1. Tun I (Bepauira—T'oddmana) xapakrepusyeTbcsi paHHIM TTOYATKOM (10 6 MICAIIIB) 1
HECTIPUATIMBUM IIPOTHO30M. 3T1HO 3 TaHUMHU, 10 8 micsAiiB goxxkuBae 50—75 % miteit,
1o 13 micsmiB — 50 %, a no 21 micsng — mume 25 %.

2. Tun II (xponiuHa iHpaHTWIbHA (OopMa) Ma€e MI3HIMIMK MOYATOK 1 MEHII arpeCUBHUMN
nepeoir, OIHAK YCKIAAHIOETbCA OyIp0apHUME TOPYIICHHIMHE, Tape3aMH, JTUXaTbHOO
HEJIOCTATHICTIO, 1110 00YMOBIIIOE cMepTh Yy Bitli 10—15 poxis..

B Vkpaini ¢yHKIIIOHYIOTh JIeKiIbKa OpraHizallii, ski 311MCHIOIOTh MATPUMKY
miterd 13 CMA, a Takox 3alpoOBaJKEHO MIXKHAPOJIHI MPOTOKOJIM HAJaHHS MEIUYHOT
JOTIOMOTH TAKUM TaI[l€HTaM.

3a nanumu Ponny gonomoru naimientam 31 CMA, y 2020 poui B Ykpaini 0yJio
3apeecTpoBaHO 45 HOBHMX BHIIQJIKIB 3aXBOpIOBaHHS. BojaHowac, BIAMOBIAHO [0
MmatepialiB YkpaiHcbkoro MeanuHoro xypHany (moruit 2020), Ha 1 ciuns 2020 poky
B HalllOHaJIBLHOMY peecTpi nepedysaino 267 narienti 31 CMA. Cepenniil mopiuHuii
MPUPICT HOBUX BHUIIAJIKIB 32 OCTaHH1 pOKHM CTaHOBUB OJM3bKO 35 0cil.

CydacHi  crpaTerii ~ JIarHOCTUKM  Ta  JIKyBaHHS  0a3yloThCs  Ha
MYJIbTHIMCIUIUTIHAPHOMY IMIIXO1 M BKITFOYAIOTh:

- KJIIHIYHE 0OCTE)KCHHS,

- TeHeTUUHY Bepudikairiro aiaruno3y 3 Bukopuctanasm MLPA, qPCR, NGS;

- pecrmipatopHy  MATPUMKY  (BUKOpPHCTaHHS  Mimka  AMOy,  CTHUMYJISIIIS
BIJIKAIIUTIOBaHH, (pi3ioTepariis rpyIHO1 KIITKH, 3acTocyBaHHs BiPAP);

- OLIIHKY ¥ KOHTPOJIb HYyTPUTUBHOTO CTATYCY;

- ¢i3uuHy peabuiTalliio, ICUXOJIOTIYHY TIATPUMKY;

- OpTOTeAMYHUY CYTIPOBif (MpodiTaKTHKa KOHTPAKTYD 1 Aedopmarriii);

- hapmakoTepariio;

- HAJJaHHS HEBIJKJIAIHOI Ta MaJTIaTUBHOI JOTIOMOT'H.

dapmakoTepariis BKJIIOYa€ BUKOPUCTAHHS HACTYIHUX MpernapaTiB 3 KIIHIYHO
JIOBEJICHOI0 €()EeKTUBHICTIO:

1. Hycinepcen (Cminpa3a) — aHTHUCEHC-OJITOHYKIICOTHA, W10 MOAHQIKyeE
crutaiicudr npe-MPHK rena SMN2, cnpusitoun cUHTE3y MOBHOLIHHOTO Ou1ka SMN.
BBomutbcst iHTpaTeKadbHO, 3 HABAaHTAKYBAJIBHUMHU J03aMU Y TMEPIIMA PIK Ta
MIATPUMYIOUYMMHU 1HEKI[ISIMU TPUUl Ha PiK y moAaibiomMy. OpieHTOBHA BapTICTh OJIHIET
no3u — $100 Twc.

2. Piminnmam (EBpical) — mepopalibHMII Tipemapar, Mo TakKoX Mojaudikye
crutaiicunr  npe-MPHK  SMN2, copusitoun cuHTe3y (yHKIIOHAIBLHOTO OUIKA.
[IpusHauaeTscs A MIOACHHOTO TpHWioMy B JomaiHix ymoBax. CepemHsi piuHa
BapTICTh Teparii — OJU3bKO 9 MITH TPHUBEHB.

3. OnacemHoreH abenapBoBeK (30JTeHCMa) — TEeHOTEpaneBTUYHUN 3aci0, 110
JIOCTaBJIsI€ IHTAKTHY Koo reHa SMN1 fo kiiTHH maiieHTa 3a qonomororo AAV9-
BEKTOpA. 3aCTOCOBYETHCA OJIHOPA30BO BHYTPIIIHHOBEHHO B JITE€H BIKOM A0 2 POKIB 1
Macoto 10 21 kr. Ile oauH 13 HAMIOPOKIKMX MTPENapariB y CBITi 3 BAPTICTIO TPUOIN3HO
$2,3 MutH.

