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Peslome

XpomMo3oMHUMe abepauuu cmoAm B ocHoBama Ha Hag
noAoBuHama om CAyyaume Ha paHHU CNOHMaHHU abopmu, kamo
Hal-20AAM gAA Cpeg max ce goAku no-koHkpemHo Ha mpu3oMuume
no aBmo3somu.

lpegcmaBame cayyad Ha gBolka, koHcyamupasa no noBog
CNOHMaHeH abopm B nema 2ecmauuOHHa cegmuua — mpema
bpemMeHHOCM U Bmopu nocAegoBameAeH CNOHMaHeH abopm om
HacMOAWUA napmHobop. poBegeH e uUMO2EeHeEMUYEH aHaAU3 Ha
kyamuBupaHu dubpobaacmu om abopmuBHa mbkaH ¢ aHaAu3 Ha
11 memadasHu naacmunku, ouBemeHu gudepeHuuarHo 4pes GTG-
OeHguH2. AHaAU3UPaHU ca u AuMdouUMHU kyamypu om nepudepHa
kpuB Ha gBamama pogumeAu C ueA uskalouBaHe Ha 6anaHcupaHo
XpOMO30MHO npeycmpolcmBo. [lpoBegeHa ce Cbwo npe- U
nocmaHaAumuyHa meguko-2eHemuyHa koHcyamauus.

Mpu ¢emyca e ycmaHoBeH kapuomun 47,XY,+16, nbAHa
dopma, pesoatouua 150 6eHga. LlumozeHemuyHuAM aHaAu3
npu pogumeaume nomBvpgu HopmareH kapuomun — 46,XX npu
malkama u 46,XY,22pstk+ps+ npu bawama, pesoatouus 400-550
6enHga no GTG-6eHguHe gudepeHuuarHo ouBemsaBaHe.

MomBovprkgaBa ce cnopaguyHo Bb3HukHaa, HeCbBMecmMuMa
¢ >kuBoma xpomo3omMHa abepauusa B8b8 ¢gemyca, Bv3HukHara no
BpemMe Ha 2amMemo2eHe3a UAU MHO020 PaHHO OHMO2EHEeMUYHO
pa3Bumue. Puckom 3a noBmopeHue npu caegBawa bpemeHHOCM
ce oueHABa kamo Hucvk, paBeH Ha noNyAAUUOHHUA.

HacmoAwama nybaukauus uma 3a UeA ga geMOHCMpupa
CbBpPEeMEHHOMO NPUAOXKEHUE HA UUMO2EHEMUYHUA aHaAu3 npu
u3AcHABaHe emuoAO2UAMA Ha CNOHMAHHO HACMbNUAU abopmu u
cBvp3aHama ¢ moBa Meguko-2eHemuyHa koHcyamauus. Ha poHa Ha
Hanpegobka Ha MOAeKYAApHO-2eHeMUYHUMeE Memogu, koumo obave
Bce owe He Ce npegaazam gocmambyHO MacoBo B8 cmpaHama,
moBa e eguH gobpe no3Ham, ukoHomuyecku gocmbneH u HepAgko
u3noA3BaH, Bbnpeku Hegocmamouume cu mMemog.

KalouoBu gymu: uumozeHemMuyYeH aHaAu3, XpPOMO30OMHU
abepauuu, mpu3oMus, chOHMaHeH abopm
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Abstract

Chromosomal aberrations are the underlying cause in more
than half of the early spontaneous abortions, with the greatest part
being due to autosomal trisomies in particular.

We are presenting a case of a couple, consulted in regards
to a spontaneous abortion in 5th gestational week that is second
consecutive abortion with the current partner and third consecutive
pregnancy. Cytogenetic analysis on cultivated fibroblasts from
abortive material was performed, examining 11 metaphases plates
with the use of the GTG-banding technique. Lymphocytic cultures
from both parents were also analysed in order to exclude balanced
chromosomal rearrangements.

It was established that the foetus had 47,XY,+16 karyotype,
a complete form, with 150 bands resolution. The cytogenetic
analysis of the parents confirmed normal karyotype — 46,XX for the
mother and 47 ,XY,22pstk+ps+ for the father, with 400-550 bands
resolution, GTG-banding.

