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Beryn

Vkpaincekuit Peectp marmieHTiB 31 CHiHAIBHOI M’ S30BOI0 aTpOo(di€r0 € YaCTHHOIO
I'mo6anpHoro peectpy TREAT-NMD, skuii B CBOIO Uepry € OJHI€I0 3 HAMOIIBII TOMITHUX
iHimiaTUB 300py AaHHUX, IO AIIOTH Yy BChOMY CBiTi.

TREAT-NMD — wmixHapoaHa iHiliaTUBa MPOBIJHUX €BpOMEHChKUX (axiBIiB B 00sacTi
HEPBOBO-M’ I30BUX 3aXBOpPIOBaHb. [IpOEKT cCHpsSMOBAaHWUM Ha TMONIMIICHHS MEIUYHOTO
00CIyroByBaHHsi 1 pPO3pOOKH METOMIB JIIKyBaHHS TAIli€HTIB 3 pPI3HUMH PIiIAKICHUMH
HEpPBOBO-M SI30BUMH 3aXBOPIOBAHHSMH B TOMY 4YHCII 3 TaKUM HEPBOBO-M S30BUM
3axBoproBaHHIM ik CMA.

3 MOMEHTY cTapTy npoekTy B ciuHi 2007 poKy, B IEHTpi yBaru Mepesxi Oyna po3poOKa iHCTPyMEHTIB,
HEOOX1MTHUX (HapMIIPOMHCIIOBOCTI, KJIIHIIMCTAM Ta BYCHHUM, 3aJTyYCHHS HOBITHIX TEpaneBTHUYHUX
MiIXOAIB Yepe3 M0 KIHIYHUKA PO3BUTOK OE€3MOCepeTHhO B KITIHIKY, a TaKOX HaJIaroKCHHS
HaWKpaIoi NPaKTUKH JIOTJISATY 32 HEPBOBO-M SI30BUMU TAIlIEHTAMH Y BCbOMY CBITI.

I'mo6anbna Mepexxa TREAT-NMD PeectpiB CMA cknagaeTbesi 3 HEHTPAIbHOIO OpraHy, SKHA
HazuBaeThes [ nobanpuuii peectp TREAT-NMD Global SMA, sikuii Moke mpUiiMaTH 3allUTH Bif
TPETIX CTOPiH, 1100 BIAMOBICTH Ha MOCTABJICHI MUTAHHSA Yy AOCTiKeHHIX. HarionanbsHi peecTpu, 1o
BXOAATH 10 ['obanbHOTO peecTpy, 30UparoTh, IK MIHIMYM, CTaHAAPTH30BaHE SAPO - HAOIP JaHUX
CBOIX MAI[IE€HTIB.

I'no6anpamit peectp TREAT-NMD Global SMA kepyerbesi: Ctaryrom Ta KomiTeTom 3 Harsay 3a
o6aneHo 633010 manux TREAT-NMD (TGDOC). TGDOC Hece BiImoOBiAaNbHICTh 32 PO3TIIS]
3aMUTIB HA OTPUMAaHHS AaHUX 3 [ T0OAIBHOTO peeCTpy, 1 BAHOCUTD PIIICHHS, YU HE TPOTHPIYUTH 1IeH
3amut CTaTyTy Ta 4M BIATOBi/Ia€ BiH iHTepecaM MAIli€HTIB.

VY tpaBni 2017 poxy TGDOC iHimiroBaB MPOEKT 3 MEPETIsay Ta PO3MIMPEHHS 0a30BOro HabOpy
nanux Uit Mepexi TREAT-NMD 3 peectpiB CMA, 1 11e#i JOKyMEHT OIUCY€ 3raJaHuid pO3IIMPEHUN
0a30BuUii HAaOIp TaHUX.

OHOBJ/ICHHSI TAa BUKOPHUCTAHHS JaHUX

Tepmin noganHs mopivyHKUX 3as8BoK Bu3HadaeTbes TGDOC, sakuif mparHe peryyisipHOro y3roJKeHHs
0a30BOr0 HAOOPY MAHUX Y IIEHTPAIBLHOMY PEECTpl, TOMY OHOBJICHHS Ma€ BiOyBaTHCh HE piiliie
OJTHOTO pa3y Ha pik. YKpaiHChKUI PEeCTp, Y CBOIO Uepry, BCTAHOBIIIOE LIOMIBPiYHE OHOBIICHHS, 00
XK 3a (paKTOM 3MIHM MMOTOYHMX JaHUX YYaCHUKIB Peectpy.

TpeTi cTOPOHU MOXKYTb IOAATH 3aMUT HA (POpMyBaHHA 3BITY IPO AaHI, AKi MICTATHCS B INT00ATBHOMY
peectpi TREAT-NMD, nmisixom noganss riodanpHoro 3anmuty 10 Cekperapiatry TREAT-NMD. ¥V
3BITH BKJIIOYAIOTHCS JIMIIE 3HEOCOOJIEHI 3BeJeHI NaHi. SIKIIO 3amuT 3aTBEPKYETHCS (IUIIXOM
rosmocyBanHs1) TGDOC, namionaneHi peectpy CMA mpocsaTh HajgaTH BIATNOBIAHI JaHl y
neieHTu(HiIKOBaHOMY BUTJISIIL.

Tperi CTOpOHM MOXYyTh TOJATH 3alMUT Ha (OPMYBaHHsS 3BITY TPO JaHI, SKI MICTATHCA B
VYkpaincekomy PeecTpi HUIsIXoM HaJACWIaHHSA NHUTaHb 10 KepiBHUUTBa Peectpy. Jns uinei
JIEP’)KaBHOI TIONITHKH, HE TIOB’S3aHUX 3 KOMEPINE HAYKOBUX JOCIHIKEHb, JKYPHATICTCHKUX
PO3CIiTyBaHb TaKi 3aTUTH 0OPOOISIOTHECS OE3KOIITOBHO.

