s MJIK Ta BIAHOIIEHHS U THEN 10

Mypiﬂnp peryJisipHoO, He MeHIIe 2-3 pasin na
)_ﬂlfalfb MOHITOPHUTD AKICTh NIPOBEJICHHS MeIMKO-
,ﬁﬂe :;HOE peaﬁmi'raui'i KOXKHOT JIMTHHU haxiBi-
%Tl ja pOGOUHX MICLUIX, KOHTPOITIOE BUKOHAHHSI
,pl 5 xniﬂi‘m’m NPOTOKOJIIB CAHATOPHO-KYPOPTHOT
ﬂ?ﬁli’f aniii TA MAPTIPYTY natienra.

" it MoHiTOPUHT poboTH daxisuis MJIK nae

iy sGepiraTi MOCTIMHMUI 3B’ 30K «IUTHHA-(axi-
geﬂ?’ GaThKHY.

* B BAKITHBOIO € poﬁOTa 3 Ga%Km. B komrnek-
dﬁ 1 GaTbKH [PUCYTHI 3 TITHMHU Ha BCli( peadiniTarin-
= [poreaypax Ta 6epyTh y4acTb y ix ITPOBEJIeHH].

opt (haxiBerlb H&Il?.e paTbKaM iHhopmariio mpo mpo-
lefy mpoueypy, il BIUTMB Ha OPraHi3M IMTHHH, 04i-
_WWYHI’T&TH; HaByae 6aTHKIB poboTi 3 AiThbMU B
; wmmxwom B xomrutexci Ne2 canaTopiio indop-
\aiio GaTBKaM TP CTaH JJUTHHU Ta Pe3yJIbTaTH JIiKy-
anamnmanamm y :renecbormomy PEeXKUMI KOXK-
ﬁgm@ngeoﬁxmocm TI0AeHHO.

 PexomMenzIaliiTa peabimiTariiiiii mporpamMu Ui po-
gom BAOMALIHIX YMOBaX HATIAKOTLCS faTbKaM JKYI0-
i TKAAMY 38 PEKOMeH/TaIli MU CTIeriaTiCTiB.
p IpOBeleHHA MeIUKo-Tlearoriynoi peadimi-
i axisusavi MITK OIIiHIOEMO 32 JI0IIOMOT0IO I110-
ro aHKeTyBaHHA [iTed Ta IXHiX 6aTBKIB.
9% miTeii T GATHKIB 33/10BOJIEH] CaHATOPHO-KY-
NiKyBaHHAM 1 62Kar0Th IIOBTOPHO JIIKyBa-
caHaTOPil.
HKIHITi KOYKHOTO 32131y TIPOBO/IMMO arapaTHi
110 aHAisy po6oTH (axisiis MK Ta efhex-
BeJIeHO1 Me/IUKO-TIearoriqHol peadimi-

B32EMOJIOTIOBHIOIOT i
B/IOCKOHAITIOIOTE dla; (:)ély H;a;i‘;g;‘:;i?::ﬂﬁno camo-
MyJJI::.: qmpMyBaH.HH Ta YIOCKOHaeHHA y thaxiprip
WJINCHATITIHAPHAX KOMaw OCHOBHUX Te
TUYHUX SHAHb Ta MPAKTUYHUX HABUYOK ¥ poGor gpp:-
TBMH 3 ODTAHISHIM YDA)KeHHAM HepBoBof cucTeMH{Ir:
TIOPYLIEHHAM NICUXIKM B CAHATOPI1 yeminmo
Tporpama ImiABHMILeH s KBastihikanii i
Lgataty : epPCoHAITY,
Bci yrikapi canaropiio onepkamu kox nocryny o
BDHT.EHCI::KOI‘O Me/IMYHOT0 KYPHAITY [J1s BUKOPUCTAH-
H MDKHAPOTHOT'O IOCBifY B poO0Ti 3 XBOpUMK. 3rij-
HO 3 IPOrpamoio Ui BeixX (axisiis MK perynsapHo
IIPOBOAATH CeMiHAPCHKi 3aHATTS, MAUCTEP-KIIACH 3
Macaxy, KiHesoTeparii, opToneIu4HOi KOpeKIii,
MoHTeccopi-Teparrii, apT-Tepartii, KOpeKIIii moBeis-
KOBUX IOPYIIEHb, CTPaXiB, 13 CHPUIHATTA GaThKaMu
XBOpPOI AUTHHM Ta 6araTo in. Paxisiri caHaTopito e-
PYTh YUacTh ¥ HAYKOBO-TIPAKTHYHHX KoH(DepeHIifx,
sacinanHsx npodinbHEX acomianiy. TiIBAMYIOTE
npodeciiiny kastidixariito 3aB/IAKM POSBATKY iHTED-
HeT-TeXHOJIOTii: Bi/iBiAyIOTh BeOIHAPH, MPOXO/UATE
TeMHJ JIUCTAHIIAHOr0 HaBYAHHA 3T1/HO 3 TPOEKTOM
«AKazieMifl — JUCTaHIiHHe HABYaHHA on-line», mcmi
poamouaia HarionarpHa Me/IAaHa aKayemis micis-

