ha HasBHICTh B KaplOTHIIl Y -XpoMocomH [2].

e R-MeToa Ha3MBaIOTh 3BOPOTHUM OEHAIHIOM, TaK SIK 3a0apBJIEHHI CErMEHTH
po3TaiioBaHi NpoTuiaekHo MerogaM G- ta Q-. 3aCTOCOBYIOTh HOT0 B THX CaMHX
BUMNaAKaXx, 1m0 1 G-MeTo. Y R-MeTo/11 BUKOPHUCTOBYIOTh Pi3H1 OapBHUKH (HalUaCTIIIE,
O0apBauK PomanoBchkoro-I'iM3a ab0 akpuIWHOBUN OpaH)KEBHIA), SKi 3a0apBIIIOIOTH
TEPMiHAIBHI KIHIII XpPOMOCOM Ta R-TIO3UTHBHI paiioHW, KOTPUM, HaW4acTiIle,
BJIACTUBO MaTH XPOMOCOMHI Mepedy10BU Ta (eHOTUNOB1 aHoMadii [2;37].

e V T-meromi OapBHUKOM BHUCTYNAa€ aKPUJIWHOBUNA OpAHXKEBUM, SKHUM
3a0apBIIO€ TEIOMEpHiI (KIHIEBl1) AUISTHKA XpOMOCOM, HAQJAl0YM MOXJIHMBICTH 1X

ananizyBatu. Camy METOJIMKY BUKOPHUCTOBYIOTH MICJSl OTPUMAHHS PE3yJIbTATIB MPO
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CTaHJapTHE 3a0apBIECHHS XPOMOCOM, 100 IEPEKOHATHUCS Y TOCTOBIPHOCTI PE3yIbTaTy
[2].

o [Ipu Ag-metosi, cpibiao BUOIPKOBO 3a0apBITIOE AUTSTHKA OKPEMUX XPOMOCOM,
1IeHTUIKYIOUH ~ SEpIeBl  OpraHi3aTopw, CTPYKTYpHI MyTarlii XpoMocoM 3
CaTeITHUMH pallOHaMH, Ta MOIIMOP(}i3MHU CYITyTHUKIB Y aKPOIIEHTPUIHUX XPOMOCOM
[2].

Jlnis Toro o0 CKJIACTH KapiOoTHIT JIIOJUHH, MepIl 3a Bce MOTPIOHO MifpaxyBaTu
KUIBKICTh XPOMOCOM 3 OJIHIET KJIITHHM, MOTIM BU3HAUUTH I KOXKHOI CBOIO Tpymy,
BUMIPATH LIEHTPOMEPHHUM 1HAEKC Ta migOuparouu 3a OeHgamu (mpu audepeHuiiHOMY
3a0apBJICHH1) TOMOJIOTIYHY MMapy XPOMOCOMH, 3PEIITOI0, PO3CTABUTHU 1X Yy MPABUIIbHIN

[IOCJIIIOBHOCTI.
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Puc. 1.2. Kapioepama eenemuurno 300p0o6oi sncinku — 46, XX (Oughepenyitine

3abapenenns) [29]
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Puc. 1.3. Kapioepama cenemuuno 300pogoeo yonosixa — 46, XY (Oughepenyiiine

3abapenenns) [30]

1.2. Po3paxyHKoOBI iHIeKCH, 10 BAKOPHUCTOBYOThCS JIS XapPaKTEePUCTHKHU
KApiOTHILY Ta OKPEMHUX XPOMOCOM
1.2.1. MopdoJiorist METalEeHTPUYHUX, CYOMETAEHTPUYHHUX Ta aKPOLIEHTPUYHUX
XpOMOCOM

PiBHOMIpHE 3a0apBiieHHS MpernapaTiB XpOMOCOM, HaJa€ MOXJIMBICTh aHAJI3yBaTH
iX CIIMPAIOYKCh Ha MAPAMETPH, 3/1€01IBIIOr0 Ha POpPMY, KA 3aJIEKUTh Bl pO3TALTyBaHHS
NEePBUHHOT TEpeTshKKU. BoHa 3’e€Hye mapy CEeCTpUHCHKMX XpoMatuj (AB1 KoIii
mouniekyin JIHK, skl BUHUKIIA y pe3yJibTaTl peruiikalii) yTBOPIOIOUYN MICUE 3BYKEHHS
xpomocomu. Takoxk, B 00JacTi MEPBUHHOI NEPETSKKU 3HAXOIUTHCS LIEHTpOMEpa, SKa
dbopmye KIHETOXOp ISl MPUEAHAHHS MIKPOTPYOOUOK BEpEeTeHa MOAUTY ITiJl 4ac MITO3Y 1
Meio3y [2;47].

Kapiotun monunn knacudikyroTh 3a TpbOMa TUIIAMHA XPOMOCOM, IKi BU3HAYAIOTh
3a pO3TalllyBaHHSM TIEPBHUHHOI TMEPETSDKKM Ta IICHTPOMEpPHU: MeETalleHTPUYHI,
CyOMeTaleHTPUYHI Ta aKPOLICHTPUYHi [2].

e MerTaleHTpUYHI XPOMOCOMH MalOTh OJHAKOBUM po3Mip mieyed, 00

IIEHTpOMEpa PO3TAIIOBYEThCS TocepeAanHi. Taki xpomocomu 1o ¢Gopmi CXOXi Ha
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mitepy «X» [2;20]. 31 BChOro KapioTHITy 10 METallEeHTPHUKIB BigHOCAThCS 1, 3, 16, 19,
20 ayTOoCOMHI XpOMOCOMH.

e [IlenTtpomepa cCyOMETALICHTPUYHUX XPOMOCOM PO3TAIIOBYETHCS BUILE HIXK Y
METallCHTPUYHMX, PO3MOJIIAIoUN Tiedi Ha KopoTke (p) Ta gosre (q) [2;20].
CyOmMerarieHTprKkamu o aytocomam € 2,4, 5,6,7,8,9, 10, 11, 12, 17, 18 xpomocomu,
a 1o cTaTeBUM X-XpOMOCOMa.

e V aKpOUEHTPUYHHUX XPOMOCOM, IIEHTPOMEpPA 3HAXOAMUTHCS HA CTUIBKU
BHCOKO, 1110 KOPOTKE IJIeue Maii>ke He BUIHO. BoHO Mae Ha 6arato MeHIIMi po3Mip Ta
3MICT T€HETUYHOTO0 Marepiaiy, MOPIBHSHO 3 JOBruUM IuieueM. Jlo aKpOIEHTPUKIB
BIIHOCSITHCA ayTOCOMH1 Xpomocomu — 13, 14, 15, 21, 22, ta crareBa Y-XxpoMocoMma.
Ha BepxiBIli KOPOTKUX TUIeUEH IEIKUX aKPOIICHTPUKIB JIOKATI3YIOThCS CYITYy THUKH, SIKi
bopMyIOTh siJIEpIIe B KIITHHAX, 110 HE AUIATHCS. Jlo CKiIamy siaepis BXOIUTh BEJIUKA
kuibkicTio kKomid pPHK. CynyTHHKM aKpOUEHTPUYHHX XPOMOCOM TPHMAKOThCS Ha

BTOpUHHIN nepeTsokiii [2;20].

5

A) E) B)

Puc. 1.4. Mopghonozis xpomocomu: A) memayenmpuuna, b) cyomemayenmpuuna, B)
aKpoyeHmpuuHa,; p — Kopomke nieye, q — 0062e nieue;, 4epeoHUMU CMPILIKaAMU

nosxHadeno yeumpomepy [39]
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1.2.2. llenTpomepHuil 1HACKC Ta HOTO 3HAUECHHA B Kiacu(iKallii XpoMOCoM

VY HOpMI, XpOoMOCOMa TOBUHHA MaTH OJHY LEHTPOMEPY PO3TALIOBAaHY HA CBOEMY
MICTi, SIK€ BIANOBITAE PO3pPaxXyHKOBOMY iHAEKCY. Jlisi BuUMiproBaHHS MeTadasHHUX
XpOMOCOM, 37€0LTBIION0, BUKOPUCTOBYIOTh IICHTPOMEPHU 1HAEKC, SIKUH 00UHCITIOETHCS
y %. OKpiM LIGHTPOMEPHOTO 1HIEKCY 1CHY€ a0COJIIOTHA JIOBXKHUHA, SIKA PO3PaXOBYETHCS Y
MKM, Ta BiTHOCHA JTIOBXHWHA — Y %. 3aBISKH IIEHTPOMEPHOMY 1HIECKCY, BCTAHOBIIIOETHCS
BEITMYMHA XPOMOCOMH Yy CIIBBIIHOIICHHI JOBXHUHU KOPOTKOTO TjIeYa 10 JOBXKUHHU BCi€l
XxpoMocoMH, ska Oepetbes 3a 100 %. Take BUMIprOBaHHS HaWOUIbINE MIIXOAUTH IS
CTATUCTUYHOIO aHai3y JaHUX BUMIPSHUX MapaMeTpiB Xxpomocom [2;31]. V¥
METallEHTPUYHUX XPOMOCOM IIEHTpOMEpHU 1HAEKC AopiBHIOE 50 % (KOpOTKe Tmieue
BI/IMOBIZA€ JOBXKWHI JOBIOro Ijieda), TOAl K y CyOMETalleHTPUYHUX XPOMOCOM BIH
ckianae meHme 50 %, a y akpOUEHTPUYHUX B3araji Majluid TOMY, IO LIEHTpoMepa
pPO3TalIOBY€EThCA Jy>Ke OJIM3BKO 10 KiHI Xpomocomu [S]. LleHTpoMepHuil iHIEKC €
BKJIMBUM IIOKa3HUKOM, SIKMI BIANOBIAA€ HE TUIBKK 32 (opMmy, ajie i1 3a po3Mip
XPOMOCOMHM, OCOOJIMBO JI0 TEpioay CTBOpPEeHHs audepeniiiinoro 3adapsieHus. [1ig gac
aHaJI13y TOMOT'€HHO 3a0apBJICHUX XPOMOCOM, MOXE 3/1aTUCS HE TIILKH Bi3yallbHO, a i TIPH
BHUMIPIOBAHHI LIEGHTPOMEPHOI'O 1HJIEKCY, 110 TOMOJIOTH BIAPIZHAIOTHCS Mik coboro [14].
OnHak, 11e € HOpMOI, OCOOJIMBO MK IHIIUMH MeTada3HUMH IJIACTUHKAMHM, OCKUIBKU
BIJIMIHHICTb CIIOCTEPITa€ThCs Uepe3 PI3HUM CTYIIHb KOHJIEHCALll XPOMOCOM.

