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XPOMOCOMHI AHOMAUJIII ¥ YOJIOBIKIB 13 ITOIPYKHIX ITAP
3 IOPYIIEHHSM PENPOAYKIIII

XpoMOCOMHI aHOMAJi y YOJOBIKIB € TECHETHYHOIO NPUYMHOI MMOPYIICHHS
penponykuii y moapyxoka. L{utoreHeTnaHe 0OCTEXEHHS MOAPYXKHIX MMap 3 Mopy-
IICHHSAM PETPOAYyKTHBHOT (DYHKIIIT JO3BOJISIE A1arHOCTYBAaTH XPOMOCOMHY €TiOJIOTiI0
HeTLT IS

KaiodoBi ciioBa: mopymieHHs, penpoayKTUBHA (YHKIISI, KapiOTHII, XPOMOCOMHI
AQHOMaJIil, IMTOreHeTUYHA 1IarHOCTHKA.

Hemnignsam crpaxnators 6aussko 10—-15 % moxpyskHix nap, npu 1boMy npuo-
m3HO y 50 % BuUNaaKiB BOHO 00YMOBJICHE MOPYLICHHSIMH PEIIPOLYKTUBHOT (DyHKIIT
(ITP®) 3 Ooky uomnosikiB, a me 20 % — nopyumeHHsAM GEepTUIBHOCTI B 000X wJie-
HiB noapyxHbpoi mapu [17]. Ilpubnusuo y 31,7 % 40i0BiKiB NpUUYMHY O€3ILIiAAs
BCTAHOBHUTH HE BIAEThCs (imiomaruvnHe Herwnians). Ha ¢epTunbHIiCTh y 4OIOBIKIB
MOXKYTh BIUTUBATH HaWpi3HOMaHITHIINI (hakTOpH cepel] IKUX BUAUISIOTH TEeHETHYHI,
y Tomy gmcii xpomocoMmHi anomaii (XA) [16]. Cepen 40i0BIKIB 3 HETUTIISIM Ta
nopyeHHsM criepMaroreresy 7—10 % e nHocisimu pizHux tumis XA: 32 % Hanexarsb
KITBKICHIM aHOMAJIisiM TOHOCOM, 28 % CKJIaaloTh aHOMalii aBTocoM. PerumpoxHi
TpaHCIIOKAIlii CTIIoCTepiratoTh B 7,7 pasiB 4acTille, HOK B 3arallbHIN MTOMYIALi, po-
OeprcoHiBChKi TpaHcnokanii —y 9,1 pasiB, a iHBepcii Bin3HauaroTs B 3,3 % BUMaz-
KiB. Bizomo, mo Hocii 30amancoBanmnx nepedyaoB (y TOMY YUCIi TpaHCIOKaIliid abo
iHBepCiii) yTBOPIOIOTh TAMETH 3 HOPMAaJIbHUM, 30aJJaHCOBaHUM 1 He30aJaHCOBaHIM
HabopoM xpomocoM. ['eHeTnyHMI TUcOaNaHC y 3Ur0Ti MOXKE IPU3BOAUTH A0 3yIHH-
KH PO3BUTKY eMOpiOHa Ha caMUX paHHIX eTarax eMOpioreHe3y, 0 MHUMOBIIFHOTO
BHUKHJIHS B TIEPIIOMY TPUMECTPi BariTHOCTI a00 HApOKEHHS TNTHHH 3 He30alIaHCO-
BaHUM KapioTunom. Bcee BuIeBHKIIaieHe BKa3ye Ha HEOOXiJHICTh IIUTOTEHETUYHOTO
00CTe)KEeHHS TMAaIli€HTIB 3 PENPONXYKTHBHIUMH PO3JIaJaMU, sIKE JTO3BOJISE TiarHOCTY-
BaTH XapakTep OUIBIIOCTI XPOMOCOMHHX IMOPYIIEHb, a OTXKE BHOpATH MpaBUIbHY
TaKTHKY BEJCHHS MOAPY>OKS IJIs1 HAPOKEHHS 310POBUX HAIL[A/IKiB.

MeTa po60oTH — BU3HAUCHHS KapiOTUIy HMOAPYKHIX Map 3 penpoAyKTUBHUMHU
poOIeMamMu.
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Marepiaau i MeTOIH TOCTiTKEHHS

[Mpenaparu MeTadazHIX XPOMOCOM FOTYBaJH 3 72 ToAMHHOI KynbTypu ®I'A —cTu-
MyIB0BaHUX JIiM(OINTIB eprudepuaHoi KpoBi. KynsruByBanHs Ta dikcartito 1iM¢o-
LUTIB IPOBOAMIINA BUKOPUCTOBYIOUH cTanaapTai metomu [7]. GTG-audepenuiansae
(dapOyBaHHS XPOMOCOM 3IHCHIOBAJM IMICJIs TONEPEIHbOI OOPOOKU TPUIICHHOM
(”’Gibco™, CIIIA), BukopucToBytoun po3durH OapBHuKa ['iM3a (’Gimsa”, Himequn-
Ha) Ha QochaTHoMy Oydepi (pH = 6,8). InenTndikaiiro XxpoMoCcOM BUKOHYBAJIH BiJ-
MTOBITHO IO OTMUCY CTaHIAPTHOTO Kapiotimy Jronuau ISCN [24].