TREAT-NMD ta TGDOC Bu3Ha1OTh, 110 BEIWKAa KUIBKICTH HAIIOJETIWBOI IIparli, pecypciB Ta
JIOCBIZly HamlpaBJieHO Ha 30ip BUCOKOSKICHUX JAaHUX MAIli€HTIB y HaIlOHAIBHUX peecTpax. Koxken
BHECOK mapTHepiB y riodanbanii peectp TREAT-NMD SMA o11iHIOE€ThCSI HAJIG)KHUM YHHOM CKPi3h
7€ 1 KOJIM 11e JopeuHo. BUCHOBKHM 3 aHami3y AaHUX, 10 MICTATHCS B PeecTpi MOXKYTh IyOJ1iKyBaTHCh
y BUIJBIII HAYKOBHUX CTaTeH, IUIAKATIB YW YCHUX IMPE3CHTAIlil, TNPEACTaBIAIOYN JaHI B
KOMITIJIbOBaHOMY (opmarti, TOOTO 00poOIIeH] BiANOBIII 0€3 IUTYyBaHHS 1HANWBITYalIbHUX BiIIOBIACH.

30ip nanmx

Hwxue mogaetnes [lepenik po3ainis, B AKX BkazaHo Onuc eJleMeHTa JaHUX; BapianTu Binnosisi.
[IpaBo Ha 3anIOBHEHHS BiJIMOBIIEH HAA€THCS MAIiEHTY (OMIKyHY, OaThbKaM) Ta JiKapio (KIiHILUCTY).
J11s1 MeBHUX MTUTaHb BCTAHOBJICHO MIPABO HA 3aITOBHEHHS BIJIMOBI/II — UM CITIJIBHE 3 JIIKAPEM YU TUTBKH
JdikapeM. Y BHIIQJKy IOMIJIOK TpU 3allOBHEHHI, ciif 3BepHyTHCh 10 Kyparopa Peectpy 3
BIJIIIOBITHUM 3aIIUTOM.
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Pozain 1: PEECTPALISA 3ASABKU
1.00 Jata peecrparmii
1.01 Hdara indopmoBaHoi 3roau
Ompumamu gaiin inpopmosanoi 3200u
1.02 3rona na BxmtoueHHs B TREAT-NMD Global SMA Peectp (€ 6e3ymMOBHOI0)
1.03 InenTudikatop J0KaIBHOTO peecTpy ((popMyeThess aBTOMATUYHO)
3asanmasicumu gaiin y popmami PDF nionucanoi inghopmosanoi 3200u

Po3ain 2: IEMOI'PA®IS

2.00 lata HapoaKeHHS

2.01 Im'st

2.02 Im's, sike Ta€ThCs MPU HAPOKEHHI

[To-6aTpKOBI

2.03 IIpi3Buie

2.04 TlpizBuile, BKa3aHe MPU HAPOKEHHI

2.05 Cratb: Yonosiua; XKinoua; He Bu3HaueHo

2.06 Crate npu HapoxenHl Yonosiva; XKinoua; He Bu3naueHo

2.10 Anpeca

2.11 IomroBuii iHIEKC

2.12 Kpaina npoxuBaHHs

2.13 Kpaina HapoKeHHS

2.14 MicTo HapOoKEeHHS

2.15 Anpeca eeKTpOHHOT MOIITH

2.16 Homep Tenedony

2.20 Yu 3Ha€ mMali€eHT SIKOroch iHIIOro YieHa cBoe€i ciM'i 3 miarnozom CMA? Tak; Hi
2.21 Axmo "Tax" B 11.2.20; BuGepithb yci npuiiHATHI Bianosini
Maru batpko Jlouka Cun bpat 3Benenuii 6pat Cectpa 3Benena cectpa [nemiaaui [Tneminauk
Hsanpko mo marepi Jsapko mo 6atekoBi TiTka mo marepi Titka mo 6aTekoBi J[BotopigHuil Opat
JBoropigna cectpa i mo matepi ix mo 6arekoBi babycs mo matepi badycs mo 6arpkoBi OHyuKa
Onyx

Uu BUiXaB MalleHT B 1HITY KpaiHy, Ta B Ky

Pozin 3: ()KUTTEBUMA CTATYC

3.00 IMauienT xuBunii? Tax; Hi; Hemae noganeimoi ingopmarii
3.01 Sxmo "Hi" 8 n.3.00: laTa cmepTi
3.02 fAxmo "Hi" B .3.00: IlpuunHa cMmepTi

Po3nin 4: TEHETUYHA JIATHOCTHUKA
4.00* JliarHo3, ik 3anucaHo B aMO0yJ1aTOPHil KapTui naumieHTa
4.00 Yu oTpuMaB NamieHT reHeTu4He miarBepaxennss SMA? Tax; Hi
4.01 Sxmo "Tax" B 1m.4.00, YUn OyJo me udepe3 ckpuninr? Hesimomo; Hi; Tak, ciMmeiinmii
CKpHHIHT; Tak, mporpama CKpUHIHTY HOBOHApO/KEHHX; Tak, mpeHaTadbHU CKPHUHIHT
4.02 Sxmo "Tak" B 1.4.00: 3aBaHTaKUTH KOMiK0 reHeTUYHOTO 3BiTy (daitn y popmari PDF
4.03 Axmo "Tax" B 1.4.00: Ha3zpa / Micie3HaX01KeHHS HEHTPY FeHETHYHOI0 TeCTYBAHHS
4.04 Sxmo "Taxk" B 1.4.00: JlaTa reHeTHYHOI JiarHOCTUKH
4.05 Axumo "Tax" B 1.4.00: Tun myTanii B reni SMN1
I'omosuroTHa geneniss SMN1 ex3on 7 (Ta 8);
I'ereposurotna neneniss SMNI1 ex3oHy 7 (Ta 8) B MO€IHAHHI 3 TE€TEPO3UIOTOI0 TOUYKOBOIO
myTariieo B SMN1,;
[MoennanHs reTepo3uroTHOi (200 TOMO3HUTOTHOI) AJisg 1BOX (200 OfHieT) TOYKOBOI MyTaIlii B
SMNI1
4.06 Axuo "Tax" B 1.4.00: Merox TectyBanasa SMN1

Bepcia 1.0 1 uepsnsa 2020 poxy



Hesinomo; qrtPCR; MLPA; RFLP; HRM; Jliominekc ['enorumizarisi / cekBenyBanus JIHK;
ddPCR; Iame (yTouHuTH)

4.07 Sxmo "Tax" B 1.4.00: KinpkicTs komiiit SMN2 Bu3Hauvanacek? Tak; Hi

4.08 Axmo "Tak" B 1.4.07: Metoa TectryBannst SMIN2
Hesinomo; qrtPCR; MLPA; RFLP; HRM; Jlrominekc ['enorumizanis / cekenyBanus JIHK;
ddPCR; Inme (yTouHHUTH)