Becwy mponec konaeHcanli BinOyBaeTbCs MOCTYNOBO IMMiJi 4Yac MOJLTY KIITHHH,
MOYMHAIOYM 3 KiHI cTafli npodasu. Ha mepmomy erami, XpOMaTUHOBE BOJIOKHO, IO
CKJIQIa€ThCS 3 HYyKJIeocoM, (popmye TeTii, IO BUXOIATH i3 HEHTPATBLHOTO KapKacy
(O11KOBUX KOMILIEKCIB KOHJEHCHHY). KOHOEHCHH iCHye IBOX THIIIB: KOHJEHCUH | Ta
kouaeHcuH [I. Po3ramoByeTbes koHaeHcHH | nami Bij EHTpPY, 1 JOTIOMarae CTBOPIOBATH
JIOJIaTKOB1 METI JJI NMEeTIEeNnoAi0OHO1 CTPYKTYpH, yuiuibHIOI0OuUM Kapkac. Konngencun 11
3HAXOJUTHCS OJIMKYE JI0 TIEHTPY, GOPMYIOUM 3 HUM IIUIFHUN 3B'SA30K, Oepydn Ha cede
BIJIMTOBIIAJILHICTB 32 CTPYKTYPY XpOMOCOMU. BIumnB koHeHCUHY | HE € TaKuM 3HAYHUM

Ha OPCTKICTh XPOMOCOMHM, ajie MPU LbOMY BIH BUKOHYE (YHKIIIO MO3JOBXHBOTO
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YIIUTBHEHHS, pOONsSYM Ti CTPYKTYpy KOMIAKTHIIIOKW. 3MEHIIEHHS KUIBKOCTI Olnka
KoHJeHcuHy Il y kimiTuHI, 3 TUX YM IHIIUX NPUYUH, NPU3BOJIUTH A0 HECHPUSTIMBOTO
MEXaHIYHOT0 BIUIMBY Ha XpoMocomy. Lle Moxe mom'skmmtu Ta nedopmyBatu Gopmy
XpOMOCOMHU. 3a HasIBHOCTI THX K€ YMOB I KOHIEGHCUHY |, BIUIUB Ha Xpomocomy Oyze
MeHI noMiTHuM. CTpecoBa CUTYyallis, Taka SK MEXaHIYHE MOIIKOJKEHHS, yCYBAa€ThCS
dbepmenTom Tomoizomepasy Il, po3pizaroun, 3mmBa0un a60 PO3IIIYTYIOUN MOITKOIKEHI
ninsaku JIHK [45].

Takum 4yuHOM, TP 30UIBIICHH] KIJIBKOCTI KOHJICHCUHY B1J10YBA€ThCS YIIUIBHEHHS
Ta MO3/J0BXKHE 3MEHIIEHHs XpomocoMmu [45]. Ilig yac MiTO3y, XpOMaTHH MOCTYIOBO
KOHJICHCYETBCSI, CTalOUM UIUIBHIIIUM B Mpo@dasi, JoCAraoud MAKCUMAJIbHOTO CTYIIEHIO
cmipamizamii B Meradaszl. 3aBIASKd I1[bOMY, HalKpalle aHali3ylThCI CEPeIHBO
KOHJICHCOBaH1 MeTadasHi xpomocomu [15].

[Ipu BuKOpHCTaHHI MeTOAY IU(pEpPEeHILINHOro 3a0apBiICHHS, KOXKHa XPOMOCOMa
Ha0yBa€ 1HIMBI1yalIbHOTO CETMEHTYBAHHS MO BCIH JOBXKHHI, TOOTO YEPryIOThCS TEMHI Ta
CBITJ JIHIWHI JUISHKHA, W0 JI03BOJISiE TPAaBWIIBHO iX posmizHaBaTu. Haiikparie
aHaTI3yBaTH 11e 3a0apBJICHHS Ha BEIUKUX XpomocoMax (1, 2 ta 3), 60 BOHH MarOTh YIiTKO
nogapoboBani 6eHau. Ha xpoMocomax MEHIIMM pO3MIpOM CMYT'H BUIHO Tipuie, TakK K
BOHU BWJIUISIOTHCS JIMIIE Ha pPaHHIM CcTaail mpodasu, KoM aHalli3yBaTH XPOMOCOMH
HEMOXJIUBO. TeMHOo3a0apBiieHI AUISHKM XPOMOCOM HAaKOMHUYYIOTh TE€TEPOXPOMATHH,
SAKWUW BIIAcHE 1 Jae Takui edekT. benau Ha eyl moAUISIIOTHCS Ha KiIbKa BIAPI3KIB, sKi
MIPOHYMEPOBaH1 MOYMHAIOYH BiJ IEHTPOMEpPHU 1 IO TeroMmepu. Temomepa € KiHIIEBUM
(bparMeHTOM XpOMOCOMH, IKa BUKOHY€E PYHKII110 3axucTy BiJ nomkomkens JJHK [2;16].

3aBAsSKU IEHTPOMEPHOMY 1HJEKCY, XpPOMOCOMH JIFOAWHHM (3 1 110 46) MOIUISIOTHCS
Ha 8 rpym, 3 HUX nepmn 7 aytocomHi (Big A mo G), 1 octanHs — craTeBa (XX a6o XY).
Po3risiHeMo KOKHY TpyIy JOKJIaTHIIIE:

e Jlepmia rpynma A MicTuTh B c001 HalOLIBIII 32 pO3MIPOM XpomMocoMu — 1, 2
ta 3 [16]. Xpomocoma 1 (11 mMkM) — 11e HaHOLIBIIA XpOMOCOMa KapiOTHIIA, SKa €

METAIICHTPUYHOI, Ta 1HOJ[I Ma€ B TEPULIEHTPOMEPHOMY palOHI JOBrOTO Iuieda
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BTOPUHHY TMPETSXKKY. lleHTpoMepHU I1HIAEKC 3aJIeKUTh BiJ TOrO, Ha CKUIBKH
KOHJIEHCOBaHa cama 1o co0i xpomocoma. Bona moxe OyTu (K pPO3TATHYTa, Tak
yIIUJIbHEHA. 3a CTaHJapTOM NPUUHATO BBaXXKAaTH, IO ILEHTPOMEpPHUN 1HAEKC 1
xpomocomu ckianae 0,48 —0,49. Xpomocoma 2 (10,8 MxMm) — 3a po3mMipoM Maiixe Taka
cama sk 1 1 xpomocoma, ane € cyOMeTaneHTpu4HOw. [leHTpomepHMii 1HIEKC
cranoButh 0,38 — 0,40. Xpomocoma 3 (8,3 MKkM) — Tak caMo, 5K 1 1 Xpomocoma €
MeTaLeHTPHYHOIO, aJleé MEHINA 3a PO3MipoM. [i ieHTpoMepHuii iHxekce gopisHIOE 0,45
— 0,46 [2].

e Jlpyra rpyna B ckiamaerbces 3 4 Ta 5 XpoMocoM (KOXKHA 10 7,7 MKM), SIKHUX
HEMOXJIMBO BIJIPI3HUTH OJHY BIJl OJHOI NpU TOMOr€HHOMY 3a0apBieHHI. BoHu
BIJTHOCSITECA JI0 BEJUKHX CYOMETAIlEHTPUYHUX XPOMOCOM, Ta MarOTh OJHAKOBUM
MOKAa3HUK IIeHTpoMepHoTo 1Haekcy 0,24 — 0,30 [2;16].

e Tpersa rpyna C € HallOUIBIIO 32 KUIBKICTIO XpoMocoM (3 6 o 12). Bona
CKJIa/Ia€ThCS 3 CEPEIHBO CYOMETALlEHTPUYHUX XPOMOCOM, SIK1 PEJCTAaBJICHI Y PI3HUX
po3mipax [16]. Haitbinpmmmu 3 rpynu € 6 ta 7 xpomocomu (7,2 — 6,8 Mkm). 3 HUX
OuIbII piBHOIIEUOO € 7 xpoMocoma. Panime o rpynu C BimHOcUiacsi ctaTeBa X-
XpOMOCOMa, ajie Ha ChOTOAHIIIHIN JeHb i1 BIIOKPEMUIIN JJO OKPEMOI TPYIH CTATEBUX
xpomocoM. Po3mip 8 1 9 (5,8 MKM) XpoMOCOM MpaKkTUYHO OJHAKOBHM, ane 8
XpoMOCOMa € OUTBIII PIBHOIUIEUOIO, @ Y 9 XpOMOCOMHU HasiBHA MOCTIiHA BTOPUHHA
MEPETSHKKA, KA JIOKATI3Y€EThCA Ha TOMY K Micll, o 1y 1 xpomocomu. Po3mip 10, 11
Ta 12 XpoMOCOM 4YacTKOBO pi3HUTHCS (mpubam3Ho 5,7 mMxm). Xpomocoma 11 €
HaWO1IBII PIBHOIUTIYHOIO cepen HuX. KoxkHa XpomMocoma Mae CBiif IIEHTPOMEPHHIA
iHaekc: 10 xpomocoma — 0,33; 11 xpomocoma — 0,40; 12 xpomocoma — 0,33 [2].

e Yersepra rpymna D Bkitouae B cebe 13, 14 ta 15 xpomocomu (4,2 mxm). Born
BITHOCATHCS 10 BEIMKUX aKPOLUEHTPUUHHUX XpOMOCOM. OCKITBKA XPOMOCOMH JTyKe
CXO1 M1 CO0010, BAXKKO MiiOpaTH roMojiora 6e3 qudepeHiitnoro 3adapBiaeHHs. Y

TAaKOMY BHIAJKy TOMOI€HHOTO 3a0apBJIEHHS HEJOCTaTHHO. I[HKONIM CYIMyTHHUKH
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(opMyIOTHCSl HA KOPOTKOMY IUI€Ul y BCIX TPhOX XpoMmocoM. LleHTpoMepHHmii iHIEKC Y
KOXKHO1 3 XpomocoM Bapitoe Bix 0,14 1o 0,24 [2;16].

e [D’sara rpyna E npencrasnena 16, 17 ta 18 xpomocomamu, siKi pi3HATHCS 3a
po3Mipamu. Xpomocoma 16 (3,6 MKM) € METaIEHTPUYHOIO, MAIOYH HA IOBTOMY TLIEU1
BTOPUHHY MEpeTsHKKY [2]. Xpomocomu 17 ta 18 Hanexath 0 CyOMETaIleHTPHUKIB, ajie
18 (3,2 MKM) XpoMocoMa Ma€ MEHIIUWA po3Mip, mnopiBHsSHO 3 17 (3,5 MKM)
xpomocomoro. LlenTpomepHuil iHAeKC XpomMocoMm Bapiroe y mianaszoni 0,26 — 0,40
[2;16].

e Jlo mocToi rpynu F BimHOCATHCSA Majii MeTalleHTpU4H1 XpomMocomu 19 1 20
(2,9 MKM), IKUM CKJIAJIHO 17IeHTU(IKyBaTH rOMOJIOTa TOMOTEHHHUM 3a0apBIECHHSIM, TaK
AK BOHU MOAIOHI Mk co0oro. 3abapBioroyu mpenapatu JuQepeHiiitHo, MOoxHa
crocrepiratu sk y 19 xpomocomu 3adapOoBy€eThCS y TEMHUI KOJIIp LIGHTPOMEpPa, a Yy
20 XpoMOCOMHM MO Kpasix MJieui. Ix neHTpomMepHuit inaekc ckianae 0,36 — 0,46 [2;16].

e (OCTaHHBOIO I'PYIOK0 AyTOCOMHUX XpoMocoM € G. Jlo Hel Bxoaars 21 ta 22
XPOMOCOMH, SIKl1 € MaJUMHU aKpOIEHTpUUYHUMH XpomocoM [16]. Xpomocoma 21 (2,3
MKM) MpEACTaBj€Ha, SIK HalMEHIIa XPOMOCOMa KapioTHMy, IO 1HKOJU (opMye
CYMYTHUKH Ha KOPOTKOMY Tiiedi. CyImyTHUKH TaKokK Moxke hopmyBaTu i 22 (2,8 MKM)
XpOMOCOMa, ajie BOHA Ma€ TpoXu Oulbmmii po3Mmip, HiK 21 Xpomocoma.
LlenTpomMepHHUii 1HIIEKC LIMX XpoMOcoM cTaHoBUTh 0,13 — 0,33 [2].

e [’pyma crareBHUX XpoMOcOM BKJIO4Yae B cebe X- Ta Y-xpomocomu. X
HaJICXKUTh 10 CyOMETalleHTPUYHUX XpoMocoM. B 000x mieyax X-XpoMOCOMH HasiBHI
OeHau, 3a0apBiieHI y TEMHUH KOJIIp, YOrO HE CKa)Xell Npo ILEHTPOMEpY, sKa
npejacTaBieHa 0Oe30apBHOIO JAUIAHKOI. LleHTpomepHmil 1HAEKC X-XpPOMOCOMH,
noniOHuii 1HHekcy 11 xpomocomu (mpubnuzno 0,40), a JIOBXKMHA MNPAKTUYHO
criiBmanae 3 6 Ta 7 xpomocomamu (7,2 — 6,8 MxMm). BizyansHo X XpoMocoMy CKJIaIHO
imeHTudikyBat 0e3 audepeHIiiHoro 3abapBieHHs. [loJermuru CuUTyario MOoXe
BUMIPIOBAHHSI TapaMeTpiB XPOMOCOM, TMOPIBHABIIM iX 13 3arajibHONPUUHSATOIO

HOpMOIO. €MHa aKpOLEHTpUYHA XPOMOCOMa, sfka He (PopMye CYNyTHUKIB € Y-
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xpomocoma (2,3 MkMm). Bona mae Takumii camuii posmip, mo i 21 xpomocoma. Ii
IIEHTpOMEepHUH 1H1eKC aopiBHIOE 0,26 [2].
VYci BulenepeniueHi XpoMOCOMH MOXXYTh HaOyBaTH 3MIH BHACTIZOK BIUIMBY

MyTallii Ha OpTraHi3M JIIOJIUHHU.