PesyabraTn gociiigzkeHHs i ix 00ropopeHHs

[opymieHHs penpoayKTHBHOI (DYHKIII] y HOIOBIKiB MOXKYTh BUKJIMKATH KiJIbKiCHI
Ta cTpyKTypHi XA. VY 3aranpHiil nomyssiuii pisens XA ctanoButs 0,5-3,0 %, y Toit
yac, K cepell MalieHTiB 3 TopymeHHsM pepTuiibHOCTI YyacTka ocid 3 XA 3pocrae J10
20 % y martieHTiB 3 a3o00cmepMiero i 10 5—8 % — 3 omirozoocnepmieto [11]. 3rixgHo 3
nyOmikamisMu y 5—15 % 4osoBiKiB 3 TATO300CIEPMIEI0 BUABISIIOTH XA, 3 HUX aHO-
MaJii TOHOCOM CKJanaroTh 75 % [9].

Llurorenernune oOcTex)eHHs noApyx HboI napu C. Oyio 3AiiCHEHO y 3B S3KY 3
MEPBUHHUM HETUTIISIM Ta MiI03pOI0 JiKaps, 3aCHOBaHOIO Ha KIIIHIYHOMY OIS 1
JTAaHUX CIIEPMIOJIOTIYHOTO aHami3y, Tpo 4ojoBiuuii (akTop Hemmiams. Ilpu kapio-
TUIYBaHHI Y JPYKHHU BCTAHOBJICHUH HOpMasbHUHI HaOip xpomocoMm — 46,XX, a'y
yosoBika (npobanna C.) — OyB miarBepmkenui cunapom Knaitadensrepa — kapio-
tam — 47, XXY (puc. 1).
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Puc. 1. Kapiomun npobanoa C. —47,XXY (ok. 10 x06. 100).

Jlana XpoMOCOMHa MaToJIorisl, BpaxoByIoui MOBHI 1 Mo3aiuHi ¢opmu, 3ycTpiva-
eTbest 3 gactoToro: 1/300 cepex MumoBinbHUX BUKHIHIB; 1/500—-700 cepen HOBOHa-
POKEHUX XJIOMYUKIB; CEpel] YOJIOBIKIB 3 HETUTIsiM — y 6—15 % Bumanxis [3, 31].
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VY 4050BIKIB 3 2300CTIEPMI€I0 AaHUI CUHAPOM Bia3HavaoTh y 11-14 % Bumaakis, 3
onirozoocmnepmiero — y 0,7 % Bumankis [3]. [loBHa popma cuaapomy Kialindens-
Tepa CYHNPOBOKYETHCS a300CIEPMIEI0, sIKa, SIK MPABUIIO, 1 00YMOBIIIOE HETUTiA.
[MpuurHOIO Maro3oo0cnepMii € HasBHICTD 10JaTKOBOI X-xpoMocoMH. JlocimiiKeHHs!
XPOMOCOM 1 CiHanTOHeMaJ hbHUX KOMIUIEKCIB Ha CTaJlii MaxiTeH! 1MoKa3aso, M0 Kili-
TUHH 3 Ha0opoM TroHocoM X XY 3/1aTHI BCTYIIATH B MEH03, TPOTE CTaTeBUi OiBaJICHT
XY gepe3 nepeBakHy KOH OTaIliI0 IBOX X-XPOMOCOM HE YTBOPIOETHCS, K HACIII0K
BUHHKA€E OJOK Meiio3y (MpH KOH roraiii 0aTbKiBCBKUX XPOMOCOM Y 3irOTEHi 1 mpH
KpOCHHTOBepi B maxiTeHi npodaszu 1 meiio3y), mopyuryerbes moganbiie nudepen-
LIFOBaHHS T'aMeT, 110 1 IPU3BOAUTS 10 azooctepwmii [9, 32]. Ciig Matu Ha yBasi, 110
B pa3i 30epekeHHs penpoayKTUBHOI QyHKITIT (Tipr Mo3aigHoMy Kapiotumm XXY/XY
abo roHagHOM MO3aili3Mi y oci0 3 moBHOW (opMmoro cuHapoMy KrnaitHdenstepa)
gacToTa CIIEPMATO30IdiB 3 MicoMiero craTeBUX XxpoMmocoM (XX 1 XY) Ha MOpsIoK
MEPEBUILy€ YaCTKy AHEYMJIOIAHUX CIIEPMAaTO30i[iB 3a CTATEBUMH XPOMOCOMaMH
B 3pa3Kax eAKylIATy y MAaIli€eHTiB 3 HopMaibHUM Kapioturom [18]. Lle ocobmmBo
Ba)KJIMBO BPAaXOBYBATH MPH BUKOPHCTAHHI TECTHKYISpHUX crepmaTo3oiniB B ICSI
(intracytoplasmic sperm injection) st HACTaHHsI BariTHOCTI B CiM’sIX TAIi€HTIB i3
cunapomoM KnaiiHdensrepa. Y 3B°S3Ky 3 MiABHUIIEHHM PU3UKOM aHOMAJBHOTO Ka-
pIOTHITY Y HAIIA/IKiB, TAKUM IOJIPY}OKIM PEKOMEHIYIOTh TIpeIMILIaHTalliiiHy Ta iH-
Ba3WBHY MpeHaTalbHy AlarHocTuKy mmrona [10].