4.09 Sxmo "Tak" B 1.4.07: Uncao komii SMN2 1; 2; 3; 4+

Po3ain 5: KJIITHIYHI CIIOCTEPEKEHHSA
5.00 Bik mposiBiB cumnTomiB (Y sKoMmy Billi MiJO3pIOBAJH, IO MIOCh Ma€ OYTH SIKOCH 1HAKIIE 3
PO3BUTKOM JTUTHHH?)
JO YBAI'U npu 3anoBHEHH] aHKETH MallieHTOM (OMKYHOM, 0aThkaMu). Y Bac € JUIIIe 0JIHa CIpoda
BHECTH Ballly BEPCilO PO Te, SIK BH BBAXKAETE, 10 3adiKCyBaJIM MEpIli CMMOTOMHU. B moxansimomy
BUIIPABJICHHS OYyIyTh BHOCHUTHCH JIMIIE KIIHIIMCTOM. ToMy mepea TUM SIK BH 3adikcyeTe Iie
3HAYCHHS MONMPOOYHTE BIIMOBICTH HA HACTYITHI TUTAHHS:
e B skomy Billi BM 3BEpHYJIM yBary Ha JCII0 HE3BUYHE B PO3BUTKY JTUTHHU?
e B sxomy Bimi Bam neaiatp 3agikCyBaB BiAXHICHHS, OCh HE3BUYHE JIJIST PO3BUTKY Y IIbOMY
BiIIi?
e [llo BaM He m0/100aJI0Ch Y PO3BUTKY Y BIAMOBITHOMY BiIli?
e Uy MokeTe CHIBCTaBUTH 3a3HAY€HI MOMEHTH 3 YK€ BIJOMUMHU BaM cumntoMamu CMA micins
BCTAHOBIICHHS 1arHO3y?
e [lpuragaiiTe Bik y poKax Ta MiCSIISIX KOJIH 1€ BiOYJIOCH BIEpIIE i 3aMUIIITh BaIly BiJMOBIIb
B QHKETY.
Binnosini: Ipenaransamii; [Ipu HapokenHi; Bik BKaxiTh (B poKax, MiCSIIIX)
5.01 Tun Caoinaabna m’si30Ba atpodis: 0; 1; 2; 3; 4
JO YBAI'U — tun Bu3HaYa€eThCs BiAMOBITHO M0 Tabmuii | B KiHIN OTO JOKYMEHTY
5.02 3pict Bucora / noB:xuna (cm)
5.03 Metoa BumiproBanHs 3pocty Bucota crostuu; Josxuna nexaun; Pozmax pyk; JloBxuna
JTKTHOBOI KICTKH; [HIIIE (BKaXITh)
5.04 Bara kr
5.05 Okpy:kHicTh roJ10BH (J17151 HEMOBJISIT BIKOM J10 24 MICSIIIB) CM
5.06 Okpy:KHicTh IPYAHOI KJIiTKH HA OBHH BAUX (JI7I1 HEMOBIISIT BIKOM /10 24 MICSIIIB) CM
5.07 Okpy:kHicTh TPYAHOI KJITKH NPH MOBHOMY BUAUXY (/1711 HEMOBIISIT BIKOM J10 24 MICSALIIB) CM
5.08 YUm cTpaskaae namieHT Bijg ruiedyoBux koutpaktyp? Tak; Hi
5.09 Ym cTpaxkaae naumieHT Bij JIKThOBUX KOHTpakTyp? Tak; Hi
5.10 Yn crpaxkaae namieHT Big KoHTpakTyp 3an'scrsa? Tak; Hi
5.11 Ym cTpaxnae namieHT BiJ KOHTpakTyp nanbiiiB? Tak; Hi
5.12 Ym cTpaxkaae namieHT Big KoHTpakTypamu cterHa? Tak; Hi
5.13 Ym cTpaxknae naumieHT BiJ KOHTpakTyp kojina? Tak; Hi
5.14 YUnm crpaxaae nanieHT Big KoHTpakTyp romigkocronu? Tak; Hi
5.20 Im's1 cnemiasticTa 3 HEPBOBO-M’SI30BHX 3aXBOPIOBaHb a00 JIIKaps, AKMI KOHCYJIBTY€E Bac
5.21 HalimeHyBaHHS / MiCLle3HAXO/’KEHHSI BAllIOT0 OCHOBHOI'0 MeIMYHOI 0 LIEHTPY

Pozain 6: CKOJIIO3
6.00 Yu 0yB y mamienra giarnocroBanmii ckoiio3? Tak; Hi; Hesizomo
6.01 Sxmo "Tak" B 1.6.00: Kyt Ko66a 3a pe3yjibTaTaMu peHTreHoJIorii rpagyciB
6.02 Axmo "Tax" B 1.6.00: Yu Oy.1a onepauisi 3 BunpapjeHns ckomaiosy? Tax; Hi
6.03 SAxuro "Tak" B 11.6.02: Texuika xipyprii Aprposes; 3pocTarodi CTpyXHI; [HIIMHA (yTOUHUTH);
Hesinomo
6.04 Sxuro "Tak" B 11.6.02; laTa (Micaiub Ta pik) nepuioi onepaii

Po3zin 7: MOTOPHI ® YHKIIIT
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s koocnoco enemenma MomopHoi ¢yukyii mpeba exazamu:
Hikonu He mir;
Jocsr (BiK y pokax 1 MiCSIISX);
3100yTi Ta BTpadeHi (Bik (3700yB) y poKax i MIiCSIISIX Ta BiK (BTPAaTHB) y POKAX 1 MICAIISAX)
Crnocrepiraerbes B KiiHii; adbo [ToBimomtsie sk IlarienT / omikyH

7.00 Tpumae rosoBy 6€3 TIATPUMKH

7.01 Iepexunanus Ha OiK

7.02 Cuauth 6€3 MiATPUMKH

7.03 IloB3aHHs Ha pyKax Ta KOJIiHaX

7.04 CToiTh 3 MIATPUMKOIO

7.05 Croith cam (6€3 AOTTOMOTH)

7.06 XomiHHS 3 JOIIOMOTOX0

7.07 XoniHHS caMOCTiiHO (6e3 10ToMOTH)

7.08 3natHuii xoautu 10 MeTpiB 6e3 monomMoru
7.09 Iigitom o cxomax

7.10 KopuctyBaHHS pyKamu

7.11 1OTSATHYTUCH /10 TOJIOBU B CHISTYOMY MOJIOKEHHI
7.12 ITigHATTS PYK 10 pOTa B CUASTYOMY TOJIOKEHH]

