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Yuusepsumem y Beozpady — Paxynmem 3a cneyujanty edykauujy u pexabunumauujy

Ancmpakm

T'enemcko casemosauwme je 3Ha4ajH eud nodpwke podumessuma Koju umajy deme
€a HeKUM 2eHemcKuM Uau HezeHemcKuM nopemehajem, aau u oHuMa Koju nAaHupajy
nopoduyy, noce6Ho YKONUKO UMAjy NO3UMUEHY NOpodu4Hy ucmopujy maagopmayuja
u/u 2eHemckux obosberba. [eHemcko cagemosarbe nomasce 4AaHosuma nopoduye da
pasymejy u npuxeame 6os1ecm, u oaje cmepHuye 3a OoOHowere 004yKa y cCMUcAy 0a/bux
2eHemcKux mecmuparba u mMozyhe npeseryuje.

Y pady je kpo3 fAuwenosy u Bekeposy muwuhHy ducmpogujy dam moden X-ee3aHoz
peuyecugHoz Haciehusara, kezoge cheyuguuHocmu, Moeyha mecmuparea 06041eAux u
JiceHa npeHocuoya, Kao u nomewxkohe y npoyeHu pusuka 3a NOHOBHO jas/barbe 6oJe-
cmu (Hoge Mymayuje, 2epMUHAMUBHU MO3auyu3am kod majke). YureHuya da cy diceHe
yesnasHoM gpeHomuncku 30pasu npeHocuoyu Mymayuje, omedxicasa Hwuxoeo 6.1azoepe-
MeHo omkpusarse. nak, oko 20% iceHa npeHocuoya uma cumMnmomamo./02ujy nope-
K/I0M CKeJlemHUX U/uau cpyaHoz muuiuha.

BasicHocm uH@opmucarba podumessa u 4AaHO8d Nopoduye, Kao U OMKpusarbe HeHa
npeHocuoya mymayuje, jecme paharee 30pasoz demema, aau u nompe6a 3a kapouo-
JI0WKUM npaherbeM JceHa npeHocuoya mymayuje.

KmyuHe peuu: Hacsaehusarbe ducmpoguHonamuja, pusuk pekypeHyuje, 2eHemcko
casemosarse

YBOJ,

['eHeTCKO caBeTOBaJIMLITE je 3Ha4ajaH
BHU/J [IOJpLIKe POAUTE/bUMA KOjU UMajy JleTe
ca ypoheHoOM aHOMaJIMjOM, XPOMO3OMCKOM
abepanujom UM feTe 060Jes10 0J, HEKe Ha-
cjaesHe 60JIeCTH, aJld U CBUMA KOjU INJIAaHU-
pajy NopoAuLy, NOrOTOBO aKO MMajy Ca3Hambe
0 mocTojary MasipopMalMja UaK HacaeLHUX
6osectu y pamuauju. Ha ocHoBY pasroBopa

ca MopoAMuLOM, TyMadewa poA0CJI0Ba, Npe-
rjeja MeJUIMHCKe [OKyMeHTaluje U 1o
HoTpebU J0JaTHUX I€HETCKUX TeCcTUpamba,
[polewyje ce pU3UK 3a MOHOBHO jaB/bakbe
6oJsiectu y mopoauuu. Kpos reHercku ca-
BeT 4JaHOBU NMOPOJMLE A06OUjajy AeTasbHe
nHpopMaluje o nocjaesunama 6oJecTy, Ha-
YHMHY HacJehuBawa, pU3HUIIMMa 32 TTOHOBHO
jaB/bambe, Kao U MOryhHOCTHMa OTKpHBakha
60JleCTU U MpeBeHLHUje. Y3 IOLITOBaHE
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€TUYKHUX NMPUHIIUIA, BaXKaH [0 FeHEeTCKOT
CaBeTOBAMA je U ICUXO0JIOUIKA MOAPILKA YJIa-
HOBHMMa NOPOJUIle y pa3yMeBakby U MPUXBa-
Tawy 60JIeCTH, U360pUMa KOjH ce IPYXKajy,
Kao U CMepHHUIaMa y JOHOLIEHY OJJIyKa.
I[IpaBo je cBakor nojeauHLa Aa Gy/ie UJIH He
Oy/Je reHeTCKU HHPOPMHUCAH, Kao U Aa ofyc-
TaHe 0f [a/ber TeHETCKOT UCIUTHBakha y
6MJI0 KOM KOPaKy reHeTCKOT CaBeTOBama.