An incompatible with life sporadic mutation is confirmed in the
fetus, that occurred either during gametogenesis or very early in the
ontogenetic development. The risk for reoccurrence is considered
low, equal to the risk in the general population.

The current publication aims to demonstrate the contemporary
application of the cytogenetic analysis in clarification of the aetiology
of spontaneous abortions and the related genetic consultation in
such cases. Given the advance in molecular-genetic techniques,
which are unfortunately not yet offered massively enough in the
country, this is a well-known, economically convenient and not so
rarely performed method in spite of its disadvantages.
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BuBegeHue

bauso 70% om Bcuuku 3avamus, BkalouumeaHo npu
HepasnosHama bpemeHHoCM, He gocmuzam HkuBo paxkgaHe
[1]. MpuyuHume 3a moBa Mo2am ga Obgam 2EHEMUYHU UAU
He2eHemuyHu, kamo kom Bmopama 2pyna cnagam UH@ekuuosHu
d2EHMU, AHaMOMUYHU O0COGEHOCMU, EHPOKPUHHU HapyweHus,
UMYHOAOUYHU CbCMOAHUSA, 2UHEKOAO2UYHU 3a60AABaHUA U gpyau.
leHemuyHama emuonoaus BkalouBa Hail-Beye MOHO2EHHU Boaecmu,
noBauaBawu GepmuAumema u NPOMuUYaHemo Ha bpemMeHHOCMMa,
U OpoliHU UAU CcmpykmypHU XPOMO3OMHU 6©oAecmu. Kamo
npuyuHa noBeye om noAoBuHama CAyyau Ha CnOHMaHeH abopm
B nopBu mpumecmbp Ha bpemeHHOCMMa Ce Noco4Bam UMEHHO
XPOMO30MHUMeE abepauuu. Tpusomuama no 16-ma Xpomo3oma,
cBbp3aHa C 20AAM 2eHemuyeH gucbanaHc, e cpeg Had-yecmo
CpewaHume Haxogku, guazHOCMUUUPaHU Npu UUMO2eHemuyeH
aHanu3 Ha abopmuBen mamepuan [1-4].

Mamepuaa u memogu

Kacae ce 3a cemelicmBo, Haco4eHo kbM Meguko-2eHemuyHa
koHcyamauua 8 Aabopamopuama no MeguuuHcka 2eHemuka Ha
YMBAA ,CB8. MapuHa“, BapHa, no noBog penpogykmuBHu npobaemu
(9Ba nocregoBamenHu paHHU CNOHMaHHU abopma — 8 9 2.c u 5
2.c.). Conpyeama e Ha 30 20guHu U uma >KuBopogeHo U KAUHUYHO
3gpaBo MOMUYe OM npegulieH nNapmHbOP CAeJ HOPMAAHO
npomekaa 6pemeHHocm. Cbnpyeom e Ha 38 20guHu U uma gBa
nocAegoBameAHU CNOHMaHHU abopma ¢ npeguwHa napmHbopka.

lpoBegeH € uumozeHemuyeH aHaau3 Ha kyamuBupadu
(Gubpobaacmu om  abopmuBHa mbkaH ¢ gudepeHuUUaAHo
ouBemsaBaHe upe3 GTG — GeHguHe. AHaAu3upaHu ca o6wo 11
MemadasHu naacmuHku cvbaaacHo usuckBanusma Ha International
System for Human Cytogenomic Nomenclature(ISCN) 2016.
AHaAu3UpaHU Cca aHaAO2UYHO U AuMouumHu  kyamypu om
nepudepHa kpbB Ha gBamama pogumeAu C ueA uskalouBane Ha

(uzypa 1. Kapuomun wa dpemyca — 47,XY,+16

baraHCUpPaHO XpOMO30MHO npeycmpoicmBo. [MpoBegeHa e Couio
npe- U nocmaHaAumuyHa Meguko-2eHemuyHa koHcyAmauus.