Pozain 8: BAKOPUCTAHHS KPICJIA KOJIICHOI'O

8.00 UYn namieHT KOpHCTY€ThCs iHBaJigHUM Biskom? ([lns manienTis crapuie 2 pokis) Hi (Moxe
XOJIUTH CaMOCTIiHO); HemoBHMI neHp (BIK MOYaTKy B pokax i micsisx); [loBHuii neHb (BiK
MOYATKy B POKaX 1 MICAIISX)

Po3ain 9: XAPYYBAHHASA

9.00 Yu BMKOpPHCTOBYBAB MNALIEHT KOJHU-HEOYAb NIIYHKOBY a00 Ha3ajJbHYy TPYOKYy s

roayBaHHs?
(Bubepith yce mo migxoauts) Hikomm; Panie BUKITFOYHO roayBaivd TpyOKoOrO (1aTa movyaTky
Ta 3aKiHueHHs); PaHilie 10AaTKOBO, HAPUKJIIA, AJIS PiTUHY (JaTa MOYaTKy Ta 3aKiH4YeHHs); B
JaHWW Yac TOMYEThCS BHUKIIOYHO TPYyOKOow (mara mouatky); B manumii gac mo0maTkoBo,
HANIPUKJIAT, sl pIIUHY (1aTa modartky); HeBigzomo

Po3ain 10: JETEHEBA ®YHKILIS
10.00 Yn BUKOPHCTOBYBAB NAalli€EHT iHBa3uBHY BeHTWIsAi0? Hikonu; Panime (1ara moyaTky Ta
3akiH4ueHHs); Hapasi (mata mouartky); HeBimomo
10.01 Axmro "Tak" 8 1.10.00: YacroTa inBa3zuBHoOI BeHTHJIsANII [loBHNI neHb; HemoBHMM 1eHb,
Hesimomo
10.02 SAxmro "Tax" B m1.10.00: laTa mo4aTKy iHBa3MBHOI BEHTHJISIIIL
10.03 Yn BUKOPUCTOBYBAB NaliEHT HeiHBa3MBHY BeHTHAsAUi0? Hikonu; Panime (1ara moyarky
Ta 3akiHyeHHs); Hapasi (maTa mouatky); HeBimomo
10.04 Sxmo "Tak" B n.10.03: YacroTra HeinBasuBHoi BeHTHasAnii [loBuuii nenn; HenmosHui
IeHn; HeBigomo
10.05 Axmro "Tax" B m.10.03: JlaTa noyaTky HeiHBa3MBHOI BEHTUJISIIII (MiCSIIb Ta PiK)
10.06 Yu nmoTpiOHA mamieHTy I0MOMOra B OYMIIEHHI TUXAJbHUX LUIAXIB Ta / a00 BUBeIEHHS
cexpenii? Tak; Hi
Axmro "Tak" B 11.10.06; Tun momomoru (BHOEPiTh yCi, 110 3aCTOCOBYIOTHCS)
10.07 BinemokryBanus [{onenno; Llotuxus
10.08 IMepkycia rpyanoi kiaitku lonenno; HoTmwkas; [Hom
10.09 Ipuctpiii Bin kanuto [oxenno; Hlotmxus; [HoAl
10.10 IPPV (mepioanuna BeHTU LI 3 mo3uTuBHUM TuckoMm) [llonenno; [otmxus; [Homi
10.11 Inmre (0yawb nacka, Bkaxits) [lonenno; [llotwmxas; [Homi
10.12 Ym 6yB y nanieHTa tect *kuTTeBoi eMHocTi JereHb(FVC)? Tak; Hi; HeBimomo
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10.13 Axmro "Tak" B m.10.12: laTa octannboro tecty Ha FVC, akmio Bigoma
10.14 Sxmro "Tak" B m1.10.12: O6'em B aiTpax FVC
10.15 SAxuro "Tak" B 1.10.12: IIporno3osanuii 06’em FVC% [0-150]%

Po3zin 11: TEPAIII TA JIIKYBAHHSA

11.00 Yn oTrpumyBaB nani€eHT KOJIU-HeOyIb Tepamilo, mo Moaudikye nepedir 3aXxBoprOBaHHSA

SMA? B nanuii yac; Panime; Hikonn; HeBimoMo

(11.01 ITumanus 6yode 3mineno 8 matioOymuvomy 3a nompebu Hapasi exitouerno Cninpasa, Pucounnam,

Canvoymamon, BIIA, [lenebpexc, 3oncencma. [latime 8i0nogiob NoO KONCHOMY, SAKWO ye

3acmoco8yemucsi)

11.01 Bu orpumyere Cninpa3a? Ha nanuit Mmoment; Panime; Hikonm

11.02 Sxmo "Ha nanmit moment" a6o "Panime" B m.11.00: Ha3pa JikapchbKux mnpenapartis

Cnunpaza; (MoskHa 10/1aTH KiJTbKa)

11.03 s xoxxHOrO IIpenapary, HazBaHoro B 11.11.02: Jlata moyarTky

11.04 [ns xoxHOTO mpenapaTy, Ha3BaHoro B m.11.02: TepmiH npunuHeHHs, AKIIO BiH BkKe He

3aCTOCOBYETHCS

11.05 Sxuro mara 3ynuHku Bka3aHa B 11.11.04: Ilpuunna 3ynuakun CTpaxoBe MOKPUTTS /

¢inancyBanss; Hacnigku Bix npouenypu; Edexru Big npenapary; Hectaua siBHOT Buroaa;
Bubip inmoro sikyBaHHS

11.06 ns xoxxHOTO Npenapary, HazaHoro B 11.11.02 JlozyBanns: UncioBe 3HaueHHA

11.07* Jlna koxHOTO mpernapary, HazBaHoro B 11.11.02 Yacrtora no3yBanHsi: YnciaoBe 3HAYEHHSA

TUIS

11.07 Jlnst koxHOTO npenapary, HazBaHoro B 11.11.02 IntepBaa: KoxeH neHs;

Twxneuns; Micsup; Pik

11.08 [ns koxxHOTO Mpemnapaty, HazBanoro B 11.11.02 Cnocid BBeneHHs: [HTpaTekaibHa 1H'€KITIS,
[Hmmi (yrouHroiite)