Y reHeTH4Ke 60JIeCTH, ¥ OCHOBH, CIIafajy
60J1eCTH KOje Cy HacTaJjle MyTalljoM jeJHOT
reHa (MoHoreHcke) u mnopemehaju y 6pojy
WM CTPYKTYpU XpoMo3oMa (XpoMO30McKe
abepanuje), aju U 60OJIECTH KOje Cy mocJe-
JUIA esoBalba Beher 6poja reHa u CosbHe
cpenuHe (MyaTudaKTOpHUjasHE) U 6OJIECTH
muTtoxoHpujande JHK. Kaga cy y nutamy
XpOMO30MCKe 60JIeCTH Ha pohemwy je mpucy-
TaH Make WJM BUILe NIpelno3HaThuB peHo-
THII, JOK 60JIECTH I'eHa MOTY Jia ce UCHoJbe
Y paHHUje UJU KaCHUje TOKOM KUBOTa. buso
Jla je KJIMHUYKA CJIMKa NPUCYyTHA Ha pobhemy
WJIM Ce UCNOoJbUJIA KacHUje, TOTpebHa Cy 0A-
roBapajyha KJMHHYKa, YeCTO M TeHETCKa
WCIIUTHUBaWka pajiu NOCTaB/bakba JUjarHo3e
KO/, JleTeTa, aJlu U IeHeTCKO UCIUTHUBaHe
poAuTe/bay CMUCIY OTKPHBakha HIIP. 6aJ1aH-
CcHMpaHe XpoM030McKe abepalyje, Mo3auvyHe
KOHCTUTYLHje UJIU XeTepO3UTrOTHUX HOCHO-
1a reHcke myTtanuje. Hepetko, motpe6Ho je
TeHCTCKU UCIUTATH U JPyTe YJIaHOBE MOpo-
Aune. TUIMYHO, MOHOTeHCKe 60JIeCTH Ce Ha-
cjehyjy ayTO30MHO JOMHHAaHTHO/peLiecuB-
Ho U X-Be3aHo. Hajuemhe cy To ¢pamunujap-
He 60JIeCTH, aJIM Ce MOTY jaBUTH U Kao HOBe
y nopoaunu (de Hoso). Kaja cy y nurtamy
X-Be3aHe peliecHBHe 60JIECTH 0J] 3Hauaja je
OTKpHBame€ )XeHa IPeHOCHoLa My TaLyje.

HACJIEBUBAIBE
JAUCTPOPHUHONATHUJA U CTATYC
INPEHOCHOIA KOJ ) KEHA

Y puctpoduHonartuje cnajajy luuieHoBa
u bekepoBa mumuhna auctpoduja (AM/,
BM/I) koje kapakTepulie 3axBaheHocT cke-
JIETHUX U CpyaHOr Mumuha, U KapAHUOMHU-
onatuja Be3aHa 3a X xpomo3oM (XLDC) kop,
KOje je MpeJJOMMHAHTHO 3axBaheH CpyYaHU
mumnh. OBe 60JiIeCTH HACTajy MyTalHjoM
UCTOT reHa, KOju KoAupa MPOTEUH AUCTPO-
¢uH. /lumeHoBa mumuhHa Auctpoduja je
HajTeXU OOJIMK U3 Tpyne JuUcTpoduHOmNa-
THja, ca 'yOUTKOM NOKPET/bUBOCTHU GoJiec-
HUKa OKO 10-Te rofiuHe XXMBOTA U CMPTHUM
ncxonom oko 20-te roguHe xxuoTta (Emery,
2001). ben anesHu o6suK, bekepoBa MuUII-
uhHa puctpoduja, nokasyje cpebe TEIIKY
aJiu BapujabuIHy KJIMHUYKY CIHUKY, OF JIaK-
WHUX 06JMKa - A0 rpaHuyHux ca M/ (Le
Rumeur, 2015). 'eH 3a gucTpoduH ce Hala3u
Ha X xpoMmo3oMy (Xp21.1), a MmyTauuje npu-
CyTHe y TeHY Cy BeJIMKe MyTaliuje, Hajuelhe
Jesenyje, U JyIJIMKaL¥je, U MaJie MyTaluje
- Hajyemhe Taukacte myTtanuje (Bladen et
al, 2015). AuctpoduHonartuje ce Hacaehyjy
X-Be3aHO peljecCMBHO U IIpeMa 0BOM Mo/jiesy
HacJiehuBawa 0060J/b€BJbjy MyUIKapLH, 0K
Cy ’KeHe yrj1aBHOM QeHOTHUIICKH 3JpaBe ajau
[IpeHoce My TalHjy.

