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[€HEeTUYHI CTaHW: BUBYEHHA ayTOCOMHO-A0MIHAHTHOIO ycnaakyBaHHA
(Genetic conditions: Learning about autosomal dominant inheritance)

leHn — Ue IHCTPYKLUIT, SIKi BKa3yloTb BalLOMY OpraHiaMy, sik po3BmMBaTmCA v pyHKLioHyBaTn. BoHU cxoxi
Ha peuenT neunBa abo KpecneHHs GyauHKy.

Y Bac € aBi konii Mamxe KoxHoro reHa. OgHa konist noxoanTb i3 ANLEKIITUHW, a iHwWa — 3i
crnepmarosoiga, Wwo Bac chopmMyBanu. ICHYIOTb TUCAYI FeHIB, BaXITMBUX AN 300POB’S.

Y BCiX Hac € BiAMIHHOCTI B HaLLMX FEHETUYHUX IHCTPYKLIAX, sIKi pobnaTb HAC BiAMiIHHUMK OAHE Big,
ogHoro. Mu HasnBaemo Ue BapiaHTamu. baraTo i3 umx BigMiHHOCTEN HE CMPUYNHSIIOTD XXOAHUX Npobrnem
3i 300poB’aMm. Ix HasmBatoTb AobposikicHAMK BapiaHTamu. Ane iHOAI Pi3HMLUS B HAWNX reHETUYHUX
IHCTPYKLISIX MOXe cnpuunHnTy Nnpobnemu 3i 3gopos’siM. Lli BigMiHHOCTI Ha3MBalOTb NaToreHHMMKn abo
XBOPOOOTBOPHNMM BapiaHTaMu. [€HETUYHI 3aXBOPHOBAHHS MOXYTb BUHUKATK MO-Pi3HOMY, 30Kpema
AKLO Y Bac € NaToreHHWn BapiaHT y BaXIMBOMY lEHi.

AyTOCOM HO-AOMiHaHTHe ycnagKyBaHHA
(Autosomal dominant inheritance)

AyTOCOMHO-AOMIHAHTHE ycnaaKyBaHHSA — Lie OAMH 3i cnocobiB, Y KU FEHETUYHWUIA CTaH MOXE BUHUKATU
" nepepasaTtuca Big 6aTbkiB 4O AUTUHW.. TEpMIH @y TOCOMHMIM O3HAYae, WO CTaH MoXe BpaxaTun byab-
KOro, He3arexHo Big reHaepy 4v ctati. TepMiH BOMIHAHTHUW O3HA4aE, Lo AN PO3BUTKY MEBHOMO
CTaHy JOCTaTHbO NMLLIE OAHIET KONii reHa 3 NaToreHHMM BapiaHTOM. |HLa Konisi reHa He noTpebye
HasIBHOCTI NAaTOreHHOro BapiaHTa.

AyTOCOMHO-OOMiIHAHTHI CTaHun
(Autosomal dominant conditions)

IcHye Garato pi3HMX ayTOCOMHO-AOMIHAaHTHUX CTaHiB, SKi MOXYTb BNAMBATU Ha Halle 300pOoB’s Ta
PO3BUTOK. 3a AEAKNX ayTOCOMHO-AOMIHAHTHUX CTaHIB yCi Ntoan 3 TaKMM BapiaHTOM reHa MaTUMyTb
NposiBM LIbOro CTaHy. B iHWNnX Bunagkax y ocib i3 TakMum BapiaHTOM MOXe po3BMBaTUCh abo He
pO3BMBATUCS LIEN CTaH.

AyTOCOMHO-AOMIHAHTHI CTaHN MOXYTb BNAMBATK Ha N0Aen Ha Pi3HUX eTanax IXHbOro XUTTH. 3anexHo
Bifj CTaHy, 03HAKN MOXYTb OyTK NpUCYTHIMM A0 abo nig Yac HapOAXKEHHS, Y OUTUHCTBI, MigiTKOBOMY
abo gopocromy Biui. AyTOCOMHO-OOMiIHAHTHI CTaHM MOXYTb MO-Pi3HOMY BMAMBATW Ha NOOEN 3 OgHIEl
ciM’T.

