VSEOBECNA FAKULTNi NEMOCNICE V PRAZE

Gynekologicko porodnicka klinika, Neonatologické oddéleni
U Nemocnice 499/2, 128 08 Praha 2 | IC: 00064165, tel.: 224 961 111

VR A Informace pro pacienty | IP-NEO-01 | strana 1z 4 | verze 1

Ucinnost dokumentu od: 08. 03. 2022
Edukacéni material

IHpopmaLia ana 3aKkOHHUX NpeACTaBHUKIB LLOA0
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LLlaHOBHa naHi,

MW npornoHyemo Bawin cim'T i Bawi AWTWHI B3ATM yyacTb Y MINOTHIM NpoOrpami paHHbOrO BUABJAEHHS
cniHanbHo M'A3oBoi aTpogii (CMA) i Bakoro komb6iHoBaHoro imyHogediunty (TKIA) y
HOBOHapoaXeHux. Lia ninoTHa nporpama CKpuVHIHTY (MporpaMa paHHbOro BUABJ/EHHS 3aXBOPHOBAHHA),
npusHayeHa Aunle ANA YYaCHMKIB rPOMajCbKOro MeANUYHOro CTpaxyBaHHS, AO3BOANTb BYACHO BUABUTU
HafBHICTb Y HOBOHAPOAXKEHNX LINX ABOX Ba>XKKMX PIAKMX FTEHETUUYHUX 3axBOpPtoBaHb. CKpUHiHroBe (TO6TO
MOLLYKOBE) OBCTEXXEHHS HOBOHAPOZXEHWX, WO BeAe 4O PaHHbOrO BUABAEHHA LWMX ABOX CMaAKOBMX
3aXBOPHOBaHb, Y Hac A0 LMX Nip He MPOBOAMAOCA. YuacTb Y Ui nporpami Bam TakoX JacTb BaxivBy
iHbopMmaLito Npo CTaH 340poB'A Bawwoi ANTUHK | cnpmATUME YCNILWHOMY NiKyBaHHIO, @ Y PAAI BUMNAAKIB, |
BPATYBaHHIO XWTTA Balwoi ANTUHW. YMOBOIO YCMILIHOTO /liKkyBaHHA € PaHHE BUABNEHHA LMX 3aXBOPIOBaHb
Ha NPeACMMMTOMHIN cTagii, TOBTO A0 TOro fAK 3'ABAATLCA NepLUi TUMOBI O3HaKW. B gaHWii yac nabopatopHUin
CKPWHIHT HOBOHapPOZXeHMX Mo 18 BaXcKMM PigKMM 3aXBOPHOBaHHAM BXe CTaHAAapTHO MPOBOAMUTbLCH,
npuyomy CMA i TKIZ nichs o4vikyBaHOro yCnilHOro 3aKiHYeHHSA L€l NiIOTHOI Mporpamu 6yan 6 BKItOYeHi
B 3ara/JibHOZAep>KaBHY MpPOrpamy CKPUHIHIY HOBOHAPOAXKEHWUX MO BUSABNEHHIO FTEHETUYHUX 3aXBOPHOBaHb
(aeTanbHiwe Ha www.novorozeneckyscreening.cz)

MpounTtante, 6yab nacka, npeacraBneHy TyT iHpopMaulito, W06 NPUUHATU pilleHHA NpPO CBOKO
yyacTb Yy Ui nporpami.

Lo Take cniHanbHa Mm'A3oBa aTpogis (CMA) i yomy Tak BaXk/inBe ii paHHE BUAB/IEHHA?

CniHanbHas m'a3oBa aTpodis (CMA, spinal muscular atrophy) — Le Baxke cnaskoBe HepPBOBO-M'30Be
3aXBOPIOBAHHA, NPU AKOMY YLIKOZXKYETbCA YacTMHA HEPBOBOI CUCTEMM, BiAMNOBIAANIbHOI 3a yrNpaBAiHHA
M'A3aMK, HEOBXIAHVMW AN PYXy BEPXHIX i HUXHIX KiHLBOK, FONOBY, M'A3aMW AWXaHHSA | KoBTaHHA. [iTw,
AKi CTpaXAatoTb Ha Lie 3aXBOPIOBAHHSA, NOCTYNOBO BTPayatoTb 34aTHICTb CaMOCTIMHO pyxaTucs. XBopoba
BUAB/AETbCA MOCTYNMOBO HApPOCTArOUOoK CAbKICTIO M'A3IB HIr, PYXAMBICTHO PyK, LLO MOFipLIYETbCA, |
NPWBOAWTL AO MOBHOI BTPATM PYXJMBOCTI BCbOTO TiNa. Y €BpPOMenchbKin nonynauii Le 3axBoproBaHHA
BUABNSAETLCA NPUBAN3HO Yy OLHOTO 3 AECATU TUCAY HOBOHAPOAXKEHMX.

