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M. JlbBiB, Byn. Mukonu JlnceHnka 31a,
Ten.: +380 32 276 54 99;

root@ihp.lviv.ua; https://inp.lviv.ua/

OupekTtop: THATEVKO ONEM
3IHOBIVOBWY, gokTop MeanyHux
HayK, npodpecop, naypeat [lepXaBHOI
npemil YkpaiHu B ranysi Hayku i TEXHIKK


https://ihp.lviv.ua/

OcCHOBHI HaNpPAMKU AiANbHOCTI IHCTUTYTY

— npoBefdeHHA pyHOaMeHTanbHUX OOCNIQXXeHb B ranysi
MEeONYHOI FrEHETUKMN;

— po3pobka MeToaiB AiarHOCTUKU, IiKyBaHHSA Ta NpodoinakTUKK
reHETUYHO JeTEPMIHOBAHUX XBOPOD;

— BNpOBaaXeHHS pes3yrnbTaTtiB HayKOBUX OOCHIOKEHb Y MeauyHy
NPaKTUKY;

— KOHCynbTaTMBHa MeauKo-reHeTu4YHa AisanbHICTb;

— BMBYEHHS OOCATHEHb CBITOBOI HAyKn B ranysi MeguyHol
reHeTUKN, po3pobKa NPorHo3iB Ta NiAroToBka NPoro3uLiin
LLIOAO OCHOBHUX HaNpsiMiB Il PO3BUTKY Ha TpuBanuun nepioa.



CTPYKTYPA 1Y “ICIN HAMHY”

HAYKOBUW CEKTOP NONIKNIHIYHE BIAOINEHHA
— BigainenHs aiarHoCTyKy — MEQUKO-TEHETUYHUW LIEHTP
cnaaKkoBsol natonoril — PerioHanbHWIA NikyBanbHoO-
— BipgaineHHsa KNiHIYHOI reHeTUKn [iarHOCTUYHUIA LEHTP MEaUYHOI
— BipgineHHs nepuHaronorii i peabinitauii ons
NpeHaTankbHOI 4iarHoCTUKM Marno3sabe3neyeHnx KaTeropin
— BipaineHHa enigemionorii HaCeneHHs
BPOKEHOI | CNaaKoBOI naTosnorii
34 HayKOBUX CNiBpOOITHUKIB 20 nikapiB-reHeTUKIB:
82% i3 HayKOBUM CTYMNEHEM: 75% — BuLa KaTeropig,
6 npodoecopiB, 8 AOKTOPIB HaYK, 15% — nepwa / gpyra

20 kaHgmoaTiB Hayk 3 KaHOMgaTu Hayk
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Canada: Unlver5|ty of Toronto, The Hospital for Sick Children Toronto, Toronto
Germany: Institute of Human Genetics, Jena, Germany

Great Britain: Medicine Imperial College, London; University of Surrey, Guildford;
EMQN, http://www.emgn.org, London

Belgium: European Cystic Fibrosis Patient Registry (ECFSPR),

Poland: Rzeszow University of Technology, University of Rzeszow, Rzeszow;
Institute of Human Genetics Polish Academy of Sciences in Poznan.

Czech Republic: National Cystic Fibrosis Centre / Charles University, Prague.

Latvia: Riga Stradins university, Scientific laboratory of molecular genetics



http://www.emqn.org/

HAMBINbLLI BArOMI JOCANHEHHA Y HAYKOBIU OIANBHOCTI TA
NMPAKTUYHIN MEOUYHIN OONOMO3I HACEJIEHHIO



NbBIBCbKU MEOAUKO-TEHETUYHUWN LLIEHTP

~ AONOMOra HacesieHHI0 8 obnacrteun 3axigHol YKpaiHu

~ 50 000 BigBigyBaHb Ha pIK

~ 200 HOBUX BUMAaKIB OiarHOCTUKM CnagKkoBmMX XBOPOO LLIOPIYHO
~ Yy 4000 xBOpux 3aBepLUEHO AlarHOCTUYHUN NMPOoLEC | po3no4vaTo
NiKyBaHHS Ta NPodinakTuKy ycknagHeHb CriagkoBux XBopoo

BUCOKO CIMNELUIANI3BOBAHA OIATHOCTUKA i MPO®DINAKTUKA

~ 1200 aHanisiB KapioTmny Ha piK y XBOPUX i3 Migo3por0 XPOMOCOMHOI
naTosIorii Ta YsieHiB NoAPYXKHIX nap 3 penpoaykKTUBHUMW HEBOAYaMWU;
~ 140 XpOMOCOMHMX OocnigXeHb eMObpioHarbHOro martepiany
BTPa4eHOl BariTHOCTI;

~ 1000 MoneKkynsapHO-reHeTUYHNX OoCnigXXeHb Ans sepudikauii
aOiarHo3y MOHOreHHOI XBopobu, npupoan penpoaykTUBHUX HEBOAY Ta
NPOrHO3yBaHHS YCKIaAHEHOoro rnepebiry noLmpeHnx 3axBOpoBaHb;

~ 4 TUCcAYI cneuianizoBaHMx DIOXIMIYHUX OOCMIOXKEHb;