[eHeTMYHe TECTYBaAHHSA HA ayTOCOMHO-AOMIHAHTHI CTaHN MOXe OyTun JOCTynHMM abo Hi. 3aranom

reHeTU4YHe TECTYBaHHA MOXe pOo3rnsgaTucs sk ans nogen i3 o3HakaMmm Ta CUMMNTOMaMM LibOro CTaHy,
Tak i on4a nogen i3 CiMenHMM aHaMHe30M Yyepes BiJOMUIN NaToreHHU BapiaHT.

AK ayTOCOMHO-AOMIHaHTHI CTaHU NepeaAarTbLCA Big 6aTbKIB 4O ANTUHU
(How autosomal dominant conditions are passed down from parent to child)

AKWo oanH i3 6aTbkiB Mae ayTOCOMHO-A0OMIHAHTHE 3aXBOPHOBAHHS, Y HBOFO € OAWH reH 6e3 naToreHHoro
BapiaHTa ” OOWH reH i3 NaToreHHWM BapiaHToM. [1ig Yac KOXHOT BariTHOCTi AUTUHA OTPUMYE MO OAHOMY
reHy Bif KOXXHOrO 3i CBOIX BionoriyHnx 6aTbkiB.

Lle o3Hauvae, Lo nig 4Yac KOXXHOT BariTHOCTI, KON OAuH i3 6aTbKiB Mae ayTOCOMHO-AOMIHAHTHE
reHeTUYHe 3aXBOPIOBaHHS, iCHYE:
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e 132 waHciB (abo 50%) Toro, Wo AUTNHA YCNaaKye reH i3 natoreHHnM BapiaHTom. Konun antmnHa
yCnagKoBYE LIeVi FeH, Y Hei pO3BUMBAETbCSH ayTOCOMHO-AOMIHAHTHE 3aXBOPHOBaHHA abo
NiABULLYETLCS PU3MK PO3BUTKY LIbOrO CTaHy.

e 132 waHcis (abo 50%), wo aguTnHa ycnaakye reH 6e3 natoreHHoro BapiaHta. Lie o3Havae, wo
AVWTUHA HE MaTUMe ayTOCOMHO-AOMIHAHTHOTO CTaHy 1 He 3MOXe nepeaaTy Moro HaCTyMHUM

MOKOSMiHHAM.
YpaxeHun oauH HeypaskeHuit oguH
i3 6aTbkiB i3 GaTbKiB
g &£ & &0
Heypaxena VYpaxeHa HeypaxeHa YpakeHa
OnTuHa AUTUHA OUTUHa anTuHa

baTbkn He MOXYTb KOHTPOMOBATU, AKi reHW nepegatroTbCs IXHIM giTam. HasiBHICTb reHETUYHOIO
3axBOPHOBaHHS ab0 HAapPOMXXEHHS ANTUHWN 3 TEHETUYHUM 3aXBOPIOBAHHSAM HE CNPUYNHEHE HiYNM i3 TOro,
LLIO NIoanHa Ym 6aTbkn 3pobunm Ymn He 3pobunun. Pnsmk ycnagkyBaHHSA ayTOCOMHO-A0OMIHAHTHOMO
3axXBOPHOBAHHS TAKOX He 3anexuTb Bia:

e cTaTi baTbkiB 260 AUTUHY;
e TOrO, SIKUN i3 OaTbKiB Mae NaTOreHHWI BapiaHT;
e YCbOro, Wo 6aTbKo Yn matm pobunu go abo nig 4Yac BariTHOCTI;

e pesynsraTy nornepenHbLoi BaritTHOCTI (YCi BariTHOCTI MK TUMW caMyUMy NioAbMuU MaTumyTb 1 i3 2
waHciB (50%), Wwo auTnHa ycnaakye ayToCOMHO-AOMIHAHTHUI CTaH).