11.09 Jlna koxkHOrO mpenapaTy, HazBaHoro B 1m.11.02: Uu mamieHT CiaigKye 3a peKOMEeHI0BAHUM

rpadikom 3acrocyBanns? Tak; Hi; He 3nar0; Hi Mmoxe OyTu 3acTocOBaHO

11.10 Axmo "Hi" B 1.11.09: IlpuunHa HeTOTPUMAHHS CXeMH J03YBaHHs 3aXBOPIOBAHHS;
[Ipob6nema noctymy; Cxomio3 xipypris; IHiie (BkaxiTb)

11.11 Y npuiiMaB nanieHT OyAb-sKi MPU3HAYEHI AJONATHYHI IpenapaTu NPOTAroOM OCTAHHIX

12 micsuiB (0azoeuii pisens) / 3 MOMEHTY OCTAHHBLOI'O OHOBJICHHS peecTpy (npoodosxncenna)? Tax;
Hi; He 3naro

11.12 Axmo "Taxk" B n.11.11: Ha3Ba npenapary

3nopos's kicrok: Bitamin D; Kansiiit; bihocdonar;

HInynkoBo-kuIIKOBa cuctema: [Ipenaparu ans JiKyBaHHS ractpoe3odareaibHol pedIroKCHOT

xBopoOu; [Ipenapatu 1yst TiKyBaHHS 3aIOPIB;

JuxanbHa cucreMa: AHTHOIOTHKY;

AHTHXOJIIHEPTivyHi Npenaparu;

Mlenuiennst: L{opiunuii rpun; [llopiyai MHEBMOKOKOBI iMyHi3aIlii;

HobaBku™: Kpeatun; Anermn-L-kapuitun; @enindyrupat; ['abanentun; TupeoTporniH-puITi3inr-
ropmon; [impokcucedoBuna; Bambmpoar; AnbOytepon; [Hmie (BKaxiTh, BUIBHUN TEKCT)
(MoxkHa noatu KiibKa)

* 3asnauumo, wo éxnouenHs 0006a80K 00 Yb020 CRUCKY He 0008 SI3K080 8KA3VE HA CXBAIEHHS
ix ons sacmocysanns TREAT-NMD uu Ykpaincvkozo peecmpy.
11.13 [l kosxHOTO TIpenapary, HazBaHoro B 11.11.12: Jlata mowyaTky (Micsipb Ta pik)
11.14 JIns xoxHoro mpenapaTty, HazBaHoro B 1.11.12: Jlata npunuHeHHs (MiCALb Ta PiK), AKIIO IO
HE BUKOPUCTOBYETHCS
11.20 Slke 3 HaBeaeHUX TepaneBTUYHUX BTPYYaHb MALIEHT OTPUMMAB 3a OcTaHHi 12 Mmicsuis
(0azoeuit pigenv) / 3 MOMEHTY OCTAHHBOTO OHOBJICHHSI PeECTPY (nodanvuiuit KOHmpons)?
(Bubepith yce, mo 3actocoByeThes) DizioTepaneBTUYHI ceaHCcH (HAIp pO3TsHKKH); JluxanbHi
¢iziorepaneBTuHi ceancu; Macax; JlomamHs mporpama (HarpHKiIaz, po3TSXKKU / BIIPABH);
[NapoTeparris / mpolieypu 3 BUKOPUCTAHHSAM BOJIH; pO3p0o0Ka KOHTPAKTYP 3 BUKOPUCTAHHIM
Bepcia 1.0 1 uepsnsa 2020 poxy



opromenii (HampuKiIaaA, OpTe3d TOMUIKOCTOMHOTO Cyrioba); BukopucCTaHHS KOpCETiB 4u
KopekTopiB moctaBu; CeaHCH TpymoTeparii /BUKOHAHHS MIOJICHHUX cripaBs; JloromeaudHa ta
MOBHa Teparnis; [Hie (BKaxiTh, BUTbHUN TEKCT)

Po3zin 12: TOCHITAJI3AIII TA CYITYTHI 3AXBOPIOBAHHSA

12.00 Yn 0yB rocmitanizoBaHuil MamieHT NPOTATOM OCTaHHIX 12 micsiuiB (0azosuil pigens) / 3

MOMEHTY OCTAHHE OHOBJIEHHS peecTpy (npoodosxcennsa)? Tak; Hi; He 3naro

12.01 Axmo "Tak" B 1.12.00: Tun mouatkoBoi rocmitajizauii [1nanosa; Exctpena (MoxxHa nogatu

K1JTbKa)

12.02 [ns xoxxnoi rocmitanizanii B m.12.01: Jlata npuitomy (Micsip Ta pik)

12.03 Ha koxny rocmitanizarito B 1.12.01: KisibkicTh 1HiB y Jikaphi

12.04 1 xoxxHOi ekcTpenoi rocmitanizauii: [lpuyuna rocnirasizanii

12.05 [dns xoxHOT 3arutanoBaHoi rocmitanizamii: [Ipuunna rocmitasizamii
Po3mimenns g-tpyOxu; Jocmimkenns cHy; BumpasnenHs ckounio3y; Xin-xipypris; [Hmmi
opToneanYHa Xipypris (yrouHionTe); AamiHicTparlist Spinraza; BBeaeHHs iHIUX MpenaparTiB
st nikyBanHst CMA (yTouHroiite); [Hia npuynna (yToYHIOMTE)

12.06 s xoxHOi ekcTpeHoi rocmitamzaiii: Uu me 0ymao 3apeectpoBano sik Cepiio3ni Ilo6iuni

EdexTu Big orpumanns Jdikapcskoro 3acody? Tak; Hi

12.07 Axmo "Tak" B m.12.06: CtocoBHO sikux npenapatiB? Cminpasa; [Hire (BKaxiTh)

12.10 Oxpim B:ke NOBiAOMJIEHHMX rocmiTanizanii, manieHT OyB AiarHOCTOBaHUI 3 OyAb-IKHMU

IHIIUMH CyNmyTHIMH 3aXBOPIOBaHHS 3a ocTaHHi 12 MmicAuiB (6azoeuit pieenv) / 3 MOMEHTY