1.3. 3B'A30k XpoMoOcOMHHUX al0epauii i3 iHgexkcamMu
1.3.1. Anani3z XxpoMocoMHUX abepariii

XpomocomHil abepartii (abo MyTailii) BIUIMBAIOTh IO-PI3HOMY Ha KapiOTHII,
3MIHIOIOYH ayTOCOMHI Ta CTaTEBI XPOMOCOMH CTPYKTYPHO a00 yrcesnbHO. CTpak1aTu Bl
BOTO MOYKE SIK OJTHA XPOMOCOMA, TaK 1 IEKIJIbKA, BUKJIMKAIOUX T'€HETUYHI 3aXBOPIOBAHHS
[18;35]. 3a HayKOBUMH JaHHMH, XPOMOCOMHI MYTAaIlii CIIOCTEPIraroThCs MPUOIU3ZHO Y
1,5% HoBoHapomkenux agiteil [2]. XpomocoMHI abepaiii yTBOPIOIOTHCS B
nepeIiMIUIaHTalliHUM, TIOCTHATAJIbHUIN Ta IMpeHaTalbHUNA NEPIOAH, KOJIU MOPYLIYEThCS
NpoIec TMOAUTY 3apOJIKOBUX YM COMAaTUYHUX KIITUH [2;35]. TameTtHi wmyTarii
CIIOCTEPITaloThCs B YCIX KIITHHAX OpPraHi3My JIIOJWHU, TOAl SK TMOCT3UTOTHI MYyTallii
BUSIBJISIFOTHCSA JIUIIIE Y ACSKUX KIIITHHAX, yepe3 hopMyBaHHS Mo3ainu3my [2].

1.3.2. CTpyKTypH1 XpOMOCOMHI MyTaIlli

[lenTpoMepHUii 1HIEKC KOKHOI XpPOMOCOMH 1HAMBIAYadbHUN, TOMY BUMIPIOIOThH
HOro Ha XpoMOCOMax 31 CTPYKTYpHUMHU MyTalissMud. HaliyacTime, CTpyKTypHi
XpOMOCOMHI abepallii 3'sBIASIOTHCS Y pPe3yJIbTaTi HEPIBHOIO MIKXPOMOCOMHOTO OOMIHY
dbparmeHTamMu a00 KUIBKOX PO3PHUBIB, III0 BUHUKIIH Yepe3 MOPYIICHHS (PepPMEHTATUBHOCTI
[35]. HasiBHICTD HEBENHMKOT KIIBKOCTI HECTAOIIIbHUX XPOMOCOMHHUX a0epaliii (mpuoIru3HO
1-3%, a iaxomm 10 6%, Ha 100 MeTada3) BBaxkaeThcst HopMoto [40]. TTosiBa ix Moxe OyTu
CIOPUYMHEHA PI3HUMHU CTPECOBUMHU (paKTOpaMH, HANPUKIAA: TKKE I[EPEHECEHHs
XBOpOOM, BIUIMB paaialliiHOro (QOHYy Ta CEpelOBHIIHUX (AKTOPiB, a TaKOXK MpHU
3MEHIIICHHI KUTbKOCTI (omieBoi kuciaotu B opranizmi [33;40]. 3HU3UTH PUBHK
BUHUKHEHHS HOBHX IIONIKO/DKEHh MOXHA 3a JOMOMOTOI0 BiTHOBJICHHS BTpPayeHOi

KUJIBKOCTI BiTaMmiHiB rpynu B Ta ¢omieBoi kucnotu [33]. CTpykTypH1 MyTallli MICTATh B
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co0i 0e3did THUMIB CKJIAJHUX XPOMOCOMHHMX aHOMaJid, IO poOUTh IX
HaWpI3HOMaHITHIIIOW rpynoro. Jlo HUX HajexkaTh JAeelii, iHBepcii (MepulleHTPUYHI Ta
napaleHTpyuyHi), JIyIUTKaimii, 130XpOMOCOMH, TpaHCIOKalii (pelMIpoKHI  Ta
pOOEPTCOHIBCHKI), 1HCEPINi Ta KUIBIEBI XPOMOCOMH. 3a MPaBUJIAMU ITUTOTCHETUIHUX
Jabopatopiii, Ipu BUHUKHEHHI B KaplOTHII JIFOJUHW OJHIET 3 TaKMX CTPYKTYpPHHX
MYyTalliii, 3aMK1C MOYMHAIOTH 3 HOMEPa XPOMOCOMH, JIaJIi MUIIETHCS CUMBOJI KOPOTKOTO "p"
abo nosroro "q" mieya, i HAOCTAHOK HOMEP AUISTHKY Ta HOMEp cerMeHTa [2].

Tunu cTpyKTypHHX MyTaIllli MOAUISIIOThCS Ha 30ajlaHCOBaH1 Ta He30aJlaHCOBAHI.
[Ipu 30anaHcOBaHUX MyTallisiX TEHETUUYHUNA MaTepiajl HE BUIAISETHCS 1 HE JOJAETHCH,
3aBJSIKU 1IbOMY 3€O0UTHIIOT0 (DEHOTUIIOBO HE MPOSIBISETHCS, 3 BUHATKOM PO3PHUBIB Y
(GYHKIIOHATBPHO BAXKJIMBUX YacTUHax xpomocomu [1;2]. bareku, siki € HOCISIMU
30aJ1aHCOBaHOT XpOMOCOMHO1 MyTallii, MOKYTb YTBOPIOBATH raMeTH 3 HE30aJIaHCOBAaHUM
XpPOMOCOMHHMM HabopoM. SIKIO B Mpolleci 3aiuliJHEHHs Taka ramera Oepe ydacTb,
IIBUJIIIE 32 BCE, eMOpPIOH MaTUME He30alaHcoBaHUU Halip xpomocom. [Ipu Takomy
pO3KJIai, HOTo TeHEeTHYHUI MaTepian Oyjae ayonroBatucs ab0o BUIATSTUCS, IPU3BOITYN
110 TSKKHUX 3aXBOPIOBAHb, 1110 CYITPOBOIKYIOTHCS BPOJKEHUMH BaJjaMU PO3BUTKY [2].

Heneuis (ckopoueno del) — 1me BumaseHHs @QparMeHTy XpOMOCOMH, SIKE
B1IOYBa€ThCS TEPMIHAIBHO ab0 iHTepcTHIlianbHO. Ilim yac TepMmiHaIbHOI Jeneri
BIJIDUBAETHCA OJIMH (parMeHT pO3TAallOBAHMA OJMKYe [0 KIHIA XPOMOCOMH,
ckopouyroun 1mede. Ilpu HacTymHOMY MO KIITHUHHW, BIJIPBAaHUNA alE€HTPUYHUN
dbparmeHT BTPAYa€THCS. [aTepcTHULianbHA Jenertis CIIPUYMHSIE 1B
BHYTPIITHBOXPOMOCOMHHUX PO3PHUBH, SIKi MIPU3BOATE 10 JICTAJLHOTO PE3yJIbTAaTy Yepes
BTpaTy (PYHKI[IOHAIHPHO BKIIUBOI AUISTHKU. [CHYE€ 111e OJTMH TUTI AeNelii — MiKpoaemeltis,
IIpH K1 XpOoMOcoMa BTpava€e BiTHOCHO HEBEIMKUHN (PparMeHT, 3aBISIKH YOMY Mae€ IIaHC

Ha XUTTE3NATHICTD [2;24].
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Puc. 1.5. Inmepcmuyianvna ma mepminanvua oeneyii [7]

[TpakTH4HO BC1 XpOMOCOMHU MAIOTh AEJEIiI0 Ha KOPOTKOMY ab0 TOBrOMy ILiedi, 3a
BUHSTKOM aKpOLEHTpUYHUX Xpomocom (13, 14, 15, 21 Ta 22), y sgKkuxX po3puB
B110yBa€THCS JIUIIIE HA JOBroMy eyl [7].

3axBOpIOBaHb  MOB'SI3aHUX 3 JICJICHIE€I0  BeJIMYe3Ha  KIUIBKICTh,  ajie
HaWTIOMIMPEHIIUMU €: cuHApoM Bonbda-Xiprixopna (geneiist 4p), CHHIPOM KOTSIYOTO
nemerty (aeneis Sp), cuaapom i Jxopmxa (mikpoaeneris 22ql1.2), cunapom Binbmca
(mikponeneris 7ql11.23), cunnpomu Ilpanepa-Bimni ta AnrensMana (MiKpoJenieiist
15q11-q13) [2;7]. HaitpiaKiCHIIIMMEU BBaXarOThCsl CUHIPOM Aenerlii 1p36, Mikpoaeneris
1g21.1, cunnpom aenenii 2q37, cu"apoM Aenenii 3p Ta cuHAPOM Mikpoaenemnii 3q29
[8;9;11-13].

Cunnpom nenenii 1p36 B xpomocomi | Bupasisie 3 KOPOTKOro (p) Iieya 4YacTUHY
p36 reHeTHYHOTro MaTepiandy. Y OUIBIIOCTI XBOPHUX Ha IIeH CHHAPOM, BUIAISETHCS
KiHIIEBUI (PparMeHT KOPOTKOTO IUieda 3 TeIOMEpOolo. [HKOMM pO3pUB TOXOAUTH IO
TEJIOMEpH, HE 3aXOIUTIoouu ii. | TUIbKM HEBeNMKa KUIbKICTh HACEJIEHHS Ma€ CKIIAJHI
nepeOynoBu. CUMOTOMU TPOSBISIOTHCA Y KOXKHOI JIFOAMHUA MO-PI3HOMY, 3aJIE)KHO BiJ
TOTO, K1 JUISTHKA TeHETUYHOTO MaTepiainy Oy BuaieHi. 31e01IbIIOT0 BpaKeHO MO30K,

ceplie Ta ckener [8].
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Mikponeneuiss 1q21.1 mposBiIseTbCS y KOXHIA KITHHHI XpoMocoMu 1,
po3puBaround HeBenwKy AUTIHKY 21.1 mosroro (q) mueda. Ilpu Takiii Mikpojenerii
HasiIBHUM PU3MK NOSIBU (P13UYHUX, ICUXOJIOTTUHUX Ta PO3YMOBHUX BIIXWIEHb. Y NEAKHX
JIOAe CUMITOMHU HA TPSAMY Maiike He MPOSIBISIOTHCS, BUHUKAIOUH JIMILE 1] BIUIMBOM
(akTOpiB HABKOJUIIHBOIO CEPEIOBUILA Ta TEHETUYHUX YNHHUKIB [9].