[oapyxokst A. 1 Y. Oynm HampaBieHi Ha KapiOTHITyBaHHS y 3B’S3Ky 3 Penpo-
DyKTHBHHMH PO3JaJaMH: y MEPIIOMY BHUIIAAKY — 4epe3 TPH 3aBMEpIi B IEPLIIOMY
TPUMECTPI BariTHOCTI, y APYyroMy — y 3B’S3Ky 3 HEIUIiJasM. BcTanoBneHo, mo B
KOKHIA 3 OOCTE)KEHHUX CiMEH YOJIOBIK € HOCIEM POOEPTCOHIBCHKOI TPAHCIIOKAITIi:
45,XY,der(14;15)(q10;q10),9phgh Ta 45,XY,der(13;21)(q10; q10),13ps+ (Biamnosia-
HO pobang A. 1 Y.) (puc. 2).
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Puc. 2. Hopmanvha i ymeopena 6 pezynvmami robt(*) xpomocomu —
npoband A. (a) ma npoband Y. (6). (ok. 10 x 06. 100).

PoGeprconiBChKi TpaHCIOKAIl (IEHTPUYHE 3JUTTS — TObt), SBIAIOTH COOOO
00’ €JIHaHHS IBOX aKPOLEHTPHUYHUX XpOMOcoM. [Ipu ieHTpuaHOMY 3IHUTTI BigOyBa-
€THCSI BTpaTa KOPOTKHUX IUICYEH JBOX aKPOLUEHTPUYHUX XPOMOCOM, TOYKH PO3PHBY
3HAXOMATHCS B PAOHI LIEHTPOMEPH a00 3a LEHTPOMEPOI0 000X XPOMOCOM, B O1JIb-
II0CTI BUNIAJIKIB OJTHA 3 IEHTPOMED BiJICYTHS, B TOW JK€ Yac OMHMCaHi BUTIQJAKH 30epe-
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JKEHHS 000X LeHTpoMep (YTBOPIOETHCS NILEHTPiuHA XpoMOcoMa). BTpara KopoTkux
IUIeUeH He MOB’s3aHa 3 aHOMAIbHUMH (DEHOTHUIIOBUMH IposiBaMu. Lle MosICHIOEThCS
THM, [0 KOPOTKI II€Yl YCiX aKpOLEHTPUYHUX XPOMOCOM MICTATh He KOIYyIodi ca-
temitHi [IHK, 1 rean pidocomansnoi PHK (18S i 28S) [18]. Bizomo, m1o 3aramsHo-
NOMYJALIAHA YyacToTa 3ycTpivanbHocTi robt cranoButs 0,1 %; y mamieHTiB 3 mo-
pYLICHHSIM penpoayKTuBHOI (yHkuii — 1 %; cepen MUMOBITBHUX BUKUAHIB — 5 %
[21, 26]. Haiibinbm yacto robt BinOyBatoThcs Mixk xpoMocomamu: 13 1 14; 141 21
3 gacToToro 73 Ta 8 % BiAMOBIAHO Bif YCiX HOCIIB pOOEPTCOHIBCHKIX TPaHCIOKAITii
[19]. Hocii robt MaroTs migBHINIEHNH PU3HK BUKHAIHIB Ta HAPOIKESHHS iTeH 3 He30a-
JIAHCOBaHUM KapiOTUTIOM, SIKHI CYTTEBO BiJIPI3HAETHCS B 3aI€KHOCTI BiJl XPOMOCOM,
3aJTy4eHUX JI0 3JIMTTS, @ TAKOXK BiJl CTaTi HOCIsL.

