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

NHudopmauuma ana 3akoHHbIX NpeacTaBUTeNIen o
NMUIOTHON CKPMHUHIoBOM nNporpamme PaHHee
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U TAXKeNoro KoM6MHupoBaHHOro uMMyHoaedpuunTa
(TKNA) y HoBOpOXKAEHHbIX

YBaXkaemas rocrnoxa,

Mbl npegsiaraem Bawein cembe v Bawemy pebeHKy NpUHATb yyacTve B NUAOTHOM MporpaMMe paHHero
BbIIBNEHVS CMWUHA/IbHOW MbiweyHoit atpopum (CMA) u  TAXKenoro KOMOGMHUPOBAHHOIO
nmmyHoaedpuumuta (TKUA) y HOBOPOXAEHHbIX. ITa NWUAOTHAasA MNporpamMma CKpuHWHra (nporpamma
paHHero BbiABAEHWA 3aboneBaHWA) nNpefHa3HayeHa TOAbKO ANA TeX, KTO MMeeT rocCyAapCTBEHHYHO
MeAMLMHCKYHO0 CTpaxoBKy B Yewickorn Pecnybauke. MporpamMma no3BOAUT BOBPEMS BbIABUTb Haiuuune y
HOBOPOX/AEHHbIX 3TUX ABYX TAXENbIX Peakmx reHeTnyeckmx 3aboneBaHuii. CKpUHMHroBoe (T.e.
nouckosoe) obcnepoBaHME HOBOPOXKAEHHbIX, BeAyliee K pPaHHEMY BbIAB/IEHUIO 3TUX ABYX
HacneaCcTBeHHbIX 3a6oseBaHuMi, Y Hac A0 CUX NOp He NPOBOAUNOCHL. YUacTue B 3TOM nporpamme Bam
TakKe JacT BaXKHYH0 MHPOPMaLMIO O COCTOAHUM 340poBbA Bawero pebeHka n byaer cnocobcTBoBath
yCMewHOoMy NeYEeHNo, a B pAje C/y4yaeB, U CnaceHuo Xn3Hun Bawero pebeHka. YcioBuemM ycnewHoro
NeyeHnsn ABNAETCA paHHee BblIiBNEHNE 3TUX 3aboneBaHMI Ha NPeACMMNTOMHOM CTaAnn, TO eCTb A0 TOrO,
KaK MOABATCA NepBble TUMUUHbIE NPU3Haky 3aboneBaHuA. B HacTosLee BpeMsa 1abopaTOPHbIN CKPUHUHT
HOBOPOXAEHHBIX MO 18 TAXENbIM pesKUM 3aboneBaHUAM yXKe CTaHZapTHO NpoBoauTcs, npuyem CMA n
TKWA nocne oXnaaemoro yCrnewHoro OKOH4YaHWs 3TOW MWAOTHOM NporpaMMbl 6buin Hbl BKAKOUEHBI B
06LLerocyapCTBEHHYHO MPOrpaMMy  CKPUHMHIA HOBOPOXAEHHBIX MO  BbISBAEHUHO TE€HETUYECKUX
3aboneBaHnn (bonee NogpobHO Ha - www.novorozeneckyscreening.cz).

Mpoutute, NoXkanyiicta, NpeacTaB/eHHYIO 34eCb MHPOPMaLMIO, YTO6bI NPUHATL pelleHne O CBoeM
yyacTum B 3TO NporpaMmme.

Yro Takoe cnuHanbHaA MbiweyvHaa atpodpua (CMA) n nouemy Tak BaXKHO ee paHHee BbifiBJieHMe?

CnuHanbHas MblweyHas atpodusa (CMA, spinal muscular atrophy) — 310 TsXXenoe HacneacTBeHHoe
HepBHOMbILWeEYHOe 3aboneBaHNe, MPY KOTOPOM MOBPEXAAETCA YaCTb HEPBHOW CUCTEMbI, OTBETCTBEHHOW
3a ynpaBJ/ieHVe MbIWLamMy, HEOHBXOANMbBIMU ANA ABUXKEHNS BEPXHUX U HUXKHWUX KOHEUYHOCTEW, ronoBbl,
MbILWLIAMW AbIXaHWA W raoTaHua. [leTn, cTpajarowme 3TMM 3aboseBaHMeM, MOCTEMEHHO yTpaunBaroT
CMNOCOBHOCTb CaMOCTOATE/IbHO ABUraTbCs. bosesHb nposaBaseTca NocTeneHHO HapacTarowen cnabocTbro
MBbILLILL HOT, YXyALUAHOLLLeNCA NOABUXKHOCTBIO PYK M MPUBOAUT K MOJHOW yTpaTe MOABMXHOCTU BCEro Tena.
B eBponeinckon nonynauum 310 3abonesaHve nopaxaeTr NPUHAN3NTENIBHO OAHOTO HOBOPOXKAEHHOTO 13
AeCaTn ThICAY.