Buroga ydacti B nporpami nosifra€ B MOX/AMBOCTI BUABUTM Lie 3aXBOPHOBAHHA AKOMOra paHiwe nicas
HapOZ>KEHHS AWUTATK, WO AO3BONNTb BYAaCHO NMOYaTU JIiKyBaHHSA Lie JO TOro fK B pe3yabTaTi 3ani3HeHoi
KAIHIYHOI AiarHOCTUKM 3'ABNATLCA YCKNAAAHEHHS, fKi BaXKO MiAAANOTbCA NiKyBaHHIO, abo HEBWIKOBHI
ycknagHeHHs. [iese nikyBaHHA CMA B gaHMI yac BXe JOCTYMHO i pa3om i3 cneuiasizoBaHoo peabisiTaLiero
MOX€e B 3HaYHI/ Mipi 3MEHLLNTN NPOABM LibOro 3aXBOPHOBAHHS.

o Ttake Baxkuu kombiHoBaHMW imyHogediunt (TKIJ) i yomy Tak Ba)kiMBe WMOro paHHE
BUAB/IEHHA?

Bakkunit kombiHoBaHW imyHogediumT (TKIZA abo SCID, severe combined immunodeficiency) — ue Baxke
CNafZkoBe 3axBOPHOBaHHA iMyHHOI cuctemu. [itw, HapogxeHi 3 TKI[, 3a3BuMyan nicna HapoaXKeHHS
3/aK0TbCA 340POBMMM, OCKINIbKM BOHM 3aXWLLeHi aHTUTINamKn Bif CBOEI MaTepi, ane npu MOCTynoBOMYy


http://www.novorozeneckyscreening.cz/
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yOyBaHHI aHTUTIN MaTepi BOHW Yy BCe BiNbLIM MipU CXWAbHI 4O BUCOKOTFO PU3NKY BaXKUX iHOEKLiN.
BnpogoBX AeKinbKOX MICALIB XMUTTA Y HUX 4YacTO BMHWUKAE Jiapes, 3anajeHHA JereHiB, 3ananeHHs
cepeaHboro Byxa, cencuc Ta iHdekuii wkipn. Cepro3HNA puU3nK ANS TakMX MaLi€HTIB NpeAcTaBAAOTb
L ENAEHHS XNBUMM BakLMHaMK. Taki BaKLIMHN MOXYTb CNPUATY NOABI BaXKKMX YCKAAAHEHb | HAaBITb MOXYTb
npuBecTM A0 CMepTi AUTATU. AKWO 3axBOPHOBAHHA BWABAEHE BYACHO, MNIABULLYETBCA YCMILWHICTb
HamnpaBJeHOro NiKyBaHHSA, SKUM € HeraHa TpaHCMAaHTaL i KiCTKOBOrO MO3KY i BiJHOBEHHS HOPMasbHOI
OYHKUiT iIMyHHOI cucTemn. Y €eBponencbkii nonynsuii ue 3axBOPrOBaHHA BUABASETbCA B OAHOrO 3
N'ATAECATU TUCAY HOBOHaPOAXKEHMX.

3axBoproBaHHa CMA i TKIJ, cnapkoBi, Wo e o3Hauvae?

CMA i TKIA - ue, Tak 3BaHi, peuecuBHI CNafKOBI 3aXBOPHOBAHHSA, i TOMY MOXHa 3 YMNeBHEHICTHO
nepegbavaty, WO 6aTbkM LMX MaUiEHTIB € TaK 3BaHVMMW 340POBUMM MNEPEHOCHMKAMM JAHOro
3aXBOPIOBaHHS.

Alk npoxoauTb cKpuHiHroBe obcrexxeHHs Ha CMA i TKIA?