Bigomo, mo y HociiB robt mix yac npodazu 1 MeHoTHYHOTO MOAINY AepiBaTHA
xpomocoma (der) i nBa i1 HOpMaIBHUX TOMOJIOTa YTBOPIOIOTH TpuBajeHT [33]. 3a-
JIEXKHO BIJ THITY CeTperallii yTBOPIOETHCS 6 TUIIIB TaMeT: 2 BapiaHTH 30a1aHCOBAaHUX
ramet (Tipy aJbTepHATUBHIA PO301KHOCTI XpoMocoM) 1 4 BapiaHTH He30aaHCOBa-
HUX TaMeT (IBa TUIH JICOMHHX 1 JIBa TUIIU HYJICOMHHX — B PE3yJbTarTi CHUIbHIN
po30iKHOCTI XpoMocoM). ['aMeTH 3 XpoMOCOMHUM ArcOaTaHCOM B pasi 3aruliJHEeH-
HSl yTBOPIOIOTH MOHOCOMHY a00 TPHUCOMHY 3UTOTH, SIKi YacTillle eliMiHyIoThCs abo
MIPHUITAHSIOTH PO3BUTOK BXKE HA PaHHIX (KIIHIYHO HE JIIarHOCTOBAaHUX ) CTadisIX OHTO-
TeHEe3y, aje 1HOMI IPU3BOIATH A0 HAPOKEHHS XBOPOi AUTHHH (TIpH TpHCOMii). Baxk-
JIMBOIO OCOOIUBICTIO TObt B cCriepMaToreHesi € criiika acoliaiis TpuBaJieHTa 3 cTare-
BuUM OiBanieHToM XY, sIKa MOK€ PU3BOJUTH A0 OIOKY Mei03y Ha cTafii maxiTeHH i
CYIIPOBO/IXKYETHCSI BUPAKCHUMH MOPYILICHHSIMHU criepmarorenesy [29]. [nausinyymu
3 robt BXOASTH B TPYIy PU3UKY HAPOKEHHS JiTeH 3 KUTbKICHUMU XA 1 yHIITapeHT-
HOIO JTICOMi€r0, 00 MUMOBUTHHUX BUKUIHIB [25]. HeoOXiqHO BII3HAYUTH I1IE OTHY
ocobiuBicTh Kapiotuny namnienra C. — HasBHICTB iHBepcii xpomocomu 9 (9phgh),
SKa € HAOUTBII MOIIUPEHNM THTIOM TIEPUIIEHTPUYHOI 1HBEPCii y JIIOAWHY 1 PO3IIIsi-
naetwsest ISCN [24] sk BapiaHT HOpManbHOTO noiimMopdismy. [Ipote B miTeparypi ak-
TUBHO JTUCKYTYETHCS MUTAHHS MPO CTPYKTYPHY Ta (YHKLIOHAJIBHY HEHTPAIbHICTD
iHBepCii MPUIIEHTPOMEPHOTO TETEPOXPOMATHHY B AUCPYHKITIT CHCTEMH PETIPOIAYKIIii
monuam [1, 4]. Bimomuit perHoMeH rerepoxpoMarn3ailii, B OCHOBI SIKOTO TIOJISTAE
¢axT nmopymnieHHs: poOOTH IeHIB €yXpOMATHHOBOTO PaliOHY, PO3TAIIOBAHOTO TIOOIH-
3y MPULEHTPOMEPHOTO FeTEPOXPOMATHHY 9, 1110 MOXKe PU3BECTH 10 penpecii reHin
y pasi iuBepcii. ['eHn, siKi T0Kani30BaHi B TOUKAX «PO3PUB-3’€IHAHHS» XPOMOCOMH,
MOXKYTh BTPATUTH 3BHYHY OPI€HTAIlIIO Ta 3MIHIOBATH CBOIO (DYHKIIIOHAIBHY aKTHB-
HicTh. [TogpyxuiM apam C. 1 Y. 111 HapoKEHHS 3M0pOBOT TUTHHU HEOOX1HO BIa-
THCS JI0 TOTIOMDKHHX penponyKTuBHUX TexHonorii (JPT).

[MoapyxHus napa H. Oyna HampasieHa Ha UTOTCHETHYHY A1arHOCTHKY Y 3B SI3KY
3 HertiansaM. [loapyxoks mpodUIKiNIMBOCTEH HE MAaOTh, POJIOBOIM HE OOTSDKEHI.
VY pesynbTari KapioTUIyBaHHs BHsBJICHA 30aJlaHCOBaHA TPAHCIIOKALiS y YOJIOBiKa
(mpobanx H.) — 46,XY,t(16;18)(q13;p11) (puc. 3) i HOpMaTbHUN KapiOTHIT y APYKH-
1 — 46,XX.
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g ® :

Puc. 3. Hopmanvnui xpomocomu 16 i 18 ma ix comonoeu, nepebyoosani (*)
6 pesynbmami mpauciokayii (npoband H.) (ox. 10 x 06. 100).

Uepe3 0coOIMBOCTI KapiOTHITY YOJIOBIKA B TaHOI ciM’'1 BeJTMKka HMOBIPHICTh MaTH
HaIAAKIB 3 He30arnaHcoBaHMM KapioTuiioM. Lle oOymMoBiIeHO THM, IO B Mei03i y
npobanma H. omHodacHoO 3 yTBOPEHHSIM 30alaHCOBaHUX TraMeT (0e3/abo 3 mepedymo-
BOIO aHAJIOTT4HOI 0AaThKIBCHKOT) BiOyBa€ThCS YTBOPEHHs HE30aIaHCOBAHUX TaMeT
(mpu aHOMaITBHIH cerperairii XxpoMocoM). OKpiM TOTO, 3TiTHO 3 TaHUMU JITepaTypH
y pobanna H. MoxkiiBa HasiBHICTh CIIEpMaTo30i/iB, He30aIaHCOBAaHUX HE TUIBKHU 3a
XPOMOCOMaMH, SIKi OepyTh y4acTh y TPaHCIIOKAIlii, ajie 1 3 IIBUIIEHOIO YacTOTOIO
aHeymyIoiaii 3a XpoMOcoMaMu He 3aliTHUMH B MepeOyIoBYy, 10 TAKOK MOXE Hera-
THBHO TTO3HAYATHCS Ha QepTUILHOCTI mariedTa [27, 28]. HacminkoMm 3aruriTHeHHS
rameT 3 XpOMOCOMHHM JUCOaIaHCOM MOXKe Oy TH HEIUTi /Isl, 00yMOBJICHE 3arHOCILITIO
3UTOTH JI0 IMIUIAHTAIlii, 3yITMHKA PO3BUTKY €MOpioHa Ha paHHIX CTaIisx eMOpiore-
He3y, MUMOBUIbHI BUKUAHI Ha PI3HUX CTalisfX BHYTPIIIHBOYTPOOHOTO PO3BUTKY ab0
HapO/DKeHHS JUTHHU 3 MHOXKHHHUMH BPO/DKEHWMH BaJaMH PO3BUTKY. PeampHuit
[IAHC HAPOJUTH 3/I0POBY JUTHUHY JaHii poauHi AayTh Tinbku JIPT.