PeTko, xeHe Mory 060JiIeTH O AUCTPO-
duHonaTuja y cayyajy TapHepoBOr CUHAPO-
Ma - MyTHPaHU I'eH ce HaJla3u Ha IPUCY THOM
X xpomosomy (Chelly, 1986); kog 6anaHcupa-
He TpaHCJ0Kauuje X XxpoMo30Ma U ay TO30M-
Hor xpomo3oma (Wenger, Steele, Hoffman,
Barmada, & Wessel, 1992); ko yHUnapeH-
TajJHe Ju3oMuje X XpoMo3oMa KOju Hoce
myTupase rede (Quan, 1997); ycaien npede-
peHIMjasiHe MHAKTUBalHje X XxpOM0O30Ma; Uy
cJy4yajeBUMa MaHUeCTHUX Hocuona. YKeHe
MaHHU}ECTHU MPEeHOCHOLM MyTaluje MOry
MMaTH CUMIITOME MOPEKJIOM CKeJeTHUX U/
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WJIM CpYaHOr MuIIMha, a KJIUHUYKA CJIHKA
MOKe OUTH 6J1a’Ka UJIM TTaK TelllKa — Kao KOJ,
AM/J. Y 5-8% cayyajeBa Ko/ »K€Ha HOCHoOLA
je 3axBaheHa ckesieTHa Mycky/aTypa (Moser
& Emery, 1974), a kox 22% cuMnTOMHU IO-
pPeKJIOM CKJIeTHUX W/WUJMU cpyaHOr Muiiuha
(Hoogerwaard, 1999). buJio Aa je usoJsioBaHa
WJIM YApYy’KeHa ca CKeJIeTHUM MaHudecTa-
nujama, 3axBaheHocT cpyaHor MuIMha KoJ,
»KeHa Hocuola je npucyTHa y 55% ciy4yajeBa
npe 16-Te roaguHe )uB0Ta, a y 90% cayuaje-
Ba nocJsie 16-te roguse (Politano, 1996).

[Ipouena je ga cy koj guctpoduHoma-
Tuja 2/3 cayyajeBa damuiadjapHu (Majka je
npeHocuJan MyTanuje), a 1a 1/3 6osecHUKa
uMa de Hogo MyTanujy. [I[peMa reHeTHYKOM
MOJieJy )KeHa MOXKe GUTH MpeHOCHJIal, My Ta-
[Mje aKo je lbeHa MajkKa IPeHOoCHJal, aKo je
HacTaJjla HOBa MyTalllja TOKOM MHUTO3e UJIU
Mejo3e y ooreHe3U lbeHe H6aKe UK MajKe, U1
y cnepMaToreHesu KoJ, meHor Jene (Tiemo,
Wolfram, Gerhard, & Clemens, 2012; Van
Essen, 1992). Takobe, 3a mojefuHe THUIOBe
MyTallyja y reHy 3a JUcTpouH je yTpBhe-
HO fAa cy vewhe daMuaujapeHe - AyNJu-
Kallyje U TadykacTe MyTaldje, 0K Cy JeJie-
nuje yraaBHoM HoBe myTtanuje (Mukherjee,
Chaturvedi, Srivastava, RD Mittal & B Mittal,
2003). Temka KJIMHUYKA CJAMKa Koj o6oJie-
aux of JIM/l v paHa CMPpTHOCT Cy pas3Jior LITO
0BU 6OJIECHUIIM He NMpeHOCe MYTHUPAHHU T'eH
OTOMCTBY, 1a OHY 6MBajy U3Ty6J/beHH 3a I10-
MyJialujy, aju ce Taj 6poj KOMIEH3Yje HOBUM
myTanujama (Haldane, 2004). Unak, 3a 20%
crnopaAuyHux cay4dajeBa [IM/] ce cmaTpa fa
je oAroBOpaH repMHHATHBHU MO3aWLM3aM
KoJ Majke (Barbujani, 1990; Helderman-van
den Enden, 2009). Ca gpyre cTpaHe, cpeimbe
TellKa KJIMHUYKA cauKa koa BM/| omoryhyje
060J1eJ10M Jja KMa IOTOMCTBO U IpeHece pU-
3uyHU X XpoMO30M CBojuM hepkama, Koju
oHe NpeHoce y ciaenehy reHepanujy.