MNMowyk reHeTMYHOro BapiaHTa BnepLue: BapiaHTU 2s106abHi

(Finding a genetic variant for the first time: De novo variants)

Ocoba 3 ayTOCOMHO-A0MiIHAHTHMM 3aXBOPIOBAHHAM MOXE MaTh abo He MaTu CiIMENHY iCTOPIIO LbOro
CTaHy. Y Aesdkux poanHax reHeTUMHUIM BapiaHT, BignosiganbHWI 3a Len CTaH, NPUCYTHIA NPOTArom
NoKosiHb. B iHWKMX BUNagkax reHeTUYHUIM BapiaHT MOXKHa BnepLue 3HanuTu B okpemol ocobu. Lle
Ha3nBaeTbCs BapiaHTOM de novo (abo HOBUM BapiaHTOM), OCKIfNlbKU BiH HE YCNaAKOBYETLCS Bif, >XKOAHOIO
3 baTbkiB | BNeplle TpannsieTbes B Wiei noamHun. Micns nosiem BapiaHTa de novo usa nioguHa mae 50%
LaHCcy nepeaaTtn Noro CBOIM ANTUHI.
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FeHeTn4YHe KOHCYJ1bTYBaHHA
(Genetic counselling)

AKLLOo Y Bac € 3anUTaHHA Woa0 ayTOCOMHO-A0MIHAHTHUX CTaHiB abo Tuny ycnaakyBaHHS, 3BEPHITLCA
[0 CBOEI MeaN4HOT KoMaHau.

[eHeTMYHe KOHCYNbTYBaHHA JOCTYMNHE AN OcCib, sKi MaloTb reHeTUYHE 3aXBOPIOBaHHSA abo MOXYTb ByTn
CXWIbHi 0 HLOrO. [eHETUYHUI KOHCYNBTaHT MOXe NepernsaHyTH Bally CiIMENHY iCTopito, BapiaHTu
reHETUYHOro TECTYBAHHS Ta CKPUHIHT, @ TakoX AONOMOITK CiM’siM | okpemuM ocobam ajanTyBaTucs 40
AiarHosy. 3anuTanTe y CBOro fnikapsi, Ys Moxe Bam ByTU KOPUCHE HanpaBfieHHs! HA reHETUYHE
KOHCYNbTYBaHHS.

LLlo6 oTpumaTu Linogo60By KOHCYNbLTaLil0 MeAcecTpu 1 3aranbHy iHdopmauilo Woao 340poB’s,
3aTtened)oHynTe Ha niHito nigTpnmkn Health Link Ha Homep 811.

OcTaHHin nepernaa; 23 cepnHa 2024 poky

ABTOp: IIporpama kiiniunoi Ta Metabosiunoi reaeruku (Clinical and Metabolic Genetics Program), Alberta
Health Services

Llen maTtepian He 3aMiHIO€ KOHCYNbTaLito KBaricikoBaHOro dhaxiBLsa B ranysi OXOpoHu 300poB’s. BiH npusHadeHui
nuwie Ang 3aranbHOro 03HaMoOMIEHHs N HAAETbCA 3a NpuHUKMNOM "dK €, ae €". NMonpwu Te, Wwo Byno goknageHo
BCiX PO3yMHMX 3ycunb AN NigTBEpMAKEHHA TOYHOCTI iHcpopMmauii, cniBpobiTHUKM Alberta Health Services He gatoTb
XOOHMX 3aneBHeHb abo rapaHTin, SBHUX, HESABHUX abo nepeabadeHnx 3aKkOHOM, OO0 TOYHOCTI, HAaLiHOCTI,
NMOBHOTW, 3aCTOCOBHOCTI Takol iHdopMaLii uu it npuaaTHOCTi Ans nesHoi MeTn. CniBpobiTHUKKM Alberta Health
Services KaTeropu4Ho BiAMOBNATLCS Bi OyAb-sKOI BigNOBiAanbHOCTI 328 BUKOPUCTaHHSA LMX MaTepianis, a Takox
3a BCi NpeTeHaii, Aii, BUMorn abo no3oBsw, L0 BUHUKAKOTb YHACIAOK TaKoro BUKOPUCTaHHS.
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