AHani3 e(eKTUBHOCTI nmaToreHeTnyHoi Tepamii y naunieHTiB 13 CMA tumy I
MO0Ka3aB MO3UTUBHI PE3YJIbTATH i1 3aCTOCYBAHHS, a CaMe:

- 30UIBIIEHHS CEPEIHBOI TPUBAJIIOCT KUTTS,

- TIOKpAIEHHS MOTOPHOT (PYHKIIIT Ta 3MEHIIICHHS MPOSBIB OyJIH0apHOTO CHHAPOMY;
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- 3HIDKEHHS YaCTOTH YPreHTHUX TOCIITaIi3aIlii.

BucnoBkn. Panns niarHoctuka CMA 13 3QJTYCHHAM Cy4aCHHX TE€HETHIHHX
TEXHOJIOT1M [TO3BOJISIE CBOEYACHO BCTAHOBUTH JIarHO3 1 pPO3MOYATH JIIKyBaHHS.
[IpusHaueHHs XBOpoOOMOAMDIKYIOUOl, y TOMY YHCII i TEHHOI Teparii BiIMTOBIIHO J0
MDKHAPOJHUX KIIHIYHUX MPOTOKOJIIB, ICTOTHO IMOKpAIlye€ MPOTHO3, CIPUSE
MTOJIOBKEHHIO TPUBAJIOCTI KUTTS Ta MOKPAIIEHHIO HOTo SAKOCT1 y mamieHTiB 31 CMA.
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Hapnist I'epmaniok

HaykoBwuii kepiBHUK — K.Me/[I.H., ao11. Irop
Heninbko

K3BO «BonuHChKHN METUIHUI THCTUTYT»

E®EKTUBHICTH BUKOPUCTAHHS METO/IB BI3YAJII3ALIL
IPY MIICOTOBI HAIIIEHTIB JOIIKLILHOTO
TA MOJIOJIILIOTO IIKLILHOTO BIKY MEJIUYHOIO CECTPOIO
JUISI IPOBEJIEHHSI AYIIOMETPI{

IMocranoBka nmpodaemu. OCTaHHIMUA POKAMH CIOCTEPIra€ThCS TEHICHIIIS 10
3pOCTaHHS MOPYUIEHb CIIYXY HE TUIBKU CEepell J0POCIOro HacelIeHHs, a i cepel ITeH.
3a panumu BOO3 y 2015 pomi y cBiTi HamiuyBanocs 360 MiIbHOHIB OCIO, fKI
CTPaKJAI0Th HA IHBAIIU3YIOUY BTPATy CIYyXY, 3 HUX 32 MUIbHOHHU CTAHOBUJIU JITH. Y
2019 poui monan 466 MiTBHOHIB 0Ci0, IO CTaHOBUTh 5% CBITOBOIO HAaCEJICHHS,
KHUBYTb 13 BTPaTOI0 CIyXy, IO KBali(IKyeTbCs SIK Taka, IO NPU3BOIUTH [0
Herparne3aaTHocTi. 3 466 MinbiioHIB 0ci0 34 Minbiionu — 11e 1iTh [4]. BTpaTa cinyxy €
JOCUTH YaCTOIO MPOOIEMOI0, III0 BUHUKAE B OyAb-IKOMY BIIll, yCKJIaTHIOE BepOaIbHE
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CIUIKYBaHHS 1, IK HACJIJIOK, 3HIKYE SKICTh KUTTA. [|0 BHHUKHEHHSI IIOTO CUMIITOMY
MOX€E MPU3BECTH 0€3J1i4 YNHHUKIB, 3HAHHS SKUX 1 PO3YMIHHS MEXaHI3MYy PO3BHUTKY
MPUTITyXyBAaTOCTI HEOOX1H1 AJI MPaBUIILHOTO BeeHHs XBopux [1, 3].

AyJ1010T1YHa METOJIMKA € AY>K€ HAJIIMHOK METOJUKOIO OI[IHKH CIIYXY 0Ci0, sKi
CIIIYIOTh CJOBECHUM I1HCTPYKILISIM 1 3HAXOJATbCA IIJ BIUIMBOM BepOalIbHOTO
3BOPOTHOTO 3BSI3KY Ta/a00 MIAKPIIUICHHS, aje Bipa B HAIAHICTh 1 BaJIJAHICTh
ayJlIOMETPUYHOI TEXHIKM 3HAYHO 3HWXKYETbCA, KOJM JIIOJIMHA HE pearye ado
HEY3TOJ[XKEHO pearye Ha CJIOBECH1 BKa31BKU. [{e yacTo cTocyeThes cliabouyrounx giTen
9 0Ci0 13 3HUKEHUM PIBHEM PO3BHUTKY BepOaIbHOTO IHTEJICKTY [2].