JMILIOMHO1 ocpiTy imeni [LJL. TIymka MO3 Vxpainu.

I FHOCTVKY TA TEPANIl TIPOTPECYIOWAX MS30BHX AUCTPODI
Wi [1.J1.LLlyn1ka |
BiTH IMe s napmepmli
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CHMITIO3IYM

ui;;;gfg;;l;;lgiﬁﬂmmeuna € peay{mTaTOM Jesie-
DI D NSRS LHOMD Frm e ACTR0
. AOMO, nuctpodin 3aGesneuye
CTPYKuTYDY, CTabLIbHICTB M’ A30BMX (ipu Ta 3a7Ty-
HEHMI 10 perynanii curtam,umx IpoleciB y HUX.
TsxKieTs AUcTpodinonaTii, 10 AKX HAEKATE M
ﬂmme@a Ta Bekkepa, sanexuts pin kinbkocti Ta
dyHKIiOHATBHOCTI HasBHOrO micTpodiny.

'I‘H.nosufa AedroT MT Irotrenna — 3 M’A30B0i cJ1a6-
K(}CTI, TIOPYINEHHA XOAM AUTHHM BiKOM mmicrs 18 Mics-
[1B B ITO€/THAHHI 3 IOPYIIEHHAMH MOBH, PYXOBHX Ha-
BHYOK, MaJIiHHAMU, BTPATOI MOIIMBOCT] XOAUTH,
MIOBe/1IHKOBIMM PO3Ia[aMu, TTOSBOIO TceBJIorirep-
TPOdil M’ A3iB, MOSHTUBHUM cumnromom ['oBepea,
AUXANBHIMU PO3najiaMu, KapaiomionaTieio Ta 3Ha-
YHUM HapocTaHHAM PiBHg KOK B KpoBi (moHa 10,000
IU/L). Kniniune o6crexenus JUTUHHA IIOPSAJT 3 FeHe-
THTHUM TeCTYBAHHAM € 30JI0OTUM CTAHIAPTOM fia-
rHOCTHKHY MJI Jliomensa. Ha choroHi icHyI0Th HOBI,
OLIBII JOCKOHAI METOIMKY MeHeTHYHOI0 06CTeXKeH-
HA, 30KpeMa: MLPA-TeCT BUSsIBIIsie MaJli TOYKOBi MyTa-
Lii, BK/IIOYAaIOYH TaK 3BaHi HOHCEHC My TALIil. Ctpare-
Iifl Cy4acHOTO FeHeTHUYHOI0 TeCTYBAHHS pu MJT
romenna — sHAWTH HAUGUIBII TONIMPEHY MYTAIIiI0
nepuioro. Tak, nenenii BUusBiIeHi B 67-72 % ; AyIutiKanii
— B 7-11% BHMDaznkiB 3axBoploBaHHa MJ] JlronieHHa.
TIJIP, sixa BHKOPHCTOBYBAJIACS paHillle IIPOTATOM TPH-
BaJIOT0 Yacy, BUABIAIA 98% Jienelliit, oqHax He BH-
ABJIANIA AYIUTIKAIlIA "eHa JUCTPODiHy.