IMompyxxio b. kapioTummyBaHHsS Oy710 PEKOMEHIOBAHO Y 3B’SI3KY 3 3aBMEPIIOI0
B TEpIIOMY TpuUMecTpi BaritTHicTo. L{uTorenernyne oOCcTeKEHHS T03BOIMIIO BCTa-
HOBUTH HOPMAJIBHHUH KapioTHIT y OpyXuHHU — 46,XX 1 HaIBHICTH y Y0OJIOBiKa (IIpo-
6ann b.) aBox nepunenTpryHuX inBepciit — 46,XY,1phgh,9gh+,inv(10)(p11.2q21.2)

(puc. 4a).
- i _ E
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Puc. 4. Hopmanwvna i nepedyoosana (*) 6 pesynbmami ineéepcii xpomocomu —
npobano b. (a) ma npodano M. (6) (ox. 10 x06. 100).

Binomo, 110 niepuiieHTpUYHA iHBEPCisl BAHUKAE B PE3YNBTATI Py MOCTiTOBHHX
TIOJTiH: TBOJIAHIIIO)KKOBOTO PO3PHBY 110 OOW/IBI CTOPOHH BiJl IEHTPOMEPH; TOBOPOTY
Ha 180° BifipBaHOTO TeHETUYHOIO Marepiaiy i HOro Bo33 €IHAHHS 3 TOYKaMH PO3-
PHBY B XpOMOCOMI. 3araJibHOTOIYJIALII{HA YaCTOTa 3a3HAUYSHOTO TUITY CTPYKTYPHHX
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nepeOynos ckianae 1-2 %. 3rigHo 3 MKHAPOJHOIO CUCTEMOIO HOMEHKJIATYP B LIUTO-
rereTuI monuHu [24], Bussneni inBepcii (1phgh i inv(10)(p112g21.2)) € BapianTOM
Hopmu. JlaHi ciepmorpamMu dosnoBika B Hopwmi. [lompysxkio b. minst HapomkeHHs 310-
POBOi TUTHHH HEOOXIAHO MPOUTH KOMITJIEKCHE OOCTEKEHHS 3 HACTYITHOIO MEIUKO-
TCHETUYHOI KOHCYJIBTAIIET0.

[MoapyxHs mapa M. 3BepHYyNacsi Ha KapiOTUITYBaHHs Y 3B 513Ky 3 IEPBHHHUM He-
wrigaaM. dpyxuni 28 pokis, 4onoBiky — 29. Ponunnuil anamHe3 nmoapyxxs 0e3
0CO0IMBOCTEH, B POJOBOJI BMIIAAKIB HECIPUATIMUBOIO PE3YyNbTaTy BariTHOCTEH
He 3adikcoBano. [Ipu criepmioIoriYHOMY aHai31 y YOIOBiKa BUSBIECHA aCTEHOTE-
parozoocriepMisi. Y pe3ynbTari MUTOTeHETUIHOTO OOCTE)KEHHSI BCTAHOBJICHO HOP-
MaJIbHUH KapioTun y npykuHH (46,XX) Ta HasBHICTH iHBepcii B 8 xpoMocomi y
yonosika — 46,XY,inv(8)(p21q11.2),22pss (puc. 46). [lopyumenns ¢pepTUabHOCTI y
npobanaa M., HalliMOBIpHiIlle, TTOB’S3aHO 31 CTPYKTYPHOIO TIepeOyT0BOK0 XPOMOCO-
MU 8, 3aKOHOMIPHUM HACITITKOM SIKO1, 3TITHO 3 JITEPaTypor0, MOKEe OYTH ITiIBHIIICHA
YacTOTa aHEYIUIOITHUX CIIEPMAaTOo30i/iB, Y TOMY YHCII, SK 1 B IHITNX YOJIOBIKIB 3 ac-
TEHOTEPATO300CIEPMIERD, MIIBUIIICHUN BIJICOTOK KIIITHH 3 JlicoMi€r0 xpomocoM X i
13 [23]. He ciij BUKITFOYATH TAKOXK, IO B JAHOMY BUIIAJIKy MOXKE MAaTH MiCIle €PEeKT
MOJIOKCHHS TeHIB 200 HAsBHICTH MIKpONEpeOyIOBH B TOUKAX «PO3PHUB-3’€THAHHS
XpoMocoMH 8, sKi ¥ IPU3BOAATH 10 TIEpEPUBAHHS BAriTHOCTI HA paHHIX (KIIiHIY-
HO HE MIaTHOCTOBAHWX) CTaIisAX PO3BUTKY. BpaxoByroun 0COOIMBOCTI KapiOTHITY 1
CTIiepMOTpaMy YOJIOBIKA, 8 TAKOXK aKyIIepChKUI aHaMHe3 TapH, MOJAPYXOKI0 M. Juist
HApOKEHHS 31I0pOBOT AUTHUHM Tpebda 3BEepHYTHCS 3a AOMIOMOTOI0 A0 Cy4acHUX pe-
NPOIYKTUBHHUX TEXHOJOT1H.