Pesyamamu u obcvXkgaHe

Mpu ¢emyca e ycmaHoBeH kapuomun 47,XY,+16, noAHa
dopma, pesoalouus 150 6exga (Quaypa 1). LiumozeHemuyHusm
aHaaus npu pogumeaume nomBbpkgaBa HopmaneH kapuomun —
46,XX npu maiikama u 46,XY,22pstk+ps+ npu bawama, pe3oalouus
400-550 6eHga (Duaypa 2). Peayamamume ca usgageHu Ha 19-mu
u 11-mu geH om npo6oB3emaHemo, CbomBemHo 3a pubpobAacmHU
U AUMGOUUMHU Kyamypu.

B npegcmaBeHus cayyall ce nomBopkgaBa cnopaguyHa,
HecbBMecmuma ¢ >kuBoma Xpomo3omMHa abepauus BvbB8 demyca,
Bb3HukHana no Bpeme Ha 2aMemO2eHe3a UAU MHO20 PaHHO
oHmMozeHemu4Ho pasBumue. (PemaaHume aHeynAouguu ce sBaBam
Hal-cueHudukaHmHama npuyuHa 3a CNOHMAHeH abopm npegu

(uzypa 2. Kapuomun Ha 6aw,ama(BraBo) — 46,XY,22pstk+ps+, u Ha maikama(Bgacho) — 46,XX
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10-ma 2ecmauuoHHa cegmMuua, kamo Had-4ecmume aHomaAuu ca
mpusomuume, BkalouBawu aBmo3somu, caegBaHu om noaunAouguu
u moHosomuu [1-4]. Tpu HOpmaneH kapuomun y pogumeAume
puckom 3a noBmopeHue Ha de novo Bb3HukHana aHeynAougus
npu cAegBawa bpemeHHocm ce oueHABa kamo Hucok [1-2, 4],
HO MoXke 6u no-Bucok om 06LLONONYAQUUOHHUA NOpagu y4yacmue
Ha 2BHEMUYHU MexaHu3mu B8 koHmpoAa Ha npaBuAHUA NPOUEC Ha
knembuHo geaeHe [5]. HezamuBeH npo2HocmuueH epekm uma u
nocaegoBameAHuAM xapakmep Ha CnoHMaHHUme abopmu — gBa
32 Cbnpy2ama u yemupu 3a cbnpyaa [6]. HAma ocHoBaHue ga ce
mbpcu kopeaauus mexgy Bb3pacmma Ha Matikama u noBuweHus
puck 3a aHeynaougus B cAyyad, HO e u3BecmHo, ye BAuAHUEMO
Ha (akmopa maidyuHa Bb3pacm no omHoweHue Bvb3HukBaHe Ha
cnopaguyHa mpusomus 16 e cpaBHUMeAHO no-cAabo B cpaBHeHue
C mpu3omMuu no gpyau aBmosomu kamo 13, 14, 18, 20, 21 [1].
MoAumopgHusm BapuadHm no akpougHmpuyHa Xpomosoma 22
C 6awuH npousxog uUMa Hecu2HUGUKAHMHO OMHOWeHUe Kom
NpouecuUMe Ha XpoOMO30MHO HepasgeadHe, HO ce HampynBam Bce
noBeye AumMepamypHU gaHHU 3a yyacmuemo um B8 HenpaBuAHOmMO
MelOMUYHO pasgeAdHe Ha 2amemu, 6e3 3HayeHue om noaa [7].
Pogumeaume Ha koHCyAMUpawuA ce He 6AXa HaAUYHU 32 u3caegBane
Ha kapuomun, koemo 6u 6uA0 camo no cebe cu KOHMPOAEH
pesyAmam 3a 3Hauumocm.

Hacmoawume npenopvbku npu gBolku ¢ noBmapAwu
ce abopmu BkalouBam oueHka Ha kapuomuna Ha naoga U Ha
pogumeAume npu Bmopu u caegBaul cnoHMaxeH abopm 8 NOMOoLL Ha
guaz2HOCMUYHUA NPOUEC, NOgoupaHemo Ha npaBuAeH mepaneBmuyeH
nogxog, npeBvb3amozBaHe Ha eMOUUOHAAHUA gucmpec u YyyBcmBomo
Ha BuHa cAeg 3a2yba Ha 6peMeHHocmma U B3emaHe Ha 0Cb3Hamo
UH®opmupaHo penpogykmuBHo peweHue [1].