Haitbiasno CY4YaCHHUM MeTOI0M IIPOTATOM OCTaH-
HiX POKiB € 3a3HavYeHa MeToauka MLPA, a Takox
MeT0J] MHOJKHHHOI [I0PiBHAILHOI TeHOMHO] i puu-
sanii, (aCGH), Aiki 871aTHi iIeHTHIKYBATH AK Zerte-
1ii, TaK i AYIUTiKaIii MyTaHTHOTO rena McTpodiny,

2018). CyuacHi METOIMKH reHETHIHOTo TeCTYRamyy
MAloTh 6yTH NpUaHaYeHi LT MPEHATANIBHOT Tiaryoc.
THKH B CiM’AX, B AKUX TPAIUTAJINCA BUIIAKY Hapo.
oKenHs xBopux Ha MJI JllolnenHa i Bexxkepa, 1o ¢
BAIKIIUBUM AJIA 1X Me;muo-reﬁemfmc_)fo KOHCYJIhTy.
panns. Jl7is1 BAABJIEHHA HOCITB MyTaLi# TeHa uerpo-
(hiny nmoxkasaHe obcTexeHHA KIHKaM pE{TIPOHYKTHB—
HOT0 BiKY, B pO/IOBO/I AKUX BUSBJIEHO 1 FeHETHYHg
nizreepaxeno M JiomeHHa.

[IpoBeneHe reHeTUYHE OﬁcT:E)KeHHH 3a0eaneynry,
MOJKJTABICTE BUOOPY MeTOAY JIIKYBAHHA, IIPU3HAYeH-
HA Mpenapary BiAIMOBIAHO 10 BUSHAYEHOI MyTaiii
TAKIM YHHOM, HA/IaCTh MOYKJIMBICTE [IePCOHAITI3yRa-
TH Tepartiio B KOKHOMY BHITA/IKy. 3TiZIHO 3 MpoBeje-
HUM J0CII1KeHHAM, IKpecIeHo HeoOXiTHICTb pan-
Hbo1 giarnocTuku MJI JlfollieHHa, BKIIIOYA0YH B Maji-
6yTHBOMY CKPUHIHTH HOBOHAPODKeHNX Ha M1 i mpy-
3HAYeHHSA TAK 3BAH01 XBOp0o60-MoAUMIKYI0OY0I Teparii
IUTA TAaKUX XBOPHX. BBa’KaloTh, 110 NPU3HAYEHHA
Hpenapary atajaypeH xiormuukam 3 M1 Jlroiienna gi-
KOM ITicJIs1 5 POKIB 3 i1eHTH(hiKOBaHOIO nonsense My-
Tallier, yIoBinbHIOE i cTadinisye mepedir XBopooH.
JIig mporo mpemnaparty CHpAMOBaHAa HA IIATPAMKY
CTPYKTYPH Miohibpwui i raneMyBaHHA 1X aTpodil, a
TaKOXK I1ed mpenapat eeKTUBHIIM B KOMOiHAII1 3 KOp-
TrKocTepoigavHu. [IpernapaT eTeruripceH TAKOXK Bif-
HOCHTLCA JI0 criequivyao] Teparii 111010 BUABJIEHHX
MyTallii y xsopux 3 M1 lromensa. Kpim 1poro, icHye
JIIKYBaHHSA B PO3BUTKY, AKe He 00Me Kye MAallieHTiB 3i
cnenuiYHIMI My TalliAMU i MOJKe 0YTH KOPUCHAM
JJ151 BCiX XBopux 3 MJI JlfomeHHa, TOMY 1110 CITPSAMOBa-
He Ha NePBUHHMH edeKT (reHHa Teparris i utrophin
MO JIALIIs).

BUCHOBKH. Ha ChOr0/1Hi HAISBHYAIHO BAKIMBAM
€ YCBIZIOMTIEHHS JIIKapsAMU BayXJIMBOCT] CBOEYACHOIO
HAalIpaBJIeHHA B ClielliaTisoBani MEeHTPH 1)1 Heo0Xi-
HOT'0 TeHeTUYHOI0 CKaHYBaHHsA AiTel [1pH I1i/103pi HA

{ M’HSOBIHPICTpo@n Pannsa piarnocTHKA
LIeHHA HAJACTh MOYKJIUBICTh BUABJICHHA 1 T

IETUYHOTO TeCTYBAHH HalacTh MOXK-
MTH YaCTOTY HAapO/DKEHHS XBOPUX 3

TPeHeTUYHI TeXHOJIO ], TaKi
JETIApaTH JU1s1 XBOPOOO-MOH