Bbiroga yvyactma B mporpamme 3ak1ro4aeTcd B BO3MOXXHOCTM BbIIBUTb 3TO 3aboneBaHMe Kak MOXHO
paHbLLE Nocae poxaeHusa pebeHka, YTO MO3BOAUT BOBPEMSA HavaTb IeHeHwe ellle A0 TOro Kak B pe3synbTarte
3ano34as0M KJIVHNYECKOW AMarHOCTMKM MOABATCA TAXENO MOAAArOLLMECA NEYEHUIO WM Hensnednmble
ocnoxHeHusa. [encteeHHoe neyeHne CMA B HacTofillee Bpems yXe AOCTYMHO W BMecTe CO
cneunanM3npoBaHHON peabuintaumen MOXeT B 3HaUNTEIbHOW CTENEHN YMEHbLUNTb NPOABAEHNA 3TOro
3abonesaHus.


http://www.novorozeneckyscreening.cz/
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Uto Takoe TsKenblii KOM6UHMpOBaHHbIN uMMmyHoaedpuunt (TKU[) m nouemy Tak Ba)KHO ero
paHHee BbifAB/E€HME?

Taxkenblh KOMOUHMPOBaHHbIN MMMyHoaebuumnT (TKUA nan SCID, severe combined immunodeficiency) —
3TO TAXKENoe HacneacTBeHHoe 3aboneBaHWe MMMYHHOU cuctemsbl. [etn, poxaeHHble ¢ TKNA, obbluHO
nocne poXAeHUs KaxyTcs 340POBbIMYM, TakK Kak OHW 3alUMLLEHbl aHTUTeNaMu OT CBOEW MaTepu, HO Mpu
nocTeneHHOM y6biBaHWUM aHTUTE MaTePW OHM BO BCE BO3pacTaroLLEei Mepe NojBep>KeHbl BbICOKOMY PUCKY
TAXENbIX MHOEKUUA. Ha nNpoTAXKEHMM HECKONbKMX MECALEB XWM3HW Yy HUX YacTo BO3HMKAeT Aunapes,
BOCMaNeHme Nerknx, BocnaneHme CpesHero yxa, Cencuc n KoxxHole nHdekumn. CepbesHbii pUCK A8 Takmnx
NaLMeHTOB MpPEeACTaBAAOT MPUBUBKM XMBbIMW BakUMHamMW. Takme BakLMHbI MOTyT CrnocobCTBOBaThb
MOABNEHUIO TSAXKENbIX OCNOXHEHWIM W Aaxe MOryT MpuBeCTU K cMepTu pebeHka. Ecnm 3aboneBaHue
BbIIBNEHO BOBPEMSA, TMOBbIWAETCA YCMNEWHOCTb HaMpaBAEHHOTO JIeYEeHUs, KOTOPbIM  AB/AETCS
HeMeANeHHas TpaHCMAaHTauMs KOCTHOTO MO3ra M BO30OHOBAEHME HOPManbHOW QYHKLMU MMMYHHOM
cucteMbl. B eBponerickor nonyasumu 3to 3aboseBaHWe NPOSBASETCS Y OAHOrO M3 MATUAECATU ThiCAY
HOBOPOXAEHHbIX.

3a6oneBaHna CMA u TKU/, HacneacTBeHHbIe, YTO 3TO O3Hauaer?

CMA n TKW/, — 370, Tak Ha3blBaeMbIE, PeLLECCUBHbIE HAaCEeACTBEHHbIE 3a001eBaHNSA, Y MO3TOMY MOXHO C
YBEPEHHOCTLIO Npegnonaratb, YTO PoAnTeNnn 3TUX NaLNeHTOB ABAAKOTCA TakK Ha3blBaeMbIMU 340POBbLIMU
nepeHocYMKamMu AaHHOro 3aboneBaHus.

Kak npoxoaut ckpuHuHroBsoe o6cnegoBaHme Ha CMA n TKUA?