OCTAHHBLOI'0 OHOBJIEHHSI peecTpy (npoodosixcenna)? Tak; Hi; He 3nato

12.11 Sxmro "Taxk" B m1.12.10: Ilogpo0uii cymyTHiX 3aXBOPIOBAHb
Jesaki iHQekmiiHi Ta mapasuTapHi 3axBoproBaHHsS; HoBoyTBopenHs; XBopoOu KpoBi Ta
KPOBOTBOPHHMX OPTaHiB 3 MOXKJIMBUM 3aIyUY€HHSM B HUX IMyHHOTO MexaH13My; EHIOKpuHHI,
XapuoBi Ta 3axBOpioBaHHSI OOMiHy pedoBuH; Ilcuxiunuii, IToBemiHkoBi Ta poznanu
HEHUPOPO3BUTKY; XBOpPOOM HEPBOBOI CHCTEMH; XBOpOOM oOuel 1 30pOBUX CTPYKTYD;
3axBOpIOBaHHS ByXa 1 COCKOMOJMIOHOTO BiPOCTKA; XBOPOOM KpOBOOOITY; XBOpoOH
JTUXAJIbHOI CcHUCTeMH; XBOPOOW CHCTEMH TPAaBIICHHS; XBOPOOW IIKIpH Ta MMAMKIPHOI
KIIITKOBUHHU; XBOpPOOM OMOPHO-PYXOBOTO amapary 1 CHOJYYHHX TKaHUH; XBOpOOHU
CeY0CTaTeBOi CUCTEMU; BariTHICTh, MOJIOTH Ta MICIANIONOroBUH nepiof; [eski ocobmuBocTi
NepUHATAIBHOTO Tnepiony; Bpomxkeni Bagu, aedopmarii Ta XxpoMocomHi aHomauii; [Hmr -
CumnToMH, O3HAKM Ta aHOMAJIi KJIIHIYHI Ta JJa0OpaTOpHi pe3yiabTaTH, CTOCOBHO CYMYTHIX
3axBOpIOBaHb (yTouHIONTE) (MOKHA TOAAaTH KiJIbKA)

12.12 JInst KOKHOTO CYIyTHBOTO 3aXBOPIOBaHHS: JlaTa moyaTky KOMOPOiAHOCTI (MiCsIh Ta PIK)

12.13 JI7s1 KOXKHOTO CYyIyTHBOTO 3aXBOpoBaHHs: /laTa 3aKkiHYeHHSI CyyTHBOI'O 3aXBOPIOBAHHS,

SIKIIIO BOHO 3HMKJIO (MICSIIh Ta PIK)

12.14 1511 KO’KHOT0 CYyIyTHBOTO 3aXBOpIOBaHHA: Un noBigomisitorbest BoHM ik Cepiio3Hi I1o0iuHi

EdexTn Big orpuMmanus Jikapcbkoro 3acody? Tax; Hi
12.15 Sxmo "Tax" B n.12.14: CtocoBHO sikux npenapatiB? Crinpasa; [Hiie (BkaxiTb)

12.20 Kpim rocmiranaizauiii, cynmyTHiX 3aXBOpIOBaHb a00 cMepTi, 110 B:ke 3adikcoBaHa: 0yJu

oynb-saki inmi Cepiio3ni Ilo6iuni Edextn npo siki moBinomuian? Tax; Hi
12.21 Axmro "Tak" B 1.12.20: CtocoBHO sikux npenapatiB? Cmiapasa; [Hire (BKaxiTh)

Po3ain 13: KVITHIYHI JOCJIIIKEHHS
13.00 Yu 6paB namieHT KOJHMCh y4acTh y KJIiHiYHOMY BunipodyBanni? Hapasi; Panime; (Hikonu,
He 3acmocosyemucs — suxnioueni 3 opucinanvHoi epcii)
13.01 SAxmro "Hapazi" a6o "Panime" B m.13.00: Ha3Ba Bepciii (MoxHa go1aTu KiJibKa)
13.02 s kosxkHOTO BUIIPOOYBaHHs, Ha3BaHOoTro B 11.13.01: Ha3Ba npenapaty
13.10 3apa3 nami€HT € YaCTMHOK iHIIOro peecTpy Ta / ad60 gocaimxenus? Tak; (Hi; He 3uaw —
BUKTIIOUEH] 3 OPUSIHATLHOI 8epcii)
13.11 Axmo "Tak" B 1.13.10: Ha3Ba peecTpy UM KJIiHIYHOTO J0C/IiIKEHHSA
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Po3nin 14: BAMIPIOBAHHSI PYXOBUX ®YHKIIINA

14.00 Yu OyJi0 npoBeeHO BaJliloBaHUi TecT pyXoBUX (GyHKIiil 1JIs1 ManieHTa mifg 4ac Hboro

BisuTy? Taxk; Hi

14.01 Sxmo "Hi" B 1.14.00: Bka:xXiTh NpUYHHY
HemoxnmBo gocartv ctapTy MOJI0KEHHs / IporpecyBaHHs XBopoou; TpaBma / roctpa TpaBMa
/ xBopoba (yTouHroiire); HeMoxauBicTh citigyBaTu abo 3p03yMiTH HallpSIMKH pyXy; Biamosa /
nuTaHHsA yBaru / noBeninku; Broma; binb / m's30Bi cnazmu; [IpobGnema 3 obmagHanHsM / 3
porpaMHuM 3abe3nedyeHHsM; [Hie (BKaxiTh, BiIbHA (hopMa TEKCTY)

SIkmo "Tak" B 11.14.00: HagaiTe BiAMOBIAHI IaHi:

Jus oninku nmpu iHpaHTHILHOMY HacTaHHI SMA:
14.10 Oninka CHOP-INTEND
14.11 {ata CHOP-INTEND
14.12 Oninka HFMS
14.13 Jlata HFMS
14.14 Oninka HFMS-E
14.15 Jlata HFMS-E
14.16 Po3min 2 HINE 6an
14.17 Po3min 2 HINE nara
14.18 CnocrepexyBanuii 6a1 BOO3
14.19 CnocrepexyBanuii 6an BOO3 nara
14.20 Inmuii 3aTBepIKeHUH TeCT, IKHIl BHKOPHUCTOBYETbCS IS IHPAHTHIBLHOIO HACTAHHS
SMA (yrouHioiite) (MoxHa 10/1aTH KiJIbKA)
14.21 3a xoxeH 3axia, Ha3Bauui B 1.14.20: Ouinka
14.22 Jlns koxHOTO 3aX011y, Ha3BaHoro B 11.14.20: larTa