Egui om npurazaHume memogu B makuBa cayvau e
UUMO2EHEMUYHUAM  aHaAu3, npegAazauwl oueHka Ha  ueAus
XPOMO30MeEH Habop Makap U C O2paHuveHa pesoalouud go 5
me2aba3u. Memogbm e gobpe nosHam u ¢uHaHcoBo u320geH [8],
HO UMa 3HayumeAHU Hegocmambuu. EguH om max e HezoBama
Bpemeemkocm — koHBeHuuoHaAHOMO kapuomunupaHe u3uckBa
cpegHo mexXgy 14 u 21 gHu 3a uszomBaAHe Ha pesyamam,
kamo nepuogbm MoXe ga Ce ygbAku npu Heobxogumocm
om noBmopeHue npu nbpBoHauyareH Heycnex. YcnewHomo
kyamuBupaHe u kauecmBeHuam aHaAu3 npu paboma ¢ abopmuBeH
Mamepuan ca ouwe no-20Aamo npegu3BukameacmBo npegBug
ycneBaemocmma om okono 50%, cBop3aHa ¢ yecrmomo npoBaasHe
Ha npobama, bakmepuaaHama koHmamuHauus, pucka om maldyuHa
koHmamuHauus U 3ampygHeHOMO NOCMU2aHe Ha goCMambyHO
Bucoka pesoalouua[1, 3, 8]. OcobeHocmu umMa u N0 OMHOWeEHUE
Ha ycmaHoBeHume cmpykmypHu npeycmpolcmBa, Hal-Beye npu
de novo GanaHcupaHu makuBa, mvd kamo uHmMepnpemauusma
UM € CUAHO 3ampygHeHa npegBug oz2paHuyeHama pesoAlouus u
Auncama Ha UHGopMauua OMHOCHO NOMEHUUAAHO 3aCe2Hamu 2eHU
npu cybmukpockoncku geaeuuu u gynaukauuu [10]. 3a pasauka om

koHBeHUUOHaAHOMO  kapuomunupaHe,  MOAEKYAAPHO-2EHEMUYHU
mMemogu kamo kamo arrayCGH cbeC uAau 6e3 BKaloueHU eguHUYHU
HykaeomugHu noaumopgusmu (SNP-array), npegaazam 3HauuUmMeAHo
Nno-npeuusHa, gemadAHa U HageXkgHa oueHka, kamo npegocmaBam
Bb3amokHocm U 3a uscAegBaHe Ha mMadyuHa koHmamuHauua [1, 3,
9-10], HoO mAxHama gocmonHocm Bce owe He nokpuBa Hygume
Ha cmpaHama.

3aknlovyeHue

CnoHmaHHuAM abopm e 4ecmo cpewlaH penpogykmuBeH
npobaem. LlumozeHemuyHUAM aHaAu3 e mpygo- u Bpemeenok
mMemog, usuckBaw BucokokBaauguuupaH nepcoHar. Pabomama ¢
abopmuBeH Mamepuaa, 8 yacmHocm, e cBbp3aHa C onpegeAeHu
02paHUYeHUs N0 OMHOLWEHUE Ha ycneBaemocmma U nocmuzHamama
pesonlouud. bugedku ¢uHaHcoBo u320geH U gobpe no3Ham,
UUMO2EHEMUYHUAM aHaAu3 npogbAkaBa ga Gbge noAeseH npu
u3AcHABaHe Ha NPUYUHUME 3a HacMbNUA abopm ¢ oueHka Ha ueAus
XPOMO30MEH Habop, a ommam u Ha npoBexkgaHemo Ha agekBamHa
u edukacHa meguko-2eHemuyHa koHcyAmauusa, 0cobeHo kozamo e
HAAUYHO 2eHemuYHO 38eHO0 ¢ gobpa AabopamopHa npakmuka Bbpxy
pasAuyeH Bug GuoAo2UYEH Mamepuan.
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