Cunnpom nenenii 2q37 Buaasse 3 KiHIS JOBTOTO IJie4a XpOMOCOMH 2 (hparMeHT
q37. Bunanenuit pparMeHT € BaXXJIUBUM JIJIs1 OPraHi3My JIIOJIMHU, TOMY HOTO BiJICYTHICTb
BUKJIMKA€ TSDKKI 3axXxBOproBaHHs. BHachinok BTpatu 3 xpomocomu 2 reH HDAC4, y
JIOJMHY BUHUKAE PO3yMOBA BIACTANICTh Ta 3aTPUMKa y PO3BUTKY PYXJIMBOCTI Tija, a
1HKOJIM HaBITh 1 ayTu3m [11].

Cungpom neneuii 3p BUaIs€ 32 XpOMOCOMHU 3 HEBEJIMKUM KIHUEBUN (parMeHT 3
KOpPOTKOTro (p) tuieda. Y OUIBILIOCTI JIFOAEH, TeIOMEpHa AUISTHKa XPOMOCOMU MiAA€EThCS
Jenenii, 1 Juie 3a IeSKUMH BUIaJKaMH BOHA yHHUKAae BupizaHHS. Po3mip neneroBaHoi
JUISTHKUA Bapito€e BiJl TOTO, SIK CUJIBHO Ypa)KeHH XBopuid. Taka AUISHKA MOXE MICTUTHU B
co01 SIK HEBETUKY KIJIbKICTh T€HIB, TaK 1 JOCTaTHHO BUCOKY. Uepes 11e y KO’KHOTO XBOPOTO
IHIUBITyaIbHO TPOSIBISETHCS CHUHAPOM. ICHYe MpuUIyIieHHs, MO KiHIEeBl (parMeHTH
XpPOMOCOMHM 3 MarOTh T'€HH, SIK1 BIAMOBIAAIOTH 3a PO3BUTOK HEPBOBOI CUCTEMH, ajie 1€
Jy’Ke CKJIaJHO BIJCHIJIKYBAaTH y XBOPOIO, TaK SIK BOHU HE 3aBXKIU 3aXOIUIIOIOTHCS MPH
nenerii. 31e01IbIIoro BTpaTa OCHOBHUX TEHIB BIUIMBA€ Ha (PI3UYHUN PO3BUTOK OCOOHM
[12].

Cunapom mikpogenerii 3q29 crocrepiraeTbCs B XpoMOCOMI 3 KOXKHOT KITITHHU. 3
JIOBIOr0 Tjieda BUJATSETHCS (parMeHT 29, B AIKOMY JIOKATI3yIOThCSl T€HU BiJIOBIATbHI
3a PO3BUTOK MO3KY. X04 OLIBIIICTh 1 MalOTh BaJyl Y PO3BUTKY, 32 JACIKUMHU BHUIIaIKAMU
BTpaTa ()parMeHTy HisIK HE BIUIMHYJIA Ha 3J0pPOB’S JIOAUHU. € MPUMYILIEHHS, 0 MPH
HAsBHOCTI IHIIMX MYTalllii Ha A0JaToK A0 Mikpojenenii 3q29, BOHU CHPUSIOTH
0JIOKyBaHHS PO3BUTKY 3aXBOPIOBaHb, SIKi BIIACTUBI CUHAPOMY Mikpoaeneri 3q29 [13].

[aBepcis (CkopouyeHo inv) — 1€ MOABIMHUNA PO3PUB IIISHKH XPOMOCOMH, KU

1HBEPTYETHCS MPU penapaniiinii moxuoii, To0To mpokpyuyeThes Ha 180°, 3anumarounch
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Ha ToMmy > Micmi [2;21]. Taka MyTaris MOXke CHOCTEpIraTHCS MapaleHTPUIHO abo
nepuiieHTpuyHo. [laparienTpudyHa iHBepcCis po3puBae GparMeHT B 00JIaCTi OJTHOTO TIjIeya,
a MepPUIICHTPUYHA IHBEPCisS Ma€ Bl TOYKH PO3PUBY PO3TAIIOBAHUX B 000X TIeYax, TAKHM
YUHOM 3aXOIUTIOIOYM EHTpOMEpY. 3MIHIOETHCS HEHTPOMEPHUN 1HIEKC JHIIE MpHU
nepuieHTpruyHIN 1HBepcii [2;7]. Ilig yac iHBepcii ayske piaKo KO FTeHETUYHHUN MaTepia
ryOUThCS, TUIIE Y BUMAAKY HEBIAIOTO PO3pPUBY (PparMeHTy B (PyHKI[IOHATEHO BaXKIUBIH
yactuHi [2]. Y moaeit 3 mpobiieMaMu B penpoAyKTHUBHIN (QYHKIT, YACTO CIIOCTEPITAEThCS
iHBepcisa 9 Ta Y xpomocoMam. JIoCUTh piJiKo, ajie TPaIII€ThCs EPUIIESHTPUYHA 1HBEPCIS

B xpomocowmi 1 [2]. HaityacTiie, iHBepcist BUSBISEThCS B XpoMocomi 2 [18].

Toukn
po3puBy

LHIW.ID
nuneaorLdoany

Toukn
po3puBy

nnnegordaany

IMepuuenTpuuna ingepeis TapauenTpuuna inepeis
Puc. 1.6. [lepuyenmpuuna ma napayenmpuuna ineepcii [7]

Hymnmnikanis (ckopoueHo dup) — 11e He30aaHcoBaHa MyTallisl, TPOTUJICKHA JIETellii,
sKa TPU3BOAUTH JO TOSBU JOJATKOBOTO T'€HETUYHOTO MaTepiayly MiJ] 4ac MOJBOEHHS
MEBHOI JIJISHKK XpOMOCOMH. Jlyrumikamis Ta MIKpOAYIUIIKALS BHHHMKAIOTh Yepes
HEPIBHUN KPOCHHTOBEP B TOMOJIOTIYHHMX Xpomocomax. [lpum myrumikarii, aHoMaabHUN
PO3BUTOK B OpraHi3Mi JIIOJMHU 3yCTPIYA€ThCSA BKpall piAKo, HA BIAMIHY Bija genemii [2].
Jlo HalOUIbII TOCTIHKYBAHUX TYTUTIKAIINA BITHOCSATHCS CHHIPOMHU YaCTKOBUX TPHUCOMIM
no4,7,9, 12 i 14 xpomocomawm, Ta cnaakoBa xBopoba Illapko-Mapi-TyTta Tuny IA, sixa
nyOmoe ussHKY XpomocoMmu 17 [2;7]. binbin pinkicHumMu € mikpoayrutikamis 1g21.1 ta

cuHApOoM Mikpoayrutikarii 3q29 [10;14].
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Puc. 1.7. Ilpama ma ineepmosana oynuixayii [7]

Mikponaymikarisi 1g21.1 nmoasoroe HeBenukuii gparmeHT q21.1 goBroro ruieua
XpoMOcOMH | y KOXHIM KIITHHI opraHi3my. JIFoAM 3 TakO MyTall€l0 NPAKTUYHO HE
MaloTh SIKUXOCh O3HaK a00 CUMMTOMIB. [HKOJIM, y JIIOAUHU CIOCTEPIralOTh 3aTPUMKY Y
PO3BUTKY Ta pO3yMOBY BIJICTATICTh, L0 MPHU3BOAUTH 10 ayTusMmy. Cuia BIUTUBY
3aXBOPIOBAHHS 3aJIEKUTh Bl po3Mipy Komitorodoro gpparmenta [10].

Cunnpom Mikpoayrutikaiiii 3q29 B KOKHIM KJIITHHI MTOJBOIOE AUIIHKY 29 HOBroro
mieda xpoMocomu 3. CerMeHT sikuid JyOJIO€eThCS MAa€ y CBOEMY CKJIajll TeHHU, (QyHKLIS
SAKUX MOJISTa€ y PO3BUTKY MO3KY Ta o4eil. BulblIicTh o€l K1 MalOTh L€l CUHAPOM HE
CKapKaThCsl Ha TIpodaemi 31 370poB’siM. CKOpIIT 3a Bce, IPU HASIBHOCTI 1HIIMX MYTaIlii
Ha J0JIaTOK 10 Mikpoayruiikamii 3929, HUMH OJIOKYEThCS PO3BUTOK 3aXBOPIOBAHb, SKI
BJIACTUBI CUHJIpoMYy Mikpozeneiii 3q29 [14].

[30xpomocoMa (CKkOpo4YeHO 1) — IIe MyTailis, sika BUHUKAE B HACTIJOK TMOJLTY
XpPOMOCOMH 4€pe3 LEHTPOMEpPY HE IO JOBXKHHI, a MOMNEPeK, NMpU IbOMY OAHE 3 IieY
BTPAYa€ThCsl, a 1HIIE — AYOI0eThCs [2]. YTBOPIOETHCS 130XpOMOcoOMa 3/1€01IBIIIOTO T
yac Meiosy [7]. Kapiotun matoauHu 3 130XpOMOCOMOIO CKJIAJAEThCS 3 JBOX OJHAKOBUX

MOJIOBUHOK JIOBTUX a00 KOPOTKUX IUIeYeH CTaTeBOi X-XpOMOCOMHU. TakuM UYHUHOM,
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130xpomMocomMa Moxe OpaTu y4actb y ¢GopMyBaHHI Mo3aidHOi (OPMU CHHIPOMY

[IIepemeBcrkoro-Tepuepa [2].

X

Bepruraanuuii noaia
HENTPOMepH

X :>
2

Monepeunuii noxia Auentpuuna
HEHNTPOMEPH XpoMOCOM:

Is0xpoMocona
Puc. 1.8. I3oxpomocoma [7]

Tpancnokarist (CKOpoYeHO t) — 1€ T CTPYKTYPHOI MyTallli, MiJ 4ac SKOoi OOUABI
XPOMOCOMH OOMIHIOIOTBHCSl IIJITHKAMU MK c00010. ICHye 1nBa THNU TpaHCIOKAIliM:
peuunpokHa Ta poOepTCOHIBChKA [2].

[Ipn penunpokHiil TpaHCIOKalli HEroMOJIOTIYHI XPOMOCOMHU OOMIHIOIOTHCS
OJIHAKOBUMHU cerMeHTamMu. KUTbKICTh XpOMOCOM B KapiOTHUNKM HE 3MIHIOETHCS,
3aJIMIIAI0YUCH Y HOpMI (46), a 11e 3HaYUTh 10 BUSIBUTH TaKy TPAHCIOKAILIIO CKIIAIHIIIE, 1
MOXKJIMBO JIMINIE TPU TIPOBEJACHHI JETALHOTO aHami3y MeTadasHuUX IJTACTUHOK 13
3aCTOCYyBaHHSAM Ju(EpPEHIIIHHOTO 3a0apBieHHS. 31e0UTbIIOro B OOMiHI MPUHWMAIOTH

y4acTh J10Bri tiedl 11 ta 22 xpomocom, abo 17 ta 22 xpomocom [2;7].
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Puc. 1.9. Peyunpoxna mpancnoxayis [7]

[Ipu poOepTCOHIBCHKIM TpaHCHOKallli MoOXe BiAOyBaTucs OOMIH SIK MIX
TOMOJIOTIYHUMH, TaK 1 HE TOMOJOTIYHUMHU AaKPOLEHTPUYHUMHU XPOMOCOMAaMH,
o0'eHyIOUM [Ba JIOBI'MX IUI€4Ya, NpPU LbOMY BTpadyalOud KOPOTKI IJIedl MiJ dac
KJIITUHHOTO Toauty. B kapioTumi 3MeHIIyeTbesl KUIBKICTH XpoMocoMm 3 46 Ha 45.