[Tpubnu3Ho y 2 % 4YOMNOBIKIB, SIKi 3BEPTAIOTHCS 110 AOMOMOTrY y 3B’s3Ky 3 [IPD
Bim3HauaroTh Kapiotu 46, XX (cuampom «XX-maley» abo cuaapom e st [lanens)
[8]. Honpyxus napa I1. Oyna HanpaBiieHa Ha KapiOTUITYBaHHS Y 3B’S3KY 3 HETLTiI-
JISIM, Yepe3 a300CTepMilo y 4ooBika. BcTaHOBIEHO HOPMaBHUH KapioTUN y Apy-
KUHU — 46,XX, a y 4OJIOBiKa, IPU YOJIOBIYOMY ()EHOTHII1, BUSIBIICHHI HaOip XpOMoO-
coM — 46,XX (cunapom e ns lamems) (puc. 5).

Binomo, mo Big 80 1o 90 % Bumnaakis cuHapomy XX € HACIIIKOM TpaHCIOKaLii
JUJISTHKA KOPOTKOTO TIeda Y-XPOMOCOMH, SIKa HECE CTaTh-ICTePMIHYIOUNN perioH
(SRY-sex determining region), Ha X XpOMOCOMY BHACJIIIOK €KTOIMIYHOI peKoMOiHa-
uii Mix Jokycamu Xp22.3 1 Ypl1.3 B xoxi ciepmarorenesy B 6arbka [8]. IToka3a-
HO, 110 YUM OisblIe Matepiasy KOPOTKOTo miieda Y XpOMOCOMH 3aisiHO B 0OMiHi,
TUM O1iJIbIIIe BipHITi30BaHUM BHSBISIEThCS (perotutt [8]. BincytHicts AZF reHis, 1o
KOHTPOJTIOIOTEH TH(EPEHITIFOBAaHHS YOJIOBIYMX CTAaTEBUX KIIITHH, a TAKOXX HASIBHICTH
MOJIBIMHOT 1031 X-34eTICHNUX TeHIB, SIKi HE TIaf0ThCS iHAKTHUBAIII{, PU3BOAUTH Y
BCiX «XX-40JIOBIKiB» /10 MPAKTHYHO MTOBHOI BiJICYyTHOCTI TepMiHATHBHOTO EMITENI0
(B ciM’SIHMX KaHANbLSIX B OUMBIIOCTI BUMAJKIB TUTbKM KiiTHHM Ceprodni) i, K Ha-
CITJIOK, — JIO a300cTepMil 1 HerutitHOCTi [6, 12]. Po3pi3HAIOTE ABI popMH CHHAPOMY
ne s anemst: SRY-nosutuBny (Y-AHK-no3utnBHy) i SRY-Heratusny (Y-JIHK-
HeratuBHY) (BignoinHo 75-80% ta 20-25 %). 115 TOYHOI NIarHOCTUKU 3 METOIO

40



ISSN 2077-1746. Bicuuk OHY. Cep.: bionoris. 2014. T. 19, Bun. 1(34)

BHOOPY TAKTUKHU BEJICHHS 00CTE)KYBaHOI Mapy YOJIOBIKY OyJI0 pEKOMEHI0BAHO IPO-
BEJICHHS MOJIEKYJISIpHO-IUTOreHeTnaHoro anamizy i FISH-miarHoctuky 3 Hacrym-
HUM 3BEPHEHHSM JI0 KITiHIKH, 1m0 3aiimaeTbes JIPT.

Dok Hw
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MU B
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Puc. 5. Kapiomun npobanoa I1. — 46,XX (ox. 10 % 06. 100).

[ompyxus mapa P. Oyna cnpsMoBaHa Ha KapiOTHITyBaHHSA Y 3B’SI3Ky 3 HEILTi[I-
nmsim. Kapiorurr apyskuan B HOpMi — 46, XX. Y 40oJIOBiKa B pe3yIbTaTi MOJIEKYIISIPHO-
LIUTOMCHETUYHOIO JOCIIKCHHS BHUSIBJICHA «MaKpOJIENCLish» JOBIOro Iieda Xpo-
MocoMmHu Y (puc. 6) 1 HasIBHICTh KJIOHY KJIITHH 3 BTPATOI0 XpOMOCOMH Y, TOOTO MO3a-
TuHmii kapiotun — mos 45,X [4] / 46,X.del(Y)(ql1.2) [17].

gﬁ %f #f?f 9 f o
S | N | U | A

]
“

Puc. 6. Kapiomun npobanoa P. — 46,X, del(Y)(q11.2) (ox. 10 % 06. 100).
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Henenist xpomocomu Y y mauienrta P. 3auinae soxyc AZF, mo HaiiimoBipHimie i
BUKJIMKAJIO MTOPYUICHHS CliepMaTrorenesy — azoocnepmMito. [lepebynoBu xpomMocomu
Y 3yMOBIIOIOTH 11 MITOTHYHY HECTAOUIBHICTG 1 SIK HACHIJIOK — ITOSIBA KJIOHY KJIITHH
45,X. HasgBHICTh 9ONOBIYOTO KapioTUIy Bifg3Ha4daeThes y 92 % iHAnuBiIyyMiB 3 pe-
rynsiproto (kapiorun 46,X,del(Y)(ql1)) 1 y 34 % nauieHTiB 3 M03aiuHOIO (OPMOIO
nenenii (mos 45, X / 46,X,del(Y)(ql1)). Y BcixX 4oJOBIKIB 3 JIeNelisiMHA 3 TOYKAMHU
po3puBy B JIOKyci Y(qll.2) Bim3HauaroTh HEITiAJs, a300CIEpMil0 abo 0Iiro3ooc-
nepmito.