Pe3ynbTaTuBHICTE Ta TPUBAIICTh MPOBEACHHS aynioMeTpil B oci6 13 Il ta IV
CTYNEHEM TMPUTIIyXYBaTOCTI 3aJUIIAIOTh Oa)kaTW Kpamioro, a 4acTi apryMeHTH Ha
KJIIHIYHUX Hapajgax MEIIpPAliBHUKIB CTOCYIOTBCS TOTO, HACKUIBKM J100pe dye
KOHKpETHA 0co0a. Y 3BsI3KY 3 IUM BUHUKIIA TOTpeba ONTUMI3AIli] MPOIIeCcy MiATOTOBKU
MaifieHTa MEJIUYHOI CECTpOI0 U TPOBEJCHHS Tmporeaypu aymiomerpii. ILle
nepeadayae BUKOPUCTAHHS OLIbII €(PEKTUBHUX MIAXOAIB B MOSICHEHH] IHCTPYKIIIi, Ta
K pe3yJabTaT 3MEHIICHHS Yacy MPOBEACHHS MIarHOCTHKW 1 OACp)KaHHSA OUIbII
BAJIIIHUX PE3YJIbTATIB JOCIIKEHHS, 10 3pOOUTH Ie €(EeKTUBHIMIOW MOAAIbIILY
IpOLEAYpY JIIKYBaHHS Ta 3MEHIIUTh MCHUXOEMOILIHHE HAaBAHTAXEHHS Ha MEIHYHOTO
MparfiBHUKA.

Merta po00TH — OLIIHUTH €PEKTUBHICTH BUKOPUCTAHHS METOLY Bl3yai3auli npu
MIJITOTOBIT TAIIEHTIB JOMIKUIBHOTO Ta MOJOJIIONO INKIIBHOTO BIKY MEIUYHOIO
CECTPOIO JI0 MPOBEACHHS ayAloOMeTpii.

VY nocmimkerHi 6panu ydacts 40 mgiTei 4omoBivoi Ta )KIHOYO1 CTaTi, BIKOM BiJ 5
10 9 poKiB, SIK1 TPOXOAUIIM OOCTEHKEHHS Ha CTYIIHb IPUTITYXyBaToCTl y BolnHChKOMY
LHEeHTpl ciyxy 1 MoBU «Medincus». AyaioMeTprUuHe TOCHIKEHHS MPOBOJIUIIOCS 3a
nornoMoror ayaiomerpa Optometrics Itera 2 (Bupobnuk: GN Optometrics, [anis).
ToHanmbHa moOporoBa ayJalOMETpist 3A1MCHIOBANACS 3TIAHO 3 YITKOK I1HCTPYKIIIEO
MIPOBEICHHS JIOCHIIPKEHHS: TIOSCHEHHSI TIPOIIEAYPH, 3alUC ayaiorpaMu, oQpopMICHHS
pe3ynbTaTIB JOCHIKEHHS Ta iX BUJada. Y pe3yibTaTi MPOBEIECHOIO JOCIIIKEHHS
narieHTaM OyJi0 BU3HAYEHO CTYMIHb MPUTIYXyBaTOCTI Ta 3/iiiCHEHO iX mozil Ha 4
rpynu: 1 rpyna — gitu 3 [ cTynenem npuriyxyBarocTi, 2 rpyna — aitu 3 Il crynenem
NpUIIyXyBaTocTi, 3 rpyna — aitu 3 11l ctynenem npuriyxyBarocti Ta 4 rpymna — it
IV cTynenem npuriryxyBaTocCTi.

VYV skocti Biyamizaunii OyJ0 BUKOPUCTAHO 22-CEKYHAHHA MYyJIbTHLIbM-
B1/1ICOIHCTPYKI[1t0. CTBOPEHHSI BIICOIHCTPYKIIII BKIIIOYAJIO: F€HEpallil0 300paKeHHS B
yati gpt — https://chatgpt.com , mani 300paskeHHs IPOUIIUIA Yepe3 HEHPOMEPEKY, IO
oxuBmia ix — https://hailuoai.video , micns goro orpumani BificO 3€IHYBAJIMCS Ta
MOHTyBasucsi B capcut — https://www.capcut.com/fr-fr/. T'otroBy MynabTdhiIEM-
BIJICOIHCTPYKIIit0, 3a MOIMEPEIHbOT 3rojIu 6aThKIB, 0YJIO MpoAeMOHCTpoBaHO 20 AiTIM
3aMiCTh BepOAIbHOrO MOSICHEHHS MPOLIETypU AOCTIIKEHHS MEAUYHOIO CECTPOIO.

CratuctuyHa oOpoOKa OTpPUMaHUX [aHUX MPOBOAMIIACH 3 BUKOPHUCTAHHSIM
nporpamu MS Excel 2023. BuzHnauanu cepenHe 3HaueHHs oka3Huka (M), BeuunuHy
cepeaHboi moxuOku (£m). Pi3HMIIO MK JBOMa CepeaHIMH BEIMYMHAMH BBaXKad
J0CTOBIpHOIO TTpH 3HaueHHsx p<0,05.

Pe3yabTatn nociaimxennsi. Hamu Oyno BU3Hau€HO, IO CepeHsl TPUBATICTh
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