HaitgacTimme, oOMiH IiITHKaMH 31HCHIOETECS MK 13 Ta 14 xpomocomamu, abo 14 ta 21

Touka
po3puBy
— i)
2
o

Xpomocoma 1 Xpomocoma 2

xpomocoMamu [2;7].

Toura
pO3pHBY

dparment

®

PobepreoHiBebKa TpaHcI0KaNis

Puc. 1.10. Pobepmconiscoxa mpancioxayis [7]
IHcepmis (ckopodeHo ins) — Ie XpoMocoMHa abepailis, pu sKii BigOyBaTuCs

NOTPIMHUIA PO3PUB, OJIUH (PPArMEHT 3 SKUX MEPEHOCUTHCS 1 BCTABISIETHCS B PO3IPBAHY
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YaCTHHY 1HIIOT XpOMOCOMH, 3'€THYIOUH BC1 PO3ipBaHi IUISTHKU B OJIHINA Xpomocomi. Taka
nepedynoBa BBaXaeThCsl 30amaHcoBaHoro. Hocii iHcepIlii, MarOTh HaNoOJIOBUHY
He30aJaHCOBaHI TaMeTH, TaK SK XpPOMOCOMa YTBOPIOEThbCS abo 3 jeneriero, abo 3
THCEPITI€I0, TAKUM YUHOM 3UTOTH MICTHTh B COO1 YaCTKOBY TPHUCOMiIO a00 MOHOCOMIFO [2].

3a3Buuai, 1HCEPIll CIOCTEPIraloThCs HA JOBIUX Iiedax 2, 5, 7 ta 13 xpomocom [7].

Touka
po3puBy

LHINIDD
HHHEHOUAQY

Touxkn
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Xpomocoma 1 Xpomocoma 2 Ipsama incepuis

Puc. 1.11. Incepyia [7]

KinbueBa xpomocoma (CKOPOYEHO I') — BUHUKAE, KOJIM B1AOYBaIOTHCS PO3PUBHU B
MPUTEIIOMEPHUX palioHaX KOXKHOTO IIJIe4a XPOMOCOMH, TPHU IbOMY alleHTPHUYHI
(dbparMeHTH BTPavyarOThCs, a HEHTPAIbHA YaCTUHA XPOMOCOMH 3'€THYETHCS, YTBOPIOIOYU
Kuibiie [2]. B yTBOpeHHI KITBIIEBUX XPOMOCOM, 3/1€01IBIIOr0, MPUMUMArOTh y4acTh 13 Ta
18 xpomocomu [7]. 3a neskumu BuUnagkamu, 1, 2 Ta 3 XpOMOCOMH TaKOX MOXKYTb
yTBOPIOBATH Kbl Yepes Te, 110 XpoMocoma npuitMae (GopMy KUIbIIsS, perUTiKallis He

BiJI0yBA€ETHCS, TOMY IMOBIPHO BUHUKAIOTh aHOMAJIii B Oprani3mi JJroauHu [19].
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Puc. 1.12. Kinbyesa xpomocoma [7]
1.3.3. YucenbHi XpOMOCOMHI MyTaIlii
OKpiM CTPYKTYpHHMX MOPYIIEHb XPOMOCOM, ICHYIOTh YHCJIEHHI, $IKl 3MIHIOIOThH
KUIBKICTh XpPOMOCOM Yy KIIiTHHI. BOHM MOXYTh $IK 30UIbIIyBaTH, TaK 1 3MEHIIyBaTH
YHUCEJBHICTh XPOMOCOM. 3MiHa YHCJIa XPOMOCOM, 1[0 HE BIUIMBAE HA raruioiqHui HAOIp,
Ha3uBaeThcs aHeyruoigieto [7]. Ilpu Takiii aHoMarii, 3MEHILIEHHS KUIBKOCTI XPOMOCOM
xKuTTe3natHe yuime ains cuuapomy lllepemeschkoro-TepHepa (45,X), a 30UTbIIEHHS
MOJKJIMBE JJIA JESKUX, SIK CTAaTEeBUX, TaK 1 JJI1 ayTOCOMHUX XpoMocoM [2]. 3MiHH, 5Kl
BIJIMBAIOTH Ha raruioiIHA Hab1p XpOMOCOM, TUM CAMHUM 30UTbLIYIOYH HOTO, HA3UBAETHCS
nomimnoigiero [7]. Take siBuIlle HE € >KUTTE3MATHUM JUISl JTIIOJUHU, 32 BUKIIOYCHHIM
pIAKICHUX MO3aiuHuX (popM [6].
Haiiuacrime, yncenbHi MyTarlii GopMyOThCs M1 YaCc MEHO3y, MPU HETPABHUIIbHIMI
PO301KHOCTI XPOMOCOM, 200 Ha pAaHHBOMY PO3BHUTKY IICJISI YTBOPEHHS 3UTOTH [ 7].
JBOX THUMIB HaOopiB xpomocoM: Tpumioigis (69,XXY; 69,XXX) abo Terpamioimis

(92,XXYY; 92,XXXX) [7:6].
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Puc. 1.13. Kapioepama xnonuuxa 3 mempannoioicto — 92, XXYY [43]

JiTH, 110 HApOUKYIOThCS 3 TAaKOK KUIBKICTIO XPOMOCOM, JOBIO HE KHBYTb.
HaityacTime BoHM 3a3HaIOTh BHYTPIIIHBOYTPOOHOI 3aruderi. [CHye ABa mpereaeHTu, iy
4ac SIKUX HOBOHAPOIKEH1 (XJIOMYUK Ta JIIBUMHKA) 13 ICTUHHOIO TETPAILIOIIIEI0, TPOXKIIIH
noHaz 1,5 poku [6]. Takox, Oysio 3a(iKCOBaHO KUJIbKa BUMAJKIB, TIPH SKUX z[im, 10
OpUKIaAiB € xjomyuk 11 pokiB, y sKOTo TeTpanJIo'inHo—z[Hnno'iz[HHﬁ MO3aiLH3M.
Kapiorun xmomuuka cranHoBuTh 92, XXYY/46,XY [42].

MyTariii 3a aHEYIIOIAIEI0 TAKOXK MOAUISIOTHCS Ha JBA TUIM: MOJICOMIS — sIKa B
CBOIO YEPry pO3MOAUISIETCS Ha TPHUCOMIIO, TETPACOMIIO 1 IMEHTAacOMil0, a TaKOXK
MOHOcoMis [7].

VY pasi nosicomii KUTbKICTh XpOMOCOM 30LIBIIY€EThCS, (DOPMYIOUM KibKa KON
KOHKPETHOI XPOMOCOMH. 3a ayTOCOMHUM THUIIOM, ICHY€E JIMIIIE TPU BapiaHTH TPHUCOMII:
cuaapom Jlayna (tpucomis 21 xpomocommu), cuuapoMm Enpsapaca (tpucomis 18
xpoMocoMH) Ta cuHapom [laray (Tpucomist 13 xpomocomu). [HII ayTOCOMHI TprUCOMIi €
JETATBPHUMH Ha PaHHIX TEpPMiHAX BariTHOCTI. 3 POKaMH Y >KIHOK MIiJABUIIYETHCS PU3UK
HApO/KCHHS JUTHUHU 3 ayTOCOMHOK TPHUCOMIEID, IO TMOB'SI3aHO, 31e01IbIIOTO, 31

3MEHIIEHHSAM KUJIBKOCTI SIMLEKIITUH B opraHizmi [2;7].



28

[Tonicomist 3a cTaTeBUMU XPOMOCOMaMH YTBOPIOE YUCIIEHH]1 BapilaHTH KapiOTHUIIIB,
y Mexi1 Big 47 1o 49 xpomocoMm B Habopi. Cepell HUX, BUIUISIOT PSJT MyTalllif: CHHIAPOM
Knaitnpensrepa (mabiBimomimmuit — 47, XXY, pigkicai — 48 XXXY, 49,XXXXY),
nosicoMis X (HaBigomimmid — 47, XXX, pigkicHi — 48, XXXX, 49, XXXXX), a Takox
nomicomis Y (HaiBimomimmui — 47,XYY, iHmni — piakicHi) [2;7]. KoxxHe aHoMalnbHe
30UTBIIIEHHST KUTBKOCTI X XPOMOCOMH, MOKE TMPU3BECTH 10 MiABUIICHHS BIJCOTKA

HMOBIPHOCTI pO3yMOBOI1 BIJICTAJIOCTI Ta 1HIIKUX O3HAK MOTIPIICHHS PO3BUTKY [6].

I TR
o
; ;sos L) “’ch

Puc. 1.14. Kapioepama oisuunku 3 nenmacomiro — 49, XXXXX [23]

€IMHOI0 KUTTE3IaTHOIO MOHOcoMiero € cuHapom IllepemeBcekoro-TepHepa,
Kapiotun sikoro nopiBHioe 45,X. Ilpu moBHOMy mposiBlI MyTamii BiACYTHS ofHa X
XpOMOCOMa, HaiyacTiiie BHACHIIOK MOPYIIEHb Y Mpoiieci Meio3y y 6arbka [2]. 3 miei
npuanHA, X XpoMocoMa MOxe He chopmyBaTHUCs, a00 3a3HATU OYAb-SIKUX CTPYKTYPHUX
3MiH. [{e Moxe OyTH siK Aeselist OJTHOTO 3 IJIeUei, yTBOPEHHS KUIbLIEBUX XPOMOCOM, P13H1
TpaHCJIOKaIlii, a TaK0X (OPMYBaHHS 3 KOPOTKUX a00 JIOBrUX IUICYEH 130XpoMocomH [6].
Takox, ICHye€ 4YacTKOBUH MpOSB CHUHIAPOMY, Y BHUIJISAI Mo3ainu3Mmy. BiH mporikae

CUMITTOMATHYHO JIertie, Hixk moBHUM cunjipom lllepemecrkoro-Tepuepa [30].
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1.3.4. Mozainusm

Mo3zainu3m — 11e MOpyILIEHHS, MIPU SIKOMY 3 OJIHI€] 3UTOTH YTBOPIOETHCS JiBa ab0
O1JBIIIE TUTIH KJIITUH 3 PI3HUM TeHETUIHUM CcKJazoM [2]. Lle BinOyBaeThCs i yac MiTO3y,
HalyacTilie MpU3BOASYM J0 HE po30DKHOCTI abo aHadazHOI 3aTPUMKH CECTPUHCHKHX
xpoMatuz. Y pas3l He po301KHOCTI, OOHUJIBI CECTPUHCHKI XPOMATHUIU MEPEXOASITh [0
OJTHOTO TIOJTIOCY, (POPMYIOUH KapiOTHI 3 TPUCOMHUM Ta MOHOCOMHHM Ha0OpaMu KJIITHH.
Sxmo x B aHadasl NeSsKuX KIITHH BiIOYBaeTbcs 3aTpUMKa X XpPOMOCOMH, II€ B
MOJAJIBIIOMY MOKE TPHU3BECTU A0 11 BTpAaTH N YTBOPEHHIO KapioTHUIA 3 YaCTKOBO
HOpMaJbHIMH Ta aHOMAJbHUMH KIITHHAMHU, THM CaMHUM yTBOPIOIOYH MO3aiduHy Qopmy
cunapomy Ilepemescrkoro-TepHepa (45,X/46,XX). BimobpaxaeTbcss MO3ailu3Mm 13
TaKUM KapioTUIOM npuonu3no y 15-25% mnartienTok 13 cunapomoM IlleperieBcbkoro-
Tepuepa [7]. [nun hopmMu nposBISIIOTHCS PifIIe, OCOOIUBO 3 MOTPIMHUM KapiOTUIIOM, Y
CKJIaJl SIKOTO MICTUTBhCS 130XpomMocoMa Xq (1o 10%) [44].