CKpvHMHroBOe obciesoBaHMe Ha 3TV ABa 3aboneBaHWA MPOBOAMTCA MO Kanjae KPOBM, B3ATOW U3 MATKU
HOBOPOXAEHHOrO Mexay 48 u 72 uacom nocne poxzaeHus. [ns cKpuMHMHIoBoro obcnegoBaHms
MCMONb3yeTCcA ManeHbKaa Kanas KanuansapHomn kposu (Makc. 100 MUKPOAUTPOB, 3TO NMPUMEPHO pa3mep
KpynHoW 6ynaBoYHOM roNoBKM), B paMKax eJMHOBPEMEHHOrO 0Tbopa cepnn ManeHbkux 0bpasLoB KpoBU
A9 HYXJ, CylecTByowWwero 1abopaTopHOro CKPUHWHIA HOBOPOXAEHHbIX Ha pefKkne reHeTnveckme
3abosieBaHuA (CM. BbiLe). [T03TOMy MMAOTHaA NporpaMmmMa CKpMHUHIoBoro obcnegosanna Ha CMA n TKA/,
B OT/INYME OT CyLLeCTBYHOLEeN NPakTUKM, He obpemeHnT pebeHka AOMONHNUTEbHBIM OTOOPOM KPOBU. JTa
PYyTMHHaa npouejypa B3ATUA MaJeHbKOro KoanMyecTsa KpoBU U3 MATKM HOBOPOXAEHHOIO MpakTUyecku
6e3bonesHeHHa 1 HMKak He TpaBMupyeT Bawero pebeHka.

Urto Bac xpaet, ecnm Bbl npyumute yuactue B nporpamme paHHero BbiaBnaeHna CMA n TKUA?

Bpau B poannbHOM fome BaM 06BACHUT NPUUMHY 3TOTO CKPUHUHIOBOTO 0bciefoBaHNa 1 cnocob otbopa
Masioro KosmuecTsa kposu Bawero pebeHka. Bawe BO3MOXHOe cornacue Ha yyactve B 3TOM NMUIOTHOM
nporpamme 6yseT 3adpUKCMPOBAHO Kak Ha CKPMHWUHTOBOMW KapTOUYKe, Tak 1 B MEANLMHCKOW AOKYMeEHTaL MK
Bawero pebeHka B COOTBETCTBYIOLEM MEAVLIMHCKOM YUpeXAeHWMW, MpesocTaBfatoLeM MefULMHCKME
ycnyrv. Ha 3Ty nHopmMaunio pacnpocTpaHAoTca BCe MpaBOBble HOPMbI M MPUHLMM BpayebHOW TauHbI.
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OTtobpaHHble CKPUHMHIOBbIE NabopaTopumn ByayT NPOBOAWTb FrEHETUUECKUIA aHaAN3, OPUEHTUPOBAHHbIW
NCKNHOUNTENBHO Ha 3T ABa 3aboneBaHus.

YuuntbiBaa 1O, UTO peub naet o6 oueHb peakmx 3aboneBaHuAx U 0bBCAeayrOTCA BCE HOBOPOXKAEHHbIE,
poXxaeHHble B Yeluckon Pecnybnuvke, pesynbtaT O0ObABAAETCA CEMbE TONbKO B CAy4vae MO3UTUBHOIO
obHapyxeHna CMA u TKN/J. Ecam nabopaTopHbll TeCT HeraTMBHbIM — T.e. 3abosneBaHve He 6bino
06Hapy>KeHO, pe3y/bTaT He MOCbIAeTCA HU levallemMy AeTCKOMY Bpayy (MeamaTpy), HM B POAWUbHbINA LOM
Tak Xe, Kak B ciyyae obLierocyaapcTBeHHOro 1abopatopHOro CKPUHMHIa HOBOPOXKAEHHbIX Ha HEKOTOpPbIe
reHeTu4deckme 3aboseBaHna (CM. BbiLLE).

B oueHb peakux ciyyasx, KOrga Hy>XeH MOBTOPHbIN aHann3 KpPOBM, Hanpumep, no NpuUMHe HesCHOro
pe3ynbTata CKPUHWHIOBOro 0b6CNefoBaHWA WAM MPU HenmosHOM oTbope KPOBW B poAjOMe, neamatp
nonpocmnT Bac nocetntb ero ambynaTtopmto Uan e NOBTOPHbIA aHanu3 byaeT NpoBejeH eLle B pOALOME.