st oniHKHM npy ni3HbOMY HacTaHHi SMA:
14.30 Oninka HFMS-E
14.31 Jlata HFMS-E
14.32 RULM omuinka
14.33 RULM nara
14.34 Ouinka bpyka
14.35 Jlata bpyka
14.36 Ilepernsanyta ouinka bpyka
14.37 nata IlepernsnyTa ominka bpyka
14.38 MFM 0an
14.39 Jlata MFM
14.40 6MWT Gan
14.41 6MWT nata
14.42 10MWT 06an
14.43 Jlata 10 MWT
14.44 Ouinka TUG
14.45 Jlata TUG
14.46 Ouinka EK2
14.47 EK2 narta
14.48 CnocrepexyBanuii 6a1 BOO3
14.49 Mata Criocrepexxysanuii 6an BOO3
14.50 CHOP-ATEND orinka
14.51 YOII-ATEND nata
14.52 Inma Baminosana mxkaja 1jass CMA 3 ctapTom y qopocJioMy Bini (yrouHioiite)
14.53 3a ko:keH 3axia, Ha3BaHmii B m1.14.52: Ouinka
14.54 JIns1 KO:KHOTO0 3aX0ay, Ha3BaHOro B 11.14.52: /laTa
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Po3nin 15: PE3YJIBTATHU 3BITIB ITAIIIEHTA (PROs)
15.00 CGI-S (KainiuHe riiodajibHe BpaskeHHS TSKKOCTI XBOPoOH) - Jinie 6a30BHil piBeHb
Ouyinka KAiHiYuCMoOM RNOMOUHOI MANHCKOCHMI 3AX60PIBAHHA O0AHO20 RAUIEHMA; HA OCHOGL
3a2a71bH020 KNIHIYHO20 00CGI0Y KAIHIYUCMA 3 6i0N0BIOHOI0 NONYIAUIEIO
1 = Hopmasnbawmii, 30BciM He XBopuii; 2 = ['pannuHuii cran xBoporo; 3 = Jlerko xBopuii; 4 =
[TomipHo xBopwmif; 5 = IlomiTHO xBopwmif; 6 = Tspkko xBopuid; 7 = OOuH 3 HalBaKYMX
HaJ[3BUYAITHO XBOPHX TAIlI€HTIB.
15.01 Jara ouinku kiainikn CGI-S HaBenena B n.15.00
15.02 3araabne BpaxkenHs (TGI) manienra yu 6arbka: Ak nayiecnm / doamuvko 6iouysac, uyo cman
nauienma 3minugcs ocmanti 6 micauie?
1 = 3nayHo BAockoHaseHo; 2 = Ha 6araro mokpammgcs; 3 = MiHiMaabHO TOKpaIIeHu; 4 =
be3 3min; 5 = MinimaneHo ripiue; 6 = Habararo ripuie; 7 = 3HauHoO ripiie
15.03 lara ouinku TGI marmienTa, HaBeaeHa B m.15.02
15.04 Total Global Impression (TGI) 3a 1anuMu KJIiHiKMCTA - JIMIIE MOAAJbIII CIIOCTEPesKEeHHA
Ak kniniyucm 8iouyeac, uu 3MiHUECA CMAH NAYIEHMA OCMAHHIM Yacom 3a 6 micauie?
1 = 3nauno BrockoHaneHo; 2 = Ha 6araro nokpamuscs; 3 = MiHiMalbHO MOKpaleHuid; 4 =
bes 3min; 5 = minimansHo ripiie; 6 = Habarato ripmie; 7 = 3HauHo ripiie
15.05 Jara ouinkm aikapem TGI, naBenena B n1.15.04
15.10 Ym Oynu npuitHaTi akich iHmi BagizoBani PRO mis nporo mamieHTa mix 4ac uboro
Bisuty? Tax; Hi
SIxmo "Tak" B n.15.10: HapaiiTe BinmoBiani naui:
15.11 Ominka PedsQL (NM Ta mkaau BTOMH)
15.12 [Jata PedsQL (NM & mikana BTOMH)
15.13 Omninka PEDI-CAT
15.14 Jlata PEDI-CAT
15.15 SMA FRS ominka
15.16 /lata SMS FRS
15.17 Ouinka ACEND
15.18 Jlata ACEND
15.19 Omninka ACTIVLIM
15.20 ACTIVLIM nara
15.21 Omninka DISABKIDS
15.22 Jata IABAKIJIA
15.23 Tami 3atBepmkeHi PRO (BkaxiTh)
15.24 Jlns xoxuoro PRO, Hazpanoro B m.15.23: ominka
15.25 Jlnsa xoxxuaoro PRO, nazsanoro B 11.15.23: gara

Po3ain 16: EJIEKTPO®I3IOJIOITSI TA BIOMAPKEPH

16.00 Y manienra 0ys0 npoBeaeHo ckanyBanuss CMAP (MmeTon noctixxeHHs 0ioeJIeKTPUYHUX
norenmiagiB m’sa3iB)? Tak; Hi; He 3Hato

16.00* BxaxiTh e 30epiraeTbCsi JOKyMEHTALlis

16.01 Ym Oyao y mnaumienta ckanyBanHa DEXA (/IBoxeHeprerM4Ha peHTreHIBChbKa
nencurometpisi)? Tak; Hi; He 3nato

16.01* BxaxiTh e 30epira€ThCs TOKyMEHTAIIis

16.02 YUu poomnanch BizyasbHi 300pa:kenHst M’si3iB nanienra? Tak; Hi; He 3Har0

16.02* BxaxiTh e 30epiraeThCs TOKyMEHTAIIis

3BOpOTHI 3B'130K
SAxmio y Bac € Biaryku npo Peectp, HaOip maHuX, 3BSDKITBCS 3 KypaTOpoM YKpaiHCEKOTO PEECTPY 3a
EJIEKTPOHHOIO aJpecoro csma.ua@gmail.com
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Knininucram Oyb-sKi 3aMUTH 1Jis1 HABYAHHS YU MiIATPUMKM CJiJ HANpPaBISATH HA €JICKTPOHHY
aapecy @onny csma.ua@gmail.com

KepiBuuk: Matromenko Biraniit MukonaiioBuy
Mennunuii kypatop Peectpy: lllarimmo Anapiii BanepitioBuu