3ycTpiyaeThCcsl MO3aillM3M Ha PI3HHMX €Tarax pPO3BUTKY: paHHIN (CTOCYEThCS BCIX
KIITAH OpraHi3My) 1 Mi3Hii (BiZoOpakaeTbCsl TIIBKM B KOHKPETHUX TKaHMHaX abo
opraHax) [2;7]. IloBepTarouucCh [0 BHILNE 3raJaHOr0 XJIOMYUKA 3 TETPaIuIoigHO-
JTUTLTOTTHUM MO3ailIU3MOM, HOpMaJIbHUHN XpoMocoMHMI HaO1p (46, XY') y HLOTO BUSIBIIIH
B KpoBi, a Tetpamoinauii (92, XXYY) — y ¢idbpobnacrax [42]. Ilix gac npoBeaeHHsS
aHai3y CIiJi BpaxOBYBAaTH, IO MPH MI3HbOMY MPOSIBI MO3AIMU3MYy pPE3YJIbTaT MOXE
BUSIBUTUCS XUOHUM. 3 L1€1 MPUYMHM TOTPIOHO NPOBOAUTH PETEIbHE OOCTEKEHHS 1 B pasi
HEOOXITHOCTI BUKOHATH TOBTOPHUW aHaNi3 [JIs MiATBEP/HKEHHS a00 CIPOCTYBAHHS
JI1arHO3Y.

1.3.5. Cungpowm lllepemeBcbkoro-TepHepa

Cunnpom [lepemescrkoro-Tepuepa (abo cunapom Tepuepa) — e XpoMOCOMHA
aHoMaJlisl, MPU SIK1M BIJICYTHS MOBHICTIO @00 YaCTKOBO OHA cTaTeBa X Xxpomocoma [44].
OdimiitHO 3axBOpIOBaHHSA OyJIO0 OMHMCAHO Ta HA3BaHO Ha YECTh JBOX BueHUX: M. A.
[epemeBcbkum y 1925 p., a yepe3 13 pokiB, X. X. TepHep BHU3HA4YMB OCHOBHI 3

CUMIITOMAaTUYHI TPOSBH CUHAPOMY, OIHKCABIIA CiM XBOpux 15-23 pokiB: mupoka
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KpWJIONO/10HA 11K, 3aTPUMKA POCTY Ta CTaT€BOTO PO3BUTKY [2;46]. Bynu i iH1I1 BueHi,
K1 TaKOX 3poomiii He MeHIMi BHecok: [I. b. Mopransi (1768 p.), O. Yibpix (1938 p.) —
OIMCABIIY BOCBMUPIUHY AIBYMHKY XBOPY Ha CHHIIPOM, a Takoxk Y. ®opx (1959 p.) — saxwuii

BCTaHOBHB I[I0 XBOPOOY, SIK MOHOCOMIIO 3a X-Xpomocomoro [20;44].

U“ g S v e
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Puc. 1.15. Kapioepama sncinku 3 cunopomom ILllepewescorozo-Tepnepa [32]

3a ocTraHHIMH AaHUMH BigoMmo, 1o Jmire reH SHOX BigmoBimae 3a AesKi
dbenotumnosi nposisu cunapomMy lllepemeBchkoro-Tepuepa. Ha xanb, 3apa3 O1IbIIICTD
O3HaK CHUHIPOMY JTOCTOBIPHO HE BHMBYEHI. BuUeHI mpaitoloTh HaJ IIUM, CIIPOCTOBYIOYH
PaHHIO JYMKY IIPO T€HETHYHY MpocTOTy cuHapomy lllepemeBcbkoro-Tepuepa [44].

[IposiBisieTsest cuHapoM 3 dactororo 1 Ha 2500-3000 HOBOHapomkenux [3;20].
[ToBHa MOHOCOMIst X Hal4acCTiIIIe € JIETaJTLHUM Ha PaHHIX eTarnax pO3BUTKY, TOJII sIK XBOP1
Ha Mo3aiuHy ¢opmy cunapomy lllepemeBcbkoro-TepHepa MepeHOCATh 3aXBOPIOBAHHS
no-pizHomy. [Ipu nerkiii popmi, MO3ailIM3M MOXKYTh HE JIaTHOCTYBATH Yepe3 BIJICYTHICTh
TUTIOBUX TIPOSIBIB CUHJIPOMY. ICHYIOTH BUMAAKU, IPH SKUX MO3AiIN3M (PEHOTUIIOBO CTAE
MOMITHMM, BIUIMBAlOYM Ha META0O0JII3M, CEpPILIEBO-CYJANHHY CHUCTEMY, HUPKHU, a TaKOXK
penpoaAyKTUBHY (YHKIII0. Y CepeHbOMY CHHIPOM IIarHOCTYIOTh Y XBOPHUX BIKOM 15
pokiB. Y 20% BuMaAKiB 3aXBOPIOBAHHS 3aJUIIAETHCS HE aiarHocToBaHuM. lle Moxe
MPU3BECTH JI0 MOTIPIICHHS CAMOIMOYYTTS, 110 MOKHA OyJI0 O YHUKHYTH IIPHU HAasIBHOCTI
paHHBOI1 giarHocTukU [44]. HalimommupeHimmM KapioTUIIOM cepel BCiX Mo3aidHuX (hopm

cunapoma [lepemeBcrkoro-Tepuepa € 45,X/46,XX [4].
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Opni€l0 3 CTPYKTypHUX MyTaliid, BiacTuBol0 cuHapomy lllepemeBcbkoro-
Tepnepa, € 130xpomocoma X [7]. BoHa Moe BUABIATHUCS HE JIUIIE K €IMHUN BaplaHT
KapilOTHUITY, aJIe ¥ Tpu Mo3aiuHii (opMi CUHJIPOMY, BBOXKAIOUHCH PIAKICHUM sIBUILEM [44].
[30xpomocoma X, xapaktepHa mis cuaapomy lllepemecrkoro-TepHepa, popMyeThCs 3
MOJABOEHUX JIOBTUX IUIedYedl cTtaTeBoi X-xpomocomu [7]. AxTtuBamis poOOTH
130XpOMOCOMH Ta MOsIBA JIOJATKOBOTO T€HETHYHOTO Marepially B Hill BiIOyBaeThCs 3a
BizicyTHOCTI reHa XIST, 1m0 mpu3BOAUTH 10 OUIBIIT BAKKOTO MEpeOiry CHHAPOMY, HiXK 32
fioro HasBHOCTI [28].

HagBnuicte X xpoMocoMuM B MoO3aiyHOMY KaploTumi a0o KapioTumi 3
130XpOMOCOMOI0 MOK€ OyTH MPE/ICTaBlIeHa B PiBHIM MMOBIPHOCTI K OaThKIBCHKOI, TaK 1
MaTEepUHCHKOI CTaTEBOI XPOMOCOMH, Ha BIAMIHY BiJ TOBHOTO TIPOSBY CHHIPOMY
[epemeBcbkoro-TepHepa, Ae X-XpoMocoMa MEPEBAKHO YCIAIKOBYEThCA BlJ Marepi
[44].

[Ipu oGcrexxenni Ha migo3py cunapomy lllepemeBchkoro-TepHepa, nepiie Ha 110
3BEPTAIOTh yBary, 1i¢ Ha HasiBHICTh HU3bKOTO POCTY, KOPOTKOI Ta IMUPOKOT KPUIOTOI10HOT
i, MUAPOKY TPYIHY KITKY, HU3bKE pO3TAllyBaHHA JIiHII BOJOCCS Ha TMOTWJIMII,
O0COOJNMBUI BUIJISA O4Yeld (AaHTUMOHTOJIOIAHUN pPO3pi3, €MIKaHTHA CKJIAJKa, OIMYIIEHI
BEpXHI TOBIKM (MTO3)), IIMPOKUMA JI0O, MajlieHbKe MiA0Opiasi, BUCOKE (TOTUYHE)
miHeO1HHS, 1e(OPMOBaAHI Ta HU3BKO MOCAKEHI ByXa, a TaKOXk MOPYUIEHHS OIMOpPHO-
pyxoBoi cuctemu [3].

Cepen KIIHIYHMX TPOSABIB, TOJOBHY pOJb BIJITpae CTaTEeBUH PO3BUTOK. 3a
HAssBHOCTI CHUHJAPOMY, 3a3BHYail CIIOCTEpIracThcs NMEepBUHHA ameHopes (96%), areHesis
roHaj, nucreHesist seyHukiB (90%), 1m0 9acto mpu3BoAUTH M0 Oesmtigas. Kpim Toro,
JIOAM 13 3aXBOPIOBAHHSAM MOXYTh CTpaXJaTd Ha LyKpOBUH niabeT 2-ro THILY,
rinepToHito, nopymeHHs ciayxy (53%), nHupok (40%), a TakoXX CepleBO-CYIUHHOI
cucteMu. Piiko crmocTepira€Tbcsi MOPYLIEHHS IHTEIEKTY. ICHye MiABHILEHUN PHU3UK

IMyHHHUX 3aXBOpIOBaHb [2;4;44].
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BusBnseTscs CHHAPOM BXE MPU HAPOHKEHHI. 3a MESIKAMU JaHUMU, IATHHA
HApOJIKYETHCS Ty»Ke MaJIeHbKUM 3pocToM (Bia 42 1o 48 cM) Ta Baroro (Bia 2500 qo 2800
r). [amn o3Haku, Hacammepen, BianoBigaoTh Tpiaal X. X. TepHepa. Jlo moBeiHKH, 1110
BJIACTHBE JITSAM 13 3aXBOPIOBAHHSIM, HAJIE)KATh: TPY/IHOIII 31 CMOKTaHHSM, TPUBOXKHICTb,
IHTEeHCHBHE OroBaHHA [2].

[cHye HeBenWKMiA BiJICOTOK BCTAaHOBJICHHS HasBHOCTI ckomio3y (10%) mig uac
obcrexxeHHs mIiTKIB [3]. OQHUM 13 TOKA3HHUKIB TaK CaMO € 3MCHIIICHHS OBOJIOCIHHS Ha
J00ky Ta mija mnaxBamu [4]. CepeaHiit picT BIAPI3HIETBCSA 3aleKHO BiI (Gopmu
3axBoproBaHHs. CTaTUCTHKA MOKA3ye, 10 0COOM 3 MO3aiuHUM KapioTurnoM 45,X/46,XX
MarOTh BUIIHMK PICT, HIXK 13 TOBHOIO (hopmoro — 45,X [27].

Y 99% mioaiB, BTpadeHUX IIiJl Yac BariTHOCTI CIIOCTEpIrajucs Baau cepis. Y
MOCTHATAJIbHUM Tepios, Y xBopux Ha cuHapoM IllepemeBcrkoro-TepHepa, 4acToro
MPUYUHOIO CMEPTI € MOpPYIICHHS cepleBo-cyauHHoi cuctemu (moHan 40%) [4;44].
Haii611b11 4y TAMBUMU 10 LBOTO MOPYILIEHHS € JIFO/IH, Y SIKAX B KaplOTHIII € 130XpOMOcoMa
Xq [44].