CKpVHIHrOBe OOCTEXEHHA Ha Ui ABa 3aXBOPKOBAHHA MPOBOAWUTBLCA MO Kpamai KPOBi, y3ATOi 3 N'ATW
HOBOHapOAXeHOro MixX 48 i 72 rogvHoO nicna HapoaxkKeHHA. [1n1d CKPUHIHTOBOrO 0O6CTeXeHHS
BMKOPWCTOBYETbCA MajeHbka Kpanas KaninapHoi Kposi (Makc. 100 MikponiTpis, Lie npubav3HO po3mip
KPYMHOI LUMWABKOBOI rONIBKM) B pamkax OAHOPa3OBOro Bifbopy cepii ManeHbKWX 3pa3KiB KPOBi ANA
noTtpeb icHyrouoro 1abopaTopHOro CKPUHIHIY HOBOHAPOAXKEHWUX Ha PiAKi reHETUYHI 3aXBOPIOBAHHA (AMB.
BuLLe). ToMy MinoTHW ckpuHiHT Ha CMA i TKI, y NOpiBHAHHI 3 MOTOYHOI MPAKTUKOK, He OBTAXUTbL
AWTVHY [0AaTKOBMM 3abopom kpoBi. Llel 3BMYaiHWMi 3abip HEBEAMKOro 3paska KpoBi 3 N'ATn
HOBOHaPOAXKEHOr0 NPakTUYHO 6e360ICHWI | XXOAHMM YMHOM He TpaBMYye Baluy AnTuHYy.

Lo Ha Bac uekag, akwo Bu BisbmeTe yuacTb B nporpami paHHboro BuasnaeHHa CMA i TKIA?

Nikap/nikapka B nosnorosomy 6yanHKy Bam NOSCHUTb NPUUKHY LibOrO CKPUHIHTOBOTO 0BCTEXEHHS | Cnoci6b
Bif46OpPY Manoi KinbkocTi KpoBi Balwoi AnTnHW. Bala MoXxamBa 3roga Ha yyacTb B L NiNOTHIA Nporpami
6yae 3adikcoBaHa AK Ha CKPUHIHIOBIW KapTLji, TaK | B MeAWYHIV AOKyMeHTaLil Bawwoi AnTuHW y BigNoBIAHIN
MeAMYHIN YCTaHOBI, WO Haja€ MeanyHi nocayru. Ha uto iHGopMaLito MOLWMPOOTLCA BCi MPaBOBI HOPMMU i
MNPVHLMMIM NiKapCbKOi TaEMHWL. BigibpaHi ckprHiHroBi nabopaTopii MPOBOANTUMYTb FT€HETUYHWIA aHani3,
OPIEHTOBAHWA BUK/IOYHO Ha Ui ABa 3axBOPOBaHHA. BpaxoByroum Te, WO MAeTbCA MPO AyXe piaki
3aXBOPHOBaHHA | 0BCTEXYHOTbCA BCi AiTW, HAPOAXKeHI B Yecbkin Pecnybniui, pe3ybTaT OrosoWyeTbea Cim'i
nvwe B pasi no3unTtnsHoro suasaeHHa CMA i TKI.

Akwo nabopaTopHUN TecT HeraTMBHMN — TOOTO 3axBOPHOBaHHA He Oyno BuAB/IEHe, pesynbTaT He
MOCMNAETLCA Hi NIKYFOUOMY AUTAYOMY NliKapto (MegiaTpoBi), Hi B NOJIOroBun ByaMHOK Tak camo, AK y pasi
3arasbHOAEepP>XaBHOro N1abopaTOpPHOro CKPUHIHIY HOBOHAPOAXKEHMX Ha AeAKi reHeTUYHI 3aXBOPHOBAHHA
(avB. BULLE). Y Ay>Ke piAKMX BUMagKax, KOV NOTPIOGHMA NOBTOPHMI aHali3 KPOBI, HAMpWKAag, yHacnijok
HEeACHOrO pe3y/bTaTy CKPUHIHIOBOro obcTexkeHHA abo Mpu HEMOBHOMY BiA6OPI KPOBi B MOAOrOBOMY
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OyAnHKy, negiaTp nonpocuTtb Bac BiaBigatM noro ambynaTtopito abo MOBTOPHWIA aHani3 Kposi byae
MPOBEAEHWI Le B MONOTrOBOMY BYAMHKY.