JductpoduHonaruje ce HacJsehyjy
X-Be3aHo penecuBHO. [Ipema MeHgenoBoM
INpPUHIMITY, 32 )KeHY KOja je XeTepO3UT0OTHU
IpeHoCUJIal, MyTaluje je MPUCYTaH PU3UK
oa 50% na weHa hepka Hacse U pU3UYHU X
XpPOMO30M U OyZie MpeHoCHIal, Kao Majka, of-
HOCHO 50% WaHCH Jja ’beH CUH HacJeu My-
THUpPaHU reH U 060s14. Kazia je otan 060J1eo of,
AM/l v BM/I, oH npeHOCH MyTHUpPaHU reH
camo hepkaMa koje cy $eHOTHUIICKHU 3JpaBu
npeHocuonu 6osiectu. [IpeMa nmopoAuYHOM
Mojies1y (poJiocJioB), KeHa je 06aBe3HH Mpe-
HOCHJIAL, MyTalMje ako uMa 060JIeJIoT Olia;
060J1esi0r CHA U 060J1eJ10T GpaTa UJH yjaka;
WJIM MMa 060JIeJIOT CMHA U CeCTpy Koja uMa
060Jiesior CMHA. 3a BEPOBATHOI NPEHOCHO-
Ila ce cMaTpa KeHa Koja MMa JiBa U/ BUllle
000J1eJIMX CUHOBA - 6e3 Apyrux 60JIeCHUX
MYUIKUX 4JIAaHOBA, WUJIM KeHa ca 000JieJ UM
CHHOM W jeZJHUM HJIM BUILle 060JIeJIUX YHYKA
(ox hepke). Kena koja uma jefHOT 060J1€sI0T
CHHa, UJIM YKOJIMKO HeMa 6oJlecHe Jielie ajiu
uMa oboJiesie Jpyre MyIllKe 4YJaHOBe Y IO-
poauLy, ce cMaTpa MoryhuMm npeHocuoneM
MyTaluje.