VY nmoppyxuix map 3 I[IPD i1 y 3mopoBoi momymsmii 3ycTpidaroTbes tamMki (fra)
CaliTH TIEBHUX XPOMOCOMHHUX cerMeHTiB: fra(6)(ql3); fra(10)(q24); fra(16)(q22.1);
fra(17)(p12), sxi srigao ISCN [24] po3misgaioTs K BapiaHT HOpMH. Tak B pe3ylib-
TaTi MUTOreHETHYHOTr0 00cTekeHH poOania O. BCTaHOBICHUH HOPMaJIbHUN Kapi-
OTHII 3 KJIOHOM KJIITHH, siKi MaroTh fra(16)(q22.1) (puc. 7) — 46,XY,fra(16)(q22.1:),
16gh+[20%]/46,XY,16qh+[80 %]

HasiBHICTS TakuX JTaMKHAX CaWTiB MOXKE TMPU3BOIUTH IO

T O XA, B TOMy YHCIHI JeJeMiid, alleHTpiyHuX (hparmMeHTiB, Oararo-

a 8 pamianeHUX Giryp. [IpoTe Ha maHWl MOMEHT He BCTaHOBJIECHA

- 4 ;-‘ pOJb TaKWX CalTIB y BUHWUKHEHHI 4ojoBivoro Hertiaas. Llle

16 fra(16)  oJHIEO XapaKTEPHOK OCOOJUBICTIO KapioTuiy npobdania O. €
*

HasIBHICTh 301UIBIIEHOTO MPHIICHTPOMEPHOTO TE€TepOXpOMAaTH-

Puc. 7. (ppasz”a HYy B JIOBroMy Iuie4i xpomocomu 16. Ha cboroasi 10 KiHIIS HE
l.?i ZZ;ZZJZSMLZZZ 0’:32 3’5ICOBaHO 3HACHHA BapiagTiB XpoMocoM, ane JaHi OTpHUMaHi
(npodand O.). npu 0O0CTEKEHHI TOAPYKHIX Map i3 PeNpOAyKTUBHUMHU po3Jia-

(ox. 10 x 06. 100). ~ AaMH, NOKA3yIOTh 301JIbIIEHHS] XPOMOCOMHHUX BapiaHTIB y Wil
BUOOpIIi 10 22 % mpu TOMY, IO MOMYJSIiiHA YacToTa CTaHO-

Buth 1,6 % [5, 14]. JlocaimHUKKM BCTAaHOBMJIM TEHJACHIIIIO JO TiNeprarioimii s
XPOMOCOM, SIKI MAalOTh BEJIMKi MPUIIEHTPOMEPHI TeTepOXpOMaTHHOBI AUTTHKHA [30].
B miteparypi [20, 22] BUCIIOBITIOETHCS TIPHUITYIICHHS, [0 €KCTPEMalbHI moriMopd-
Hi BapiaHTH CTPYKTYpHOTro rerepoxpomaruty B 1, 9, 16 i Y xpomocoMax MOXYTb
00yMOBITIOBAaTH MOPYUICHHS CIIAPIOBAHHS XPOMOCOM IIiJl Yac MeHo3y i MpU3BECTH
JI0 HEPO3XO[KEHHSI XPOMOCOM, HACIIIKOM [[LOTO € YTBOPIOBAHHS HE30alaHCOBAHUX
rameT. OKpiM BIUIMBY Ha XpPOMOCOMHHMI OallaHC y KIJIITHHI, EKCTpeMalbHi BapiaH-
TH, MOXJIMBO, 3[IHCHIOIOTh TIPSMHHA BIUINB Ha (DyHKITIOHYBaHHS TE€HIB aKTHBHHUX B
eMOpioreHesi, He BHKIIIOYEHO, 1110 AesKi «emOpiocrenudiyai» reHn MOXYyTh 3Ha-
XOIUTHCH B TUX pallOHaX, sIKi iHEPTHI B epHHATAIBLHUN Tepioa. B Takomy Bunanky
MOpYILICHHS X OayiaHCy He MOXKE He BIUIMHYTH Ha peai3alito TeHeTUIHOI IpOorpaMu
po3BUTKY. [Ipy MOJIEKYISIPHOMY JTOCITI/DKEHHI KIIITHH eMOPiOHIB OYJI0 BCTaHOBJICHO,
10 TPUIIEHTPOMEPHHH reTepoxpoMaTiH XpomocoM 1, 9, 16 y kiiTnHax excTpaemo-
plOHABHUX TKAHWH JIOMWHU TIOMETITLOBAHMH 1 mecmmipaiizoBanuid. Lleit dakr gae
MiJICTaBy /ISl IPUITYIIIEHHS MIPO HASBHICTH Y BKa3aHUX pailoHaX IeHiB, HEOOXiTHUX
JUIsl 3a0e3MeueHHs 3pOCTaHHs XOPioHY, (OpPMyBaHHs IJIALECHTH 1 iX HOPMaJIbLHOTO
¢ynkmionyBanus [13]. 30inbIIeHHS KITBKOCTI TeTEPOXPOMATHHY HE € LIKiAJTHBUM
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JMILIE 10 TIEBHOTO PiBHS, MEPEBUIICHHS SIKOTO Y AESKHUX HOCIIB CYNPOBOIKYETHCS
PHU3UKOM TOPYILEHb y PO3BUTKY a00 B HUX cammuXx, abo, 110 vacTiie, y X Hama-
kiB [15]. HaiiimoBipHimie, 1mo 3MiHa CHIBBITHOIICHHS MK T€TEPOXPOMATHHOM Ta
CYXPOMATHHOM IOPYIIYE CTAOUILHICTh TEHOMY, 1110 € TUM LIKIJTUBUM (DOHOM, KUt
CIpusie peaizallii MaToJIOTIYHIX MYTalliid, KOTPi MaroTh MiCIle B KOXKHOMY OpraHi3-
Mi. Tum Ginble, 0 HA AYMKY JESKUX aBTOPiB [2], reTepoXpoMaTHHOBI palioHH 3a-
0e3IeuyroTh aIanTallilo KIITHHHE JJO YMOB cepeoBUINA. TaKuM YHHOM, TOTATKOBHHA
reTepOXPOMAaTH y MPULEHTPOMEPHUX paioHax, Xo4a i € BapiaHTOM HOpPMH, ajie
MOX€ TIPU3BOAMTH JI0 MOPYIICHHSI MEHO3Y, 10 HETOYHOT KOH IOTallil i OAaIbIIOro
HEPO3XOMKEHHSI XPOMOCOM, 110 HE MOXE HE BiIOMTHCS Ha PENPOLYKTHBHUX IOJi-
sx. Beranosneni ocobnmBocti kapiotuity npobanaa O. HeoOXiqHo Opartu 10 yBaru
MIPU MEANKO-TeHeTUIHOMY KOHCYJIBTYBaHHI JIJIs1 BHOOPY ONITHMAJIEHOT Ta HAWO1IBIIT
BiJMOBIAHOT TAKTUKH BEACHHS JAHOT MMapy 3 METOI0 HAPOKEHHS 37I0POBOi AUTHHH.