Kakum o6pa3om MOXKHO y3HaTb pe3ynbTaT 06cneaoBaHus

YuntbiBasa peakoctb 0boux 3aboneBaHui, T.e. B Yewwckon Pecnybavike 310 npnbAn3NTENbHO AECATL AeTel
C OAHUM U3 3TUX 3abosneBaHnin B rog, nabopatopus, NpoBoamBLIas obcnesoBaHNe, He MHOOPMUPYeET O
HOpPMaNbHOM (HeraTMBHOM) pe3y/nbTaTe a) 3aKOHHbIX npeacTaButenen pebeHka, b) nevauwero
Bpadanegunatpa. Haoboport, B cnyyae ecim y Bawero peberka o6Hapyxutcs CMA nan TKUZ (NO3nTUBHBIN
pe3ynbTaT obcnefoBaHUA) UANM BO3HUKHYT MOAO3PEHUS Ha OAHO M3 3Tux 3aboneBaHui, Bbl byaete
MHPOPMMpPOBaHbI O pe3yabTaTte 0b6CAeAOBaHWUA Jevyallum BpayoM-NeanaTpoM, KoTopbid Bam pact
HanpaB/ieHUs AN NPOXOXAEHWUA AaNbHEULWNX KOHKPETHbIX ANArHOCTUYECKUX W NeyebHbIX MpoLeccoB.
MO3NTUBHBIN pe3yabTaT CKPUHUHTOBOrO O6C/NefOBaHMA BCErja NpPoBepsieTca B Creuvann3npoBaHHOM
OTAeNeHUN B OfHOM U3 GaKynbTeTCKMX OO/MbHWL, a JOJrOCPOYHOE NeveHMe OCYLLeCTBAAEeTCA B
cnewumanv3npoBaHHbIX OTAENEHUAX OTAENbHbIX 6ObHUL,

Urto o3Hauaet, ecqim negmnatp He cBasanca ¢ Bamu / He nponHdopmupoBan Bac o pesynbratax
obcnepoBaHua Bawero pe6eHka Ha CMA u TKUA

Ecan Baw nevawmmn Bpay-negmatp He CBAXeTCA ¢ BaMu, 3TO 3HauUmMT, YTO CKPMHUHTOBOe obcnefoBaHne
Bawero pebeHka nokasaso HeraTvBHbIN pe3ynbTaT (T.e. HeT nogo3peHnt Ha CMA nan TKUA).

Mo>KHO /I oTKa3aTbCA OT CKpUHUHrosoro obcnepgosanna Ha CMA n TKUA? Hy>xHo nm mHe 6yaer
NOTOM OMJIaTUTb CKPMHUHToBoe obcnepgoBaHme?

Ot ckpuHuHrosoro obcnegoanma Ha CMA man TKU/Z MOXHO OTKa3aTbCs, O4HAKO COracHO MHEHWUHO
CNeLumanncToB B AaHHbIX 061aCTAX MeANLMHBI Mbl peKOMeHAyeM nogymatb 06 3ToMm. [ogo6Hble MMNOTHbIE
NPOEKTbl B HACTOALLEe BpeMA OCYLLEeCTBAAKOTCA B APYrMX Pa3BUTbIX CTpaHax, 1 Yewckaa Pecnybavka c
MOMOLLBKO 3TOrO MNpoeKTa MNPUCOEAMHAETCA K TFpynne pas3BUTbIX €BPOMENCKMX CTpaH, KOoTopble
bokycmpytoTca Ha paHHEM BbIABAEHUW PeAKNX TeHeTUYEeCKMX 3a601eBaHMI. DTOT MUAOTHBIA NPOEKT Takxe
COOTBETCTBYeT PEeKOMeHAAUMAM OTEeYEeCTBEHHbIX U MeXAyHapoAHbIx 3kcneptoB. OaHOBpeMeHHO
CKPVUHUHTOBOe 0bcCnesoBaHMe MOXET AaTb Bam BaxkHyto MHGOPMaLMIO O COCTOAHUM 340pOBbs Bawero
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pebeHka 1, Takum 0bpa3om, 3HaUUTENBHO MOBAUATL Ha KauyecTBO ero xu3Hu. ObcnegosaHme Ha CMA un
TKNA, pns Bawero pebeHka npoBoauTca HecnnatHO, 3TOT NPOeKkT PUHAHCUPYEeTCs M3 CneunanbHbIX
npoduaakTnyeckmx GoHA0B MefULIMHCKOro cTpaxoBaHua. OgHako ecan Bbl pelunTe oTkasaTbca TONbKO OT
ogHoro u3 obcnegosarui (1.e. CMA nan TKWA), To n obcnesoBaHune apyroro 3abonesaHus 6yaert
HEeBO3MOXHO, TaK KakK JuarHoctmyecknme Habopbl B CKPUMHUHIOBOM NabopaTopuu  MCMO/b3yHOTCA
NCKNOUYNUTENBHO AN OAHOBPEMEHHOTO BbisiBNEHNS 060X 3aboseBaHNN.