~ 160 000 obcTEXEHb HOBOHAPOMKEHNX Y Mexax [epxaBHOI
nporpamMy MacoBOro HeoHaTanbHOro CKPUHIHIY



NokniHiyHa giarHocTuvKa: > 1,8 man oocmedrrcens
HOGOHAPOOIHCCHUX 3a NPOZPAMOIO HEOHAMATIbHO20 CKPUHIHZY
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BusBneHo:

98 — BunagkKiB peHINKeToHYpIl,

64 — BPOAKEHOrOo rinoTnpeoay,

60 — myKoBICLMO03Y,

23 — afpeHoreHiTanbHOro CUHAPOMY

245 piten — 3abe3neyvyeHo
NnpoinakTuKy ycknagHeHb
cnagKoBOl XBOPOOW, paHHLOI
IHBaNIgQHOCTI Ta CMepTI
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IHBASVUBHA NMPEHATAINNIbHA OIATHOCTUKA
XPOMOCOMHMX Ta MOHOreHHUX aedekTiB nnoaa

> 600 gocnigXeHb KapioTuny
177 BUunagkKiB — reHOTUN nnoAy.

MykoBicungos - 45
CniHanbHa Mm’sa30Ba aTpodoia — 25
PeHinkeToHypiqa -9
CuHgpom HinmereH - 8
[MML OwoweHHa- bekkepa -5
AxoHaponnasis -3

[[eHOTUN pe3yc dhakTopy — 82



AoCnigpXeHHA rEHETUMHUX YUNHHUKIB PEMPOAOYKTUBHUX
NMOPYLUEHDb
Bnepwe y ceimi:

— BKopo4yeHHA TenomMepHUX AINAHOK XpOMOCOM Yy MaTepiani
MMUMOBISIbHO efliMiHOBaHUX eMOPioHIB 5-12 TUXHIB recrtauil y
YNeHIiB NOAPYXKHIX Nap 3 paHHIMK penpoayKTUBHUMMN BTpaTtaMu,
Kapiotuny (v cnienpayi 3 Texuiunum ynisepcumemom m. Kewys, Ilonvwa).

— OuiHKa BiAHOCHOI AOBXWHU TerioMep y HennigHUX 4YonoBiKiB 3
Kapiotunom 47, XXY (cuugpom KnanHdensrepa) o 3 scysanns

NPUPOOU HEPO3XOONCEHHSL XPOMOCOM.

GTTAGGGTTA
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[ocnigkeHHa npupoAan Ta CNeKTpy aHoMariu XpoMoCoM Y
nimcouuTax Ta cnepmaTosoifax UneHiB noapyxka 3 npobrnemamm

penpoaykuii (v cnienpayi 3 Incmumymom cenemuku nroounu m. Iloznany,
llonvwa)

46,XX,der(13;14)

MapkepHa xpomocoma ymeopusiacs 3 A
15 xpomocomu

Lake!

#15




CeiToBMM niaxig A0 BUBYEHHA FreHEeTUYHOI Npupoaun
PenpoAyKTUBHUX BTPAT: 00CII0MHCEHHA Mamepiaay 6mpadeHoi
eazimuocmi

FISH giarHocTMka aHoManiv XpoMoCoM
y marepiani 685 BTpavyeHnx BariTHOCTeN

KIR / HLAC reHoTUnyBaHHA NpUpoan HeBUHOLLYBAHHS BariTHOCTI:
nepeBaXxaHHS IHMBGITOPHUX reHiB Haa akTUBaLIMHUMU

< 429bp-BK
332 bp- BK
<« 96-224 bp -KIR/HLAC




— Bneplie B martepiani penpoaykTUBHMX BTPAT AOCHIAXKEHO
nonaimopizm incepuisa(l)/oeneuia(D)14 n.n. ¢ zeni HLA-G,
SK NepcrnekTMBHUN Mapkep HEBUHOLLYBAHHS BariTHOCTI

reHoTun D/D reHotun D/l reHotun I/l



Yemeepmuii psao, crauou 15 — 17

53% noAapyXHix nap — BHECOK PeNPoOaYKTUBHUX BTpAT
KIR-HLAC — acouinoBaHoro, iMyHOSOr4yHOro reHesy

2DL1 2DL2 2DL3 2DL4 2DL5 3DL1 3DL2 3DL3 2DS1  2DS2 2DS3 2DS4f 2DS4v 2DS5 3DS1

-

rnesHo2o KIR eena peuenmopie NK KnimuH

AHania nonimopaismie reHis HLA-DQAL ta HLA-DRB1,
AK MapKepie paHHb020 HEBUHOULYBAHHA 6AZIMHOCHLL

12 3 4 5 6 7 §8 9 10 11N 12 34 5§67 8 00128 KDL BITRKDY



NMNOTPEBA TEHETUYHOI'O TECTYBAHHA:
YMHHUKIB Y XpoMocomm (MyTauii reHa SRY, NOBHi Ta YaCTKOBI
aeneuil a, b,c periony AZF);
MyTauin / nonimopgiamie reHa ESR1 ecTporeHoBOro peuenTtopa;
MyTauin / nonimopdiamie reHa FSHR peuenTtopa
dooniKynoCTUMYIHOKYOro rOPMOHY;
MyTauiv / nonimopdiamie reHa IGF-Il iHcyniHonogibHoro daktopy
POCTY;
BapiaHTiB reHies HLA |l knacy: DRB1, DQAL, DQB1; DQ2.5,