IHonsika

VYxpaincekuii Peectp ta ®@onn [litn 31 CMA BUCIOBIIOIOTH MOASKY HACTYIMHHM IpylaM 3a iXHIO
y4acTh Ta MATPUMKY Y IIili poOOTi:
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Ta6nuua 1. KnidiyHa knacudikauis CMA

12

Tun CMA Bik, B sAkomy | MakcumanbHa | MpupogHii Tunosi nposasu
no4anocb JyHKUiA BiK HACTaHHA
3aXBOPIOBAHHA cmepTi
Tun 0 Big, - < 2 micauis leHepanizoBaHa cnabkicTb
HapOAKeHHA
Tun 1 (TAXKKa 0 — 6 micAauis He cuguntb < 2 pokiB rnnboka cnabkicTb Ta rinoToHis,
dopma) TPYAHOLL KOHTPO/IIO FO/I0BM,
CNabKui KpUK i Kalenb,
TPYAHOLLi 3 KOBTaHHAM i
BUAINEHHAM C/INHM,
YCKNaAHEHUM NANH
3aXBOPHOBAHHA Yepes AMXasbHY
He[OoCTaTHICTb i acnipaviiHi
NHEeBMOHii
Twn 2 7 — 18 micauis | He cTOiTb > 2 poKiB 3aTpMMKa MOTOPHOIO PO3BUTKY 1
(npomixkHa Habopy Baru, cnabkuit Kawenb,
dopma) TPEeMOop PYK, KOHTPAKTYpW 1
cKonios
Tun 3 (nerka > 18 micauis CroiTb Ta 3pinnit BiK M'asoBa cnabicTb pisHoro
dopma) X0AUTb CTYNeHA BUPA3HOCTI, CyA0MMU,

KOHTPAKTYypM 1 rinepmobinbHicTb
cyrnobis, BTpaTa 34aTHOCTI
XOAUTU 3 A,EeAKOTO MOMEHTY
KUTTA

Bepcia 1.0

1 uepsnsa 2020 poxy



13
IHTEP®ENC KOPUCTYBAUA

[ STni=y Registry lonosa KoHdigeHUiARICTL 3apeecTpyBaTUCA  YBIHTK

Bxipg,

BukopucTaiiTe cBOI AaHi, W06 yBiNTK B cnctemy.

EIIeKTpOHHa nowTa

24@example.com

Maponb

DI Nam'atai mene

YeiiiTi

3arybunu napons?

3apeecTpyBaTW HOBOTO KOPUCTYBaya.

© 2019 - 2020 Registry KoHoigeHuifnicTe #& Byn. lorona 7, m. Xapkis, 61057, Ykpaina % +(380)503640673 csma@ukr.net B @childrenSMA

€ Registry FonoeHa  KoHoigeHUiAHICTE 3BOpOTHIi 38'A30K  Bitaemo, 24@example.com!  Buiitn
© 01 3aseka Lli aani 6ynm iMmnoproeaHi 2 nonepegHeol Bepcii peecTpy | BoHn notpebytoTe petenesHol

02 flemorpadia s

03 XKuTTeBumid cTaTyc UUIN

04 leHeTuHa AlarHocTUKa ASCBATDF-30F6-4B47-800D-8045812A77B9

05 Kniniuni cnoctepexeHHs Aara peectpauii

06 Ckonios 2008-11-20
07 MotopHi dyHiuil
fara sroan
08 BrkopwcTanHa kpicna
2015-11-10

09 XapuyBaHHa
MnobansHui peectp TNMD

10 NereHesa dyHKUIA
-
€ 11 Xeopobo-moandikytoua Tepania

© 12 Anonatuuni npenapati T2 TepaneBTUuUHI
ETPyUYaHHA

€ rocnitanizauin Ta cynyTHI 3aXEOPHOBaHHA
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[ ISTnER Regigtry lonoeHa KoudiseHuiAHICTE 3EBOPOTHIA 36'A30K  BiTaemo, 24@example.com!  BuiAtk

3aronoeok no BiﬂOMﬂeH HA

Moe nuTaHHA

TekcT NoBigoMNeHHA

B E @ | e ™ @M= O || oxeso
B I S I = := i | 29| Crams - | oopmar.. - | ?
[ (+L.T Regigtry lonoeHa  KoHdigeHUiAHICTE 3BOpOTHIN 38'A30K  BiTaemo, 24@example.com!  Buiiti

HanawTtyBaHHA obaikoBoro 3anucy

3MiHITb HanawTyBaHHA cBOro obaiKoBOro 3anucy

Mapons IM'a KopWcTyBaya

MepcoHankeHi aani 24@example.com

EJ’IEKTpOHHa nowra

24@example.com

Homep TenedoHa

- 3alIOBHCHO YaCTKOBO, 110Tpe6y€ H03AIIOBHCHHHA

- 1aHi He 3aN0BHEeHI

o

o - CXBAJICHO MiCJIA epeBipKH

- 04UiKy€ Ha nepeBipKy
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&l 65% @ 15:58

Registry — O @ upcsmaorgua/tr @

Il

Registry

Bxin,
BukopucTaiTe cBoi AaHi, Wwob
YBINTW B cUCTEMY.

380poTHIA 38'A30k  BiTaemo, 24@example.com!
BuiTk

lonoexa

02 flemorpadis

KondineHuiaHicTs

EnekTpoHHa nowrta

24(@example.com

Mapone

L Mam'aTai mMexe

3ary6unu napons?

03 MutTEBMA cTATYC

04 l'eHeTW4Ha AiarHoCTUKaE

3apeecTpyBaT¥ HOBOTO KOPUCTYBAYa. LTS
P Py pcEy 05 KniHiyHi cnocTepexeHHA

© 2079 - 2020 Registry Kondigenuidnicte #& Byn. o 06 Ckonios
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“ .l 65% @ 15:58
€©) 15 PeaynsTaTtu 38iTie nauieHta (PROs)

€© 16 EnexTpodizionoria Ta Giomapkepm

Ui aawi 6ynu imnopToeani 2 nonepepHbol
eepcii peecTpy | BoHW NoTpebyioTh peTenbHol
nepesipku

UUIN

ASCBA7DF-30F6-4B47-800D-8045812A77B9

Hara peecTpauli

2008-11-20

Hata srogn

2015-11-10

¥ TnoBanbHuit peectp TNMD

3MiHUTH

© 20719 - 2020 Registry KoudigeHuinicTs #& syn.lo
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