TakuM YUHOM, B KapiOTHIIAX NAIIE€HTIB i3 PENPOYKTUBHHMH PO3JIaIaMH 3yCTpi-
YaroThCsl KUTBKICHI 1 cTpyKTypHI XA, nomimopdHi BapianTH. Bigomo, mo y miky-
BaHHI [IP®, komu npupoHe 3aruTiIHEHHS HE MOXJIMBO, BUKOPUCTOBYIOTHCS PEIIPO-
IOYKTHBHI TEXHOJIOTII. Y TakoMy BHNAAKY Iy’Ke BUCOKUI PU3MK IIepeadi HallaaKam
FEHETHYHOI, y TOMY YHCIi XpPOMOCOMHOI, arojorii Bixg 6atekiB. Tomy mnepen mpo-
BegeHasM EK3 a6o EK3/IKCI HeoOXiHO [UTOreHETHYHE OOCTEXEHHS 000X Maii-
OyTHIX OaTbKiB.

OTxe, KapiOTUITYBaHHS MOJAPYXKHIX Hap i3 penpoAyKTHBHUMHU IpoliieMaMu €
OIIHUM 3 €TaIiB KOMIJIEKCHOTO OOCTEKEHHSI, SIKE 103BOJIsIE BU3HAUUTH TeHETUUHUM
YUHHUK HETUTiAM 1, BIATIOBIAHO, PO3POOHUTH aITOPUTM JIIKyBaHHS y KOXXHOMY KOH-
KPETHOMY BUIIQJIKY.
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XPOMOCOMHBIE AHOMAJIMN Y MYKYUH CYIIPYKECKHUX
ITAP C HAPYHIEHUEM PENIPOAYKIINHN

Pe3rome

CTpyKTypHas U YHCIIOBask PEOPTaHU3AIUS XPOMOCOM Y MY>KUUH SBIISTIOTCS TCHETH-
YeCKUMH TPUIMHAMH HApPYIICHHUS PEMPONYKIMH Y CymnpyroB. L{uToreHeTmyeckoe
o0cieIoBaHNEe CYNPYXKECKUX Map C HApYIICHUEM PENPOXyKTHBHON (YHKIUHU TO-
3BOJISICT OMPEACTUTH XPOMOCOMHYIO 3THOJOTHIO OECIIIONNS.

KuiroueBble c/10Ba: HapyIICHUS, PEIPOAYKTUBHAS (QYHKIHS, KAPHOTHUIL, XPOMOCOM-
HbIe aHOMAaJIMH, IUTOTCHETHYECKAs TUarHOCTHKA.
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CHROMOSOMAL ABERRATIONS OF MEN IN THE MARRIED
COUPLES WITH THE COMPROMISED REPRODUCTIVE
ANAMNESIS

Summary

The structural and numerical reorganizations of chromosomes of men are the genetic
causes of the compromised reproductive function of the spouses. The cytogenetic
examination of the married couples with the compromised reproductive function is
necessary for either the confirmation or elimination of the chromosomal etiology of
sterility.

Key words: compromised, reproductive function, karyotype, chromosomal
anomalies, cytogenetic diagnosing.
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