AKNM UMHOM MO>XKHA B3HATU pe3ynbTaTt

BpaxoBytoun pigkicTb 060X 3axBOoptoBaHb, TO6TO B Yecbkilt Pecnybniui Le npubavsHo fecatb Aiten 3
OAHWM 3 UWMX 3axBOPIOBaHb B piK, nabopatopis, WO npoBoguna O6CTeXeHHA, He iHbopMye npo
HOPMasibHWI (HEraTUBHWUI) pe3ynbTaT a) 3aKOHHWX MPeACTaBHUKIB ANTATY, b) nikyrouoro nikaps-negiatpa.
HaBnakw, y Bunagky skwo y Bawoi antnHu Bussutbca CMA a6o TKIZ, (No3nTnBHUIN pe3ynbTaT 06CTeXEHHS)
abo BMHUVKHYTb MiZ03pKY Ha OAHE 3 LiMX 3aXBOPIOBaHb, Bu byaeTe iHbopmoBaHi Npo pe3ynbTaT 0bCTeXeHHS
NiKyOUMM NlikapeM-negiaTpoM, sk Bam gacTb HanpsM Ans NPOXOAXKEHHS MOAanbLUMX KOHKPETHWUX
AIarHOCTMYHUX | NikyBanbHUX npoueciB. [MO3UTUBHMI pe3ynbTaT CKPUHIHFOBOTO OBCTEXEHHS 3aBXAM
nepeBipAETbCA B CreLiani3oBaHOMY BiAAiNeHHI B OAHIA 3 daKyNbTeTCbKUX JiKapeHb, a JOBroCTPOKOBE
NiKyBaHHA 3iNCHIOETLCA B CreLiani3oBaHWX BigAileHHAX OKPEMMX NliKapeHb.

Lo o3Hauae, AKWo negiatp He 3B'A3aBcA 3 Bamu / He npoiHdopmyBaB Bac npo pesynbratn
ob6cTexxeHHs Bawoi gutnim Ha CMA i TKIA, ?

Akwo Baw nikyroumi nikap-negiatp He 3B'sXeTbcs 3 Bamu, ue 03Hauya€, WO CKPUHIHIOBE ObBCTEXEHHS
Balwioi AMTMHM NOKa3ano HeraTMBHWUIA pe3ynbTaTt (TO6To HeMae nigo3piHb Ha CMA a6o TKIA).

Un Mmo>KHa BigMOBUTUCA Bif, CKpUHiHroBoro ob6crexxeHHa Ha CMA i TKUA? Yu noTpibHO meHi 6yae
NoTiM 3an/1IaTUTKU 3a CKPUHIHroBe 06cTeXKeHHA?

Bia ckpuHiHroBoro obctexeHHsa Ha CMA abo TKIZ, MoxHa BiAMOBUTUCA, NpPOTe 3riAHO 3 AYMKOLO daxiBLiB
B JaHMXx 06nacTax MeAnLIMHN MU peKOMeHAYEMO noAymatu npo ue. MoaibHi NioTHI NpoeKTn B faHni Yac
3JINCHIOIOTBCA B IHLWIMX PO3BUHEHMX KpaiHax, i Yecbka Pecnybnika 3a AONOMOrow LbOrO MPOEKTY
NPUEAHYETBCA 4O TPYNU PO3BMHEHUX EBPOMEUCBKUX KpPaiH, AKi GOKYCYTbCA Ha PaHHbOMY BUSIBAEHHI
PiAKMX TEHETUUHMX 3axBOpPOBaHb. Llel MiNOTHUMI NPOEeKT BiANOBIAAE PEKOMEHAALLIAM BITUNIHAHUX i
MIDKHapOZHMX eKcnepTiB. Pa3om 3 LnM, CKPUHIHTOBe 0BCTeXXeHHA Moxe AaTty Bam BaximBy iHpopmaLito
Mpo CTaH 340pOoB'A Bawoi ANTUHM i, TaKMM YMHOM, 3HAUYHO BIMIMHYTU Ha AKIiCTb ii XuntTa. ObcTexxeHHs Ha
CMA i TKIJ, ans Bawoi ANTUHM NpoBOAUTLCA HGE3KOLUTOBHO, Lieil NPOeKT iHaHCYETbCA i3 creuiasbHUX
npodinakTUUHMX POHAIB FPOMaACbKOro MeANYHOro cTpaxyBaHHsa. MNpoTe akLwo Bu BupiwmTe BigMOBUTHCS
nvwe Big oaHoro 3 obctexeHb (To61o CMA abo TKWA), To i o6cTexeHHs iHWOro 3axBoptoBaHHA byse
HEMOX/IMBE, OCKI/IbKM AiarHOCTUYHI Habopw B CKPUHIHTOBIN nabopaTopii BUKOPUCTOBYHOTLCA BUK/IOYHO
ANA OAHOYACHOTO BUABNEHHA 0HOX 3aXBOPHOBaHb.