Y cayyajeBMMa KaZjla HUICMO CUTYpPHHU Ja
JIY je )KeHa NIpeHOoCHUJIal, My Taliyje, a y Iopo-
AWM NOCTOjU MOJAATAK Ja je weH Aeaa (mo
Maju) UMao AUCTPOPUHONATH]Y, BEpOBaT-
Hoha 3a’eHy Jia je HacJeJ1Jla My TUPAHU I'eH
ox Majke usHocu 50% (tj. 0,5). BepoBaTHoha
Jla MyTHUpaHU aJjie 6yze npucyTaH y henuju
Koja BoAu 3ayehy mweHOr MyLIKOT MJoja Ta-
kohe usHocu 50% (0,5). Kao npoussozn Bepo-
BaTHoha HaBefeHUX jorabaja, uspadyyHaTH
PU3HUK 3a 060/beBale TOI MYLIKOT JleTeTa
usHocu 25%. MebhyTuM, ako 64 Majka J06U-
Jla 60JIeCHOT CHHa, TO 61 yKa3aJo Jia je oHa
XeTepO3UTOTHU NpeHocusal MyTaluje, na
6u BepoBaTHoha Ja Jgo6uje U Apyror 6o-
JIeCHOT cMHa caja usHocuiaa 50% (Maroni,
2001). Koa cmnopaAuyHMUX cJjydajeBa, TAe
MajKa uMa jeJHOT 060.J1e/IoT CMHa 6e3 Apyrux
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0060JIeJTUX MYIIKUX YJAHOBA y NOPOAHULH,
PHU3UK peKypeHLHje Takohe 3aBUCH of Tora
Ja JIM je Majka NMpeHOCHUJal MyTaluje UJIH
HHUje. YKOJIMKO ce TeHEeTUYKHUM TeCTHUPambeM
KO/l MajKe He YTBPJHY IPUCYCTBO MyTalyje y
BbEHUM COMAaTCKUM hesujaMa, pU3SUK peKy-
peHLyje je Masy, ajau 64 ce pa3MaTpasia Mo-
ryhHOCT repMHHATHBHOT MO3auWIjU3Ma KOJ,
Majke. Takobe, ako Majka UMa /iBa UJIM BUllIe
060J1e/IMX CUHOBA, @ MOJIeKyJlapHOM aHaJu-
30M reHa HUje J0Ka3aHO IPUCYCTBO KOHCTH-
TYTHUBHe MyTaljdje Uy coMaTckuM hesujama,
TO FOBOPH Y NPUJIOT FTepPMUHATUBHOT MO3aHu-
LlM3Ma KoJ, MajKe.

TEHETCKO CABETOBAIBE

WMajyhu y BUy HaBeJleHO, 0/ BEJIUKOT je
3Hayaja NoCTaB/bakbe NpelU3He JHUjarHose
KoJ, o6oiesor of JM/l/EM/l kao u yTBphu-
Bame CTaTyca NpeHOCHoLa MyTaldje KoJ,
’KeHCKUX 4JlaHOBa y nopoauuu. Iloysgana
nujarHosa /JIM/I/BM/], koax oGoJsiesior Wu
npeHocuoua, je Mmoryha nmpuMeHoM OJroBa-
pajyhe MoJjiekysapHO reHeTUYKHE MeToJe
(Maksi¢, Novakovi¢, Rapai¢ i Mitrovi¢, 2019).

KauHuuku cumntomu koxg M/ ce
jaBJbajy OKO pyre roAuHe »)KUBOTa, Kog bBM/]
0k0 10-Te, a KIMHUYKY AHUjaTrHO3Y NOCTaB/ba
Jled’ju HeypoJIoT Koju Jasbe ynyhyje perte
KJUHUYKOM TreHeTHYapy ca IpesJsoroM 3a
reHeTCKO TeCTUpamwe. YIJIaBHOM Ce I'eHCKa
JujarHosa koj geteTta o6oJsesor ox JIM/|
MOCTaB/ba OKO 5-Te rofiMHe XUBOTA, WUJIHU
KacHHUje, ITO HeKai oHeMoryhaga 6s1arospe-
MEHO /laBakbe [eHeTCKOT caBeTa 3a HapeJHY
TpyAHOhy - ¢ 063UpoM za ce 060Jesio AeTe
MOe POAUTH U U3 Y3aCTONMHUX TpyzaHoha.
Kpo3 reHeTcko caBeTOBake pOAUTE/bU Je-
Teta o6osesor of JM/J/BM/l no6ujajy uH-
dopmaunmje o nocsearuama 60JecTUMa, Ha-
YUHY HacjehruBamwa, pU3rIMMa 3a MOHOBHO
jaB/bame 6oJsecTH, MoryheM TecTHpawy

’)KEHCKHX YJIaHOBAa y MOPOJAHUIIM, Kao U Mpe-
BEHLIMjU KpoO3
['eHEeTCKO TecTupame ce TpejJaxKe Majlu
o6oJiesior ZieTeTa, Kao U HeHUM hepkama

npeHaTaJHy JAHWjarHosy.

(He3aBHCHO 0/ Has1a3a KO/l MajKe), U Maj4yu-
HUM CecTpaMa yKOJIMKO ce TOTBP/H /ia je OHa
npeHocuaan MyTanuje. OJJIyKy 0 TeHETCKOM
TeCTHpabY JJOHOCE POJUTE/bU 060JIeJIOT Je-
TeTa WU MojeJMHal] JIUYHO ca HaBPIIEHUX
16 rogyHa »KMBOTA.