Ha nanuit MOMEHT, BUJTIKYBaTH T€HETUYHE 3aXBOPIOBAHHS HEMOKIIUBO, aJIe MOKHA
MOJIMIIUTHU AKICTh XUTTS XBoporo [28]. [lounHaroun 3 paHHBOTO BIKY, Iy’KE€ BAKIMBO
3MIMCHIOBATH MEAUYHE OOCTE)KCHHS, a1 BUSBUTH OCHOBHI KJIIHIUHI TIPOSIBU CHHIPOMY.
Taxum gyuHOM, (DOPMYETHCSI KOMIUICKCHE JIIKYBaHHS ISl YPaXKECHUX CHCTEM Ta OPTaHiB.
Oco0nuBO 1I€ CTOCY€ThCA MOPYIIEHb PENpONYKTUBHOI (PYyHKUII. Y gopociomy Bill,
MpU3HAYEHE TOPMOHAJbHE JIKYBaHHS MOXE MPOXOJUTH 3HAYHO CKIAIHIIIE, HIK
po3moyatd Moro Ha paHHbOMY eTari XUTTS [44]. Te caMme cTOCy€eThCs 1 omepalliii mpu
MOPYILIECHHSIX CEPLIEBO-CYIMHHOI CUCTEMU [4].

VY neskux BUIMAIKaX PEKOMEHIYEThCS BHJAJIEHHS TOHAA, OCKUIBKUA ICHYE

MIJBUIIICHUN PU3UK OHKOJIOTII [3].
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Po3ain 2. MATEPIAJIN TA METO/IN

VY it pobOTI TPOBOIMIKCS BUMIPIOBAHHS LIEHTPOMEPHOTO 1HIEKCY XpOoMOCcoM 1,
2, 3 Ta X y XIHOK 3 HOpPMaJbHUM KapiOTUIIOM 1 Tpu Mo3zainu3Mmi 45,X/46,XX. Jls
nociimkenHs Biniopanu 10 qiBuaT, SIKUX pO3IUTHIIN Ha JBl TPYHH B KOXKHIHN 3 SIKUX 1O 5
oci0: KOHTpOJIbHa TIpymna Ta Tpylna 3 MO3aiYHUM KapiOTUIIOM TIPU CHUHJIPOMI
[epemeBcbkoro-Tepuepa. B koxHOi 3 AiBuat Binidpanu mo 10 metadazHux miacTHHOK
3a0apBiieHUX TOMOTeHHHM crnocobom. KonTponbHa rpynma mama Bci MmeTtadasu 3
XpOMOCOMHHMM HabopoM 46,XX, y TOH yac sk rpyra 3 MO3ailli3MOM MEPEBaKHO MaJIH 110
5 metadaz 46,XX,15—45,X. Y npoueci po6oTu Oys10 BUSBIEHO y ABOX J1BYAT MOTPIMHUIA
kapiotun — 45,X/46,X,1(Xq)/46,XX. OCKUIbKM CIOYaTKy HaIIol poboTor O0yIio
mpoaHanizyBaT  Mo3aiuHi  kapiotunu  45,X/46,XX, MOBHOIIHHOTO  BiI0OpYy
130xpomMocoMHUX MeTadas He Oyno. Beboro y poboTi mpeacTaBieHo 3 130XpOMOCOMHI
meTadasy, 2 3 AKX HaJleKaTh OJHIN 0c001.

Crnepury npoBeid NEpBUHHY Bi3yalbHY 11eHTU(IKaLII0 KOxkHOI mapu 1, 2, 3 ta X
xpoMmocoM. [1]o6 peranbpHille BUBYUTH KOXHY XPOMOCOMY Ta MIATBEPAUTH abo
CIIPOCTYBaTH iX EPBUHHY 11eHTU]IKAILIII0, MeTada3H1 MIacTUHKU (oTorpadysBanu 1 s
BUMIPIOBaHb BUKOPUCTOBYBaJIU Mporpamy ToupView.

[IpoanainizyBaBIIM HAyKOBY JITEPATYPy MU AI3HATIUCSA, 110 IIEHTPOMEPHUHN 1HJIEKC
BCTAHOBIIIOE€ BEJIMYMHY XPOMOCOMH Yy CITIBBIIHOIICHHI JOBXUHHU KOPOTKOTO TuIeYa 0
JOBXMHU BCi€i Xpomocomu, 6epyud ii 3a 100%. IIpu BUMIpIOBaHHI KOKHOI XPOMOCOMH,
OTPUMYIOTHCSI JIBA 3HAUEHHS — JOBKMHA KOPOTKOTO IIeya Ta JOBKUHA BCIET XpOMOCOMH.
3actocoBaHa nporpama ToupView 103BOJIsiE OTpUMATH BUMIpH 3a 1uppoBUMHU (HOTO B
miKceNnssx 0e3 HeOOXiHOCTI MOMepeHbO1 KaliOpOBKM Ta MPHUB’S3KK JO MaciiTady Ta
30umbmeHHss (oro. IleHTpoMepHU 1HAEKC € CITIBBIAHOIICHHSM JIOBXKHH, IO TaKOX
JI03BOJISIE HE OpaTH JI0 YBaru BiMIHHOCT1 ()OTO 3a MaciITaboM Ta 301IbIIICHHSIM.

Uepes mpaBuia KoH(DIACHINIIHOCTI, 3a3HaYaTH MMOBHI IMEHA Ta MPI3BUIIA € MOPYIICHHIM
HOPMH MOpaJi 1 MpaBa, TOMY Y KOXHIM Tpynl y4acHHIIO OYyJI0 IPUMHATO 3aKOAyBaTH:

koHTpoJdbHa rpyna — . K., JI. 1., III. K., B. H., Y. JI.; rpyna 3 MO3ai4H1M KapiOTUIIOM
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npu cuuapomi [llepemescrroro-Tepaepa — I11. H., 3. K., P. A., C. €., I1. €.. [Ipuknaau
¢dboTo MeTada3zHUX MIIACTHHOK 3 MO3HAYEHUMH XpoMocoMamu (oAHe abo Jekiibka GoTo

Ha KOKHY JIFOJIMHY, B 3aJIE)KHOCTI B1J] Kap1OTUILY ), HABEIECHI HUXKYE.

KontpouabHa rpyna

@omo 1. Memacgpaznua nnacmunka A. K. @omo 2. Memadgaznua nracmunxa JI. J[.

®Domo 3. Memadghazna nnacmunka L. K. @omo 4. Memadgpaszna nracmunxa B. H.



@omo 5. Memacgpaznua nnacmunka 4. /.

35
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I'pyna 3 mo3aiunum kapiotunom npu cuaapomi llepemescbkoro-Tepuepa

a) 0)
@omo 6. Memadghazni nracmunxu 1. H.: a) 45,X; 6) 46,XX

a) 0)
@omo 7. Memadghpasui nracmunxu 3. K.: a) 45,X; 6) 46, XX



6)
Domo 8. Memadhasui nnacmunxu P. A.: a) 45,X; 6) 46,X,i(Xq); 6) 46, XX

37



6)
@omo 9. Memadghaszni nnacmunxu C. €.: a) 45,X; 6) 46,Xi(Xq); 6) 46, XX
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a) 0)
@omo 10. Memagpaszni nnacmunku I1. €.: a) 45,X; 6) 46, XX

MeToau CTaTUCTHUYHOTO aHAI3y JAHUX: JJIS KOXKHOi 0cOOM pO3paxOBYBaIU CEpPEIHIO
apudMeTHIHY TTOKa3HUKA «IIEHTPOMEPHUN 1HACKC)» KOYKHOT JOCIIHKYBAHOT XPOMOCOMH
Ta CTaHIAPTHY NOXUOKY cepeanpoi apudmerndroi. [li maHi BHUKOPHCTOBYBAIW IS
Bi3yamizauli. J[iBuataM 1HAMBIAYyalbHO BUMIPIOBAJIM 3HAYEHHS LIEHTPOMEPHOIO 1HAEKCa
XpPOMOCOM, BUKOpPUCTOBYI0UHM kputepiii Kpackena — Yommica (H), Ta mopiBHIOBamu maHi

rpyn 31 HOPMAJIBHUM Ta MO3aiuHUM KaploTUIOM t-kputepieM CTbIOACHTA.
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Po3ain 3. PE3YJIBTATHU TA OBTTOBOPEHHS

[Ticns Bi3yanbHOT 1eHTH]IKALIT XpOMOCOM, 100 MIATBEPAUTH ab0 CIPOCTYyBaTU
OyJ10 IpOBE/IeHE BUMIPIOBAHHS LIGHTPOMEPHOTO 1HACKCY JIJIsl OCTATOYHOTO pe3yibTaTy. Y
MiJCYMKY, BAQJIOCS MIATBEPAUTH HAICKHICTh XpoMocoM 1, 2, 3 ta X, 10 THX K€ HOMEPIB
1 TOMOJIOT1B, SIKMX OYyJIO BiJl CAaMOT0 MOYaTKy 1IEHTU(IKOBAHO BI3yaJIbHO.

3a pesynapTaTaMd BHUMIPIOBAaHb Ta aHali3y BCTAHOBJICHO, IO OCIHIKyBaHI
XPOMOCOMH XapaKTEPU3YIOThCS HEBEIMKOI BapiaOeibHICTIO LIEHTPOMEPHOTO 1HIEKCA.
Ile cmocrtepiraeTbcsi 4Yepe3 IHAMBIAyaIbHY KOHJCHCAIIIDO XPOMOCOM B MeTadazHHuX
MJJACTUHKAX, 1110 € HOPMOIO, HE HajexXauu 10 adepartii.

3HauCHHS LEHTPOMEPHOTO 1HJEKCa XPOMOCOM OKpPEMHUX TAIlleHTIB He
BIJIPI3HAIOTHCA (OLIIHIOBAIM 3a jomoMororo kputepiss Kpackena-Yommica (H)), mo
J03BOJIHIIO 00’ €HATH J1aHl MO PI3HMX Mall€HTKaX 1 HOPIBHATH IPYNH 31 HOPMAJIbHUM Ta
MO3aiyHUM KapioTunoM (t-kputepiem CtbiofeHTa). BiiMiHHOCTEH 32 TaHUM TOKAa3HUKOM
MDXK Mali€eHTaMHd 3 HOPMAJIbHUM Ta MO3aiYHUM KapIOTUIIOM TaKOX BHUSBIEHO HE OyJIO.
Harmi naHi p 3HQUMMOTO BUSIBUIIMCS BUIITUMU, HIXK ctanaaptHe 0,05.

Jist  Bcix XpoMocoM OyJio MIATBEP/KEHO MPHHAIEKHICTh JI0 TEBHOTO
BIJIOBITHOTO cTaHaapTHoro tuny (1 ta 3 —MeraueHTpuyHi; 2 Ta X — cyOMeTalleHTpUYH1)
32 YMOBH 3aCTOCYBaHHSI BUKOPHUCTAHOTO B pOoOOTI MAXOAY Ta 3aCO01B.

Hwxue npencrapiieni rpadiku sKi BiAMOBIAAI0TH OKPEMO 3a KOXKHY JTOCTIIKYBaHY
xpomocomy. [lepri 3 HagarOTh XapakKTepUCTUKY XpoMocoM 1, 2, ta 3. He3HauHuii piBeHb
K 1HAMBIAYaJbHOT TaK 1 TPYMOBOi MIHIUBOCTI ayTOCOM, Ha HAI MOTJISJI, CBITYUTH MPO
CTPYKTYpHY CTaOUIbHICTh JOCIIIKEHUX XpoMOcoM. [Ipo BIZICYTHICTh B HUX BETTUKHX, 200
3HAYHO1 KUTBKOCTI JIENEIIii, IHCepIIii, TPAaHCIOKAIIIH, TyTUTIKAIlIH.