Lo 6yae 3 pe3y/ibTaTOM NPOBeAEHUX CKPUHIHFOBUX 06CTeXKeHb?

Pe3ynbTaT CKPUHIHITOBUX OBCTEXeHb 36epiratoTbCa y MOCTaYaibHUKIB MEAVMYHUX MOCAYT, € YaCTUHOR
MeAMNYHOIT AOKyMeHTaLii i 06pobastoTbCa BigNOBIAHO A0 YMHHOTNO 3akoHOAaBcTBa Yecbkoi Pecnybniku.
Micna 3akiH4eHHA aHanisy 3pa3ok [HK (ae3okcmpunboHykneiHoBa KWMCAOTa, BUAiINEHA i3 3pa3ka KpoOBi)
HeravHo nikBigyeTbca. CKpUHIHroBa KapTka 36epiraeTbca BignosigHo o noctaHoBm N2 98/2012 36. «[1po
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MEeAVUHY JAOKYMEHTALit0» B YMHHIN peaakuil i nicns 3akiHYeHHA TepMiHy 36epiraHHs NikBiAyeTbCA
BiANOBIAHO A0 HOpMM 3akoHY N2 499/2004 36. «[po apxiBaLito | 4iNOBOACTBO Ta 3MiHY A€AKMNX BiJMOBIAHNX
3aKOHIB» B UMHHIM pegakuii. B winfax ouiHkM nporpamu BignoBigHO Ao 3akoHy N2 372/2011 36. «[Ipo
MeAMYHI MOCAYT | YMOBU iX HaaHHSA» B YUMHHIW pegakuii pe3ynbtaTtv 6yayTe 06pobneHi B HalioHanbHOMy
mMeanyHoMmy iHbopMauirHomy ueHTpi (NZIS) i Hagani 3 HUIMK NPOBOANTUMYTBCS Aii B MOBHIM BigNOBIgHOCTI
no PernameHty €Bponericbkoro MNapnamenTy i Pagn €C N2 2016/679 Big 27. 4. 2016 poky «[1po 3axucT
®i3nyHMX 0Cib y 3B'A3Ky 3 06POGKOHD MEPCOHaNbHMX AaHWX | MPO BiIbHWUM pyX TakuUxX AaHuWX, Ta Mpo
ckacyBaHHs [npektnen N295/46/€C (3aranbHWin pernameHT NPo 3axXMCT NePCOHaNbHUX AaHWX)», BiZAOMOro
nig abpesiatypoto GDPR. Bci ocobwu, aki mMatumyTb JOCTyn A0 JaHux Bawoi avtnHn, 3060B'A3aHi
AOTpUMyBaTUCA KOHOIAeHUINHOCTI. PesynbTaTv nporpamu 6yayte onybnikoBaHi B y3aranibHEHOMY BUTAL),
TO6TO 63 ByaAb-AKMX NEPCOHANBbHUX AaHWX OCIb, WO Bpann yyacTb B i Nporpami.

3aranbHa iHpopmauin

HazaHHA iHPOPMOBAHOI 3roAM Ha y4acTb Y Ll MpOrpamMi CKPUHIHTY € MOBHICTHO A0BpOoBinbHUM. [atoun
3roay, Bu He BiaMOBAsiETECA Bif XOAHUX CBOIX 3aKOHHWX MPaB, i BiAMOBA Bij, CKPUHIHITOBOrO OOCTEXEHHS
He BN/NHE Ha MOX/MBE iKyBaHHA Balloi AUTUHK Big AaHWX 3aXBOPHOBAHb.