Kako Hema cnenuduuHe Tepanuje
AuctpodUuHONaTHja, TO Ce Kao MpeBeHIHja
IIpeHocHoLMMa caBeTyje CIpoBoheme Ipe-
HaTaJIHe [UjarHOCTHKe Yy CBaKO] HapeJHOj
TpyAaHohu (3a myuike nJsofoBe). Kaga cy y
NUTakby JKeHe ca MO3UTHUBHOM NOPOAUYHOM
AM/J1/BM/] uctTopujoM, a yKOJUKO HUCY 6UJIe
TeCcTHpaHe paHUje, caBeTyje ce MmoceTra re-
HETCKOM CaBeTOBaJMIITY NPUIMKOM IJIaHHU-
pama nopoaule rae no6ujajy oarosapajyhe
nHbopMalnHje U MOJPLIKY. YKOJIUKO je Beh
Jousio fo TpyAHohe mpejsaxe ce yTBphu-
Bame IoJa NJ0Ja U Jla/be F'eHeTCKO TeCTHU-

pamkbe Koa MYUKHUX I1JI040Ba.

3AK/bYYAK

['eHeTCKO caBeTOBame MpyKa 060J1eI0M
Y 4JlaHOBHMMa NOpOAMIle CBe NOTpebHe HH-
dopmanmje o HacaeHO] 6osiecTH, Moryhum
TeCTUpamkUMa U IpeBeH1UjU. Y npeaBUubamwy
pusukKa 3a o6osbeBame ox M/ /BM/I kopn
IIOTOMCTBA OJ] BEJIUKOI je 3Hadaja OTKpU-
Bame >XeHa IpeHocuola MyTalidje Koje Ccy
yIJIaBHOM (eHOTUIICKH 3ApaBe. CUTyauujy
OoTeaBa U NPHUCYCTBO HOBe MyTallje, »keHa
IpeHoCHJIal, MyTallyje Koja HeMa 060J1eJ1UX
YJlaHOBA y MOpOJUIM U Moryhu repMmMuHa-
THBHU MO3auLK3aM KOJ MajKe.

BaxkHocT uHpOpMHUCcama pOAUTEHsA U
YJIaHOBa NMOPOAMIE, KA0 U OTKPHUBakbe XeHa
MyTaLluje, pabamwe

NpeHoCcuIana jecte
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3/ipaBor leTeTa, aJlu U NoTpeba KapAuoJIolL-
kor npahema xeHa Koje MpeHoce My TalHjy.
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THE IMPORTANCE OF INFORMING
PARENTS AND FAMILY MEMBERS
ABOUT THE INHERITANCE OF
THE RISKY X CHROMOSOME IN
DYSTROPHINOPATHIES

Jasmina MAKSIC, SneZana NIKOLIC,
Danijela ILIC-STOSOVIC
University of Belgrade - Faculty of Special
Education and Rehabilitation

Abstract

Genetic counseling is a significant form of
support for parents who have a child with a
genetic or non-genetic disorder, but also for
those planning a family, especially ifthey have
a positive family history of malformations or
genetic diseases. Genetic counseling helps
family members to understand and accept the
disease and provides guidance for decision
making in terms of further genetic testing
and possible prevention.

In the paper, through Duchenne and Becker
muscular dystrophy, we gave an overview
of X linked recessive inheritance pattern,
its specificity, possible testing of diseased
and female carriers, as well as difficulties
in assessing the risk of disease recurrence
(new mutations, germline mosaicism in the
mother). The fact that women are generally
pbhenotypically healthy carriers of the
mutation makes it difficult to detect them
in a timely manner. However, in about 8%
of cases, women are manifest carriers of
symptoms on skeletal muscle, and in about
20% of cases, cardiac muscle is involved.

The importance of informing parents and
family members, as well as the carrier
detection, is the birth of a healthy child,
but also the need for cardiac monitoring of
women carrying the mutation.

Key words: inheritance of dystrophinopathy,
risk assessment, genetic counseling
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