Uto 6yaeT c pe3yabTaToM NMpoBeAeHHbIX CKPUHMHIOBbIX 06cnepoBaHNIA?

Pe3ynbTaTbl CKPUHWHIOBLIX OBCNEAOBaHWM XPaHATCA Yy MOCTABLUMKOB MEANLMHCKNX YCAYr, ABAAIOTCA
YacTblO  MEAMUMHCKOW  JOKyMeHTaumMm u obpabaTbiBaloTCA B COOTBETCTBMM C  AEWCTBYHOLLUM
3aKoHogzaTeNbcTBOM Yeluckon Pecnybamkum.

Mo okoHuaHuu aHanm3a obpazey AHK (ge3okcmpnboHyknenHoBas KMCNOTa, BblgeneHHasa n3 obpasua
KPOBM) HemeaneHHo aukBuampyetca. CKPUHWHIOBas KapTovka XpaHUTCA B  COOTBETCTBUM C
noctaHoBneHnem N2 98/2012 C6. «O MeaNLMHCKON JOKYMEHTaLUW» B AEUCTBYHOLLEN pedakLmm 1 nocse
OKOHYaHMA CpOKa XpPaHEeHWUs NNKBUAMPYETCS B COOTBETCTBUM C HOpMOM 3akoHa N2 499/2004 C6. «O6
apxvBaLuu 1 AeN0NPON3BOACTBE U N3MEHEHUN HEKOTOPbIX COOTBETCTBYHOLLMX 3aKOHOB» B AENCTBYHOLLEN
pesakLumu.

B uenax oueHkM nporpaMmmbl B cooTBeTCTBMM € 3akKoHOM N2 372/2011 C6. «O MeanUMHCKMX ycayrax u
YyCNOBMAX WX NpeAoCTaBNeHVA» B JAEeNCTBYHOLEeN pejakumMm pesynbtaTtbl 6yayT obpaboTtaHbl B
HaunvoHanbHOM MeauuMHCKOM MHbopMaumoHHOM UeHTpe (NZIS) n B pJanbHelwem C HuUmK OyayTt
NPOW3BOANTLCA AENCTBMA B MOJHOM COOTBETCTBUM C PernameHTom EBponerickoro MapnameHTa n Coseta
EBponenckoro Coto3a N2 2016/679 ot 27. 4. 2016 roga «O 3awmTte Pusmuecknx aumy, npm obpabotke
MepCcoHaNbHbIX AaHHbIX U O CBOBOAHOM ObpalleHUn Takux AaHHbIX, a Takxxe 06 oTmeHe [npekTvBbl N2
95/46/EC (Obwmi PernaMeHT O 3alLMTe NepCOHasbHbIX AaHHbIX) M3BECTHOro nog abbpesunatypon GDPR.
Bce nuua, koTopble 6yayT wWMeTb JOCTYyNn K JAaHHbIM Bawero pebeHka, ob6a3aHbl cobatogathb
KOHPUAEHUManbHOCTb. Pe3ynbTaThl mporpammbl 6yayt onybamkosBaHbl B 06obuweHHOM Buge, T.e. be3
KaKnx-1mbo MHAMBMAYabHbIX AaHHbIX Y4aCTBOBaBLUMX B HEW JIWLL.

O6wan nHpopmauusa

MNpepocTtaBneHne MHPOPMMPOBAHHOIO COTNACUA Ha y4vacTme B 3TOM MpOrpamMMe CKpPUHUHIa ABAAETCA
NOJIHOCTbIO A06POBOAbHBIM. [laBas cornacme, Bbl He OTKka3biBaeTeCb HM OT KaKMX CBOMX 3aKOHHbIX MPaB, 1
OTKa3 OT CKPWUHWHIOBOro o6cCiefoBaHMA He MOBAMSET Ha BO3MOXHOe nedyeHue Bawero pebeHka ot
JaHHbIX 3a60/1€BaHNN.