Ha puc. 3.4. HasiBHI pe3ynbTaTh aHai3y AaHuX 1o xpomocomi X. I xoua BizyanbHO
31a€ThCS, IO BapiabENbHICTh X-XPOMOCOM 3a IIEHTPOMEPHUM 1HJIEKCOM B MO3al4HUX
KapioTumax Ounblma (OCTaHHI JB1 MAIlIEHTKH), CTaTHCTHYHHMH aHalli3 HE MiATBEPIUB

HAasIBHICTh BIIMIHHOCTEH MiX TpyIaMH.
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B tabn. 1 okpemo Oynu BUIIIEH] pe3yIbTaTH 00paxyHKY IIEHTPOMEPHOTO 1HAEKCa
JUTSL KUTBKOX BHUSBJICHHX 130XpoMocoM X. Y NaHOMY BHUIAJKy, TEHETHUHUN Martepiaj
MPEACTABICHUM TUIBKM MaTepiajoM JOBroro miaeda. | IeHTpoMepHUl 1HJIEKC YiTKO
BigoOpaskae, 10 MpeAcTaBieHl X XpOMOCOMH HE CyOMETalleHTPUYHI, K MaloThb OyTH, a

(baKkTHYHO METaleHTPHUYHI, OCOOJIUBO Ti, 110 BUsBIEHI Ha (oTO 3 Ta 4.

Xpomocoma 1

n.Ao. L. K. B. H. 9. 4. L. H. 3.K. P.A. C.€ M. €.

A. K.

0,6

0,5

(4acTka)

0

S

0

w

o

LLEHTPOMEPHUI iHAEKC

0

~

0

[N

o

Hopma Hopma Hopma HopMma HOpMa  MO3aiyHMI MO3aiyHMI MO3aiyHMI MO3aidHUIA MO3aiuHUIA

Puc. 3.1. Xapaxmepucmuka inOugioyanbHoi MiHIUBOCMI YeHMPOMEPHO20 IHOeKCy Xpomocomu 1 y

2EHEMUYHO 300POBUX HCIHOK Mma 3 MO3aiyHum cunopomom Lllepewescvkoco-Tepuepa
H(ropma)=0,59 (4, N = 200), p=0,96; H(mo3ainmu3m)=0.66 (4, N = 200), p=0,96;
t(Hopma — mo3ainusm) =0,22, p=0,41)



Xpomocoma 2
0,45

A K. n. Aa. L. K. B. H. 4. 4. . H. 3.K. P.A. C.€ n.e€.

HOpMa HOopMa HopMa HOopMma HOPMa MO3Qi4YHMI MO3aTYHN MO3aiYHMI MO3aTYHNI MO3aiYHM I

(4acTtka)
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LLEHTPOMEPHU iHAEKC
o
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[95]

o
o ©
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o

Puc. 3.2. Xapakxmepucmuka ino0ugioyanvHoi MiHIU80CMi YeHMPOMEPHO20 IHOEKCY XPOMOCOMU 2 Y
2EHEeMUYHO 300POBUX JHCIHOK ma 3 Mo3aiunum cunopomom Illepewescoroeo-Tepuepa

H(ropma)=0,29 (4, N = 200), p=0,99; H(mo3zainuzm)=0.36 (4, N = 200), p=0,99;
t(mopma — mo3aiuuzm) =0,54, p=0,29)

Xpomocoma 3
0,5

0,45
0,4
0,35
0,3
0,25
0,2
0,15
0,1
0,05
0
A. K. n.Aa. L. K. B. H. 4. 4. . H. 3.K. P.A. C.€ n.e€.

HopMa HopMa HopMa HOopMa HOpMa MO3ai4YHMIAMO3aT4HHMIIMO3aTYHNIIMO3aTHHNIIMO3ATYHNI

(yactka)

)

LEHTPOMEPHUIN iIHOEKC

Puc. 3.3. Xapakxmepucmuka in0ugioyanvHoi MiHIUB0CMI YeHMPOMEPHO20 IHOEKCY XPOMOCOMU 3 Y

2eHeMUYHO 300POBUX HCIHOK ma 3 Mo3aiunum cunopomom Lllepewescoroeco-Teprepa
H(nopma)=0,56 (4, N = 200), p=0,97; H(mo3ainu3m)=0.88 (4, N = 200), p=0,93;
t(mopma — mo3ainuzm) =0,61, p=0,27)
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Xpomocoma X
0,45

0,4

0,3
0
0,2
0
0,1
0
0,0
0
A. K. n. a. L. K. B. H. 9. 4. L. H. 3.K. P.A. C.€E M. €.

HopMa HopMa HopMa HopMa HOpMa | MO3aiyHWUI MO3aiYHUIN MO3AIYHMIA MO3AIYHUI MO3aTUHUI

LEeHTPOMEpPHUI iHAEKC (YacTKa)
P o0 N o wo»

(93]

Puc. 3.4. Xapaxmepucmuxa inOugioyanvbHoi MIHAUBOCII YEeHMPOMEPHO20 IHOEKCY Xpomocomu X y
2eHeMUYHO 300POBUX HCIHOK ma 3 Mo3aiunum cunopomom Lllepewescokoeco-Teprepa
H(ropma)=1,05 (4, N = 199), p=0,90; H(mo3aiuu3m)=0.87 (4, N = 144), p=0,93;
t(nopma — mo3ainusm) =0,03, p=0,49)

Tabnuys 1.
Xapaxmepucmuka iHOUIOYaIbHOI MIHAUBOCMI YEHMPOMEPHO20 THOeKCY i30Xxpomocomu X Y JHCIHOK 3

MmosaiyHum cunopomom Lllepeurescokozo-Tepuepa

Ocoba Homep JIoB:KHHA KOPOTKOI0 JloB:xuHa BCi€l LenTpomepHuii inaexc
(xom) XPOMOCOMH mie4ya XpPOMOCOMH

P. A. Xiq 133,77 267,61 0,50

P. A. Xiq 29,05 66,01 0,44

C.€. Xiq 34,65 70,41 0,49
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BUCHOBKHA

1. OnaHoBaHO TEXHIKY BHUIOTOBJICHHSI MpernapaTiB MeTadaszHux XpoMOoCcoM
JIOJIMHM Ta 1X GoTorpadyBaHHS.

2. 3i0pano BuOipKy ¢ororpadiii MeTtada3HUX XPOMOCOM I’ SIThOX T€HETUYHO
3I0POBHX >KIHOK 1 II’SIThOX 3 MO3aiuHuM cunjipomoM lllepemeBcrroro-Tepuepa. s
KOXHOi 0ocoOu mpoanHanizoBaHo nmo 10 meradasHMX IMIACTUHOK Ta Bi3yaJdbHO Ha
KOXKHI/ BCTAaHOBJIEHO XpoMocomH 1, 2, 3 ta X.

3. 3niiicHeHO BUMIipU JOBXKHUH XpomocoM 1, 2, 3 ta X Ta ix ruieuedt Ha (HoTo
MeTada3zHuX MIACTHHOK 3a JOTIOMOTOI0 MporpamMHoro 3ade3neueHHs: ToupView Ta 3a
pe3yJibTaTaMu BUMIPIB pO3paxoBaHO LEHTPOMEPHUN 1HAEKC AJIsl KO)KHOT XPOMOCOMM.

4. Po3paxoBanuii B OOpaHHil CIOCIO IIEHTPOMEPHHM 1HJIEKC JO3BOJIMB
KBaliiKyBaTH XpoMocomy 1 Ta 3 K METAalleHTPUYHI, a XpoMocoMHU 2 Ta X — sIK
cyOMeTaleHTpUYHi.

5. CratucTUYHO 3HAYYII BIAMIHHOCTI 3@ LIEHTPOMEPHUM 1HIEKCOM XPOMOCOM

1, 2, 3 Ta X MiX marfieHTKaMy 3 HOPMAJIbHUM KapiOTHIIOM Ta 3 MO3aiYHUM BiJICYTHI.
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AHOTAIIISA

PoboTa BukiIameHa Ha 50 cTopiHKax APYyKOBAHOTO TEKCTY, MICTUTh 28 pUCYHKIB Ta 1
TAOIUIIIO.

Ki1r04oBi ci10Ba: XpOMOCOMH, ICHTPOMEPHUM 1HIAEKC, MO3AIIHU3M.

MeToro pob0TH € XapaKTepUCTUKA PO3MIPHHUX MapaMeTpiB xpomocoM 1, 2, 3 ta X
y KIHOK 3 HOpPMajJbHHUM KaplOTUIIOM 1 mpu wmo3aimmsmi 45,X/46,XX Ta oOIliHKa
Bap1a0eNbHOCTI HEHTPOMEPHOIO 1IHJAEKCY IS LIUX XPOMOCOM.

B pe3ynbTaTi BUKOHaHHA 310paHo BUOIpKY (oTorpadiii MeradazHuX XpoMOCOM
I’SIThOX TEHETUYHO 3J0POBHX JKIHOK 1 II'SIThOX 3 MO3aiYHHUM CHHIPOMOM
[llepemeBcrkoro-TepHepa. s koxkHOi ocobu mpoanamizoBaHo mo 10 MeradazHux
IUTACTUHOK Ta Bi3yaJIbHO Ha KOXHIiM BCTaHOBJIEHO XpomocomH 1, 2, 3 ta X. 3aiiicHEHO
BUMIPH JTOBXHH XpoMmocoM 1, 2, 3 ta X Ta ix reueit Ha poTo MeTada3HUX MJIACTHHOK 32
JIOTIOMOTOI0  TpOorpaMHOro 3abe3nedeHHs ToupView Ta 3a pe3ylbTaTaMH BHMIPIB
PO3paxoBaHO IIEHTPOMEPHUH 1HJICKC IS KOXKHOT XpoMocoMHU. Po3paxoBaHuii B 0OpaHMii
croci®0 IEHTPOMEpPHUHM I1HJEKC JO3BOJIMB KBamidikyBaTH XpomMocomy 1 Ta 3 sk
METalEHTPUYHI, 2 XpOMOCOMH 2 Ta X — AK cyOMeTaueHTpuyHi. CTaTUCTUYHO 3HAUYLI
BIJIMIHHOCTI 32 IIECHTPOMEPHHUM 1HJIEKCOM XpomocoM 1, 2, 3 Ta X MiX Malli€eHTKaMH 3

HOPMAJIbHUM KapiOTUIIOM Ta 3 MO3aiYHUM BIJICYTHI.
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ANNOTATION

Keywords: chromosomes, centromere index, mosaicism.

The aim of the study is to characterize the dimensional parameters of
chromosomes 1, 2, 3, and X in women with normal karyotype and mosaicism
45,X/46,XX and to assess the variability of the centromere index for these
chromosomes.

As aresult, a sample of metaphase chromosome photographs of five genetically
healthy women and five women with Sherechevsky-Turner mosaic syndrome was
collected. For each individual, 10 metaphase plates were analyzed and chromosomes 1, 2,
3, and X were visually identified on each plate. The lengths of chromosomes 1, 2, 3, and
X and their arms were measured in the metaphase plate photos using ToupView software,
and the centromere index for each chromosome was calculated based on the measurement
results. The centromere index calculated in this way allowed chromosomes 1 and 3 to be
classified as metacentric, and chromosomes 2 and X as submetacentric. There were no
statistically significant differences in the centromere index of chromosomes 1, 2, 3, and

X between patients with a normal karyotype and those with a mosaic karyotype.