HLA-G, HLA-C;

anenbHux BapiaHTiB / reHoTUnNiB reHiB KIR peuentopiBs NK KNiTWH;
MyTauin / noniMmopdiaMiB reHiB CXUNbHOCTI A0 TPOMOOMInivHMX
ycknagHeHb: Fll 20210 G/A; FV 1691 G/A; FGB 455 G/A; FVII
10976 G/A; ITGA2 807 C/T; ITGB31565 T/C; PAI-1 675 5G/4G);
reHa RhD (pe3syc-ceHcnbinizauis)



TepmiHanbHa geneudisa Y-xpomocomu (SY160Bucoknn pusmnk Hesgad EK3 y HociiB
€ npudnHow Hesaanux EK3 Ta paHHix BTpat.  A(x) anensa / AA(xX) reHoTuUny
Heoouyinvnicmo ineéaszusnoeo nikysanns 3@ NOKycom €.453-351 A>G reHa
Y0108i4020 6e3nnioos !!! ESR1 ecTporeHoBoro pewenTopa
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PAR1 oentromere heterochromatin PAR2 I —
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[eHeTn4He TecTyBaHHA noniMopdHux eBapiaHTiB G919A 1 A2039G reHa FSHR
peuenTopa onikynoCcTUMYMNOKYOro ropMoHy

I'emorunm AA I'enorun GG
G919A FSHR A2039G FSHR



NMOKPALLEHHSA OIAFTHOCTUKU CNAOKOBOI
MATONOrI TA NOLWYK FrEHETUYHUX MAPKEPIB
BAXKOI'O NMEPEBIT'Y MYIIbTU®AKTOPHUX XBOPOB



NMocTyn eBponencbLKoro piBHA

& Buasnsemo 90% Bigomumnx
anenen reHa CFTR

& HoBa HOHCeHC myTauis
1218T>AreHa CFTR
IJeHTU@IKoBaHa Ta BHeCceHa
00 CBITOBOI Oa3n gaHux

F508del, AI507, F508C, 1677delTA,

2184insA, 2143delT, G542X, N1303K;

CETRdele2,3(21kb), W1282X, G551D,

R553X, 17171G-A 3849+10KbC-T,
621+1G-T, 1898-1G-A R117H, R334W,

G551S , R347P, R347H R347L. , R347C ,
D1270N , I1336K , R560T S549I, S549N,
Q552X Y122X, IVS8 polyT (5T/7T/9T),
Km19/Pstl, XV-2c¢/Taql 6/7GATT...

B AiarHocTuui MyKoBiculigoa3y.

& Bnepwe Ha 6asi
€BpPONENCLKOro peecTpy
mykoBicunaoosy (ECFSPR)
CTBOPEHO PEECTP 3a AaHUMMU
YKpaIHCbKNX XBOPUX

ECFS Patient Registry

Annual Data Report

Map of countries

to the ECFSPR
229
YKPaAIHCbKUX *
XBOpPUX




B yKpalHCbKMX XBOpUX Ha MyKoBicLnao3 myTtauisa 2184insA reHa
CFTR obivmae gpyre 3a yactotor micue nicnsa delF507:

HeMAE AHA10216 34 OAHUMU CEIMOBUX OO0C/ILOMHCECHD

linomesa: viymanist 2184insA noxooumo 3 Ity

KAIHIYHI NPOSBU:
KiacnyHa depvarivib
3 NaHKPEaTNHHOH
HEAOCTATHICTHO




Bneplwe onucaHo myTauito
c.493G>T (p.Glu165*) reHa ZEB?2
B acouiauil 3 CMHOPOMOM
Moeama—BinbcoHa

Bnepuwe redn KIR gocnigxeHo y
XBOpPUX HA MYKOBIiCcLUA03:
HMU3bKa YacToTa aktmBartopiB NK-KNiTUH

llepesaoicanns (Hiaenocmosanuii npenamanvhol)
IH2IOIMmOpHUX
eenie KIR
CMBOPIOE
3a2po3y
nocnabnenHs
NePBUHHO2O
IMYHImMenmy
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[1nsa ycix nauieHTiB 3 YKpaliHu OOCTynHa
MOSIEKYNAPHO-reHeTUYHa AiarHocTuka
BPOAKEHNX KOMBIHOBaAHMX iMyHOOEILUTIB:
CUHAPOMY XPOMOCOMHOI NaMKOCTi
HinmereH (eduna eidoma cnos sincbka

cnaodkosa xeopooa) Ta cuHpgpomy Jlyi-bap
(amaxcis-meneanziexmasist) Myranis 657del55 B reni NBN
Cunopom Hiuimezen
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MoXXnmnBocTi MONeKynsapHO-reHeTU4YHOI AiarHOCTUKMU

29 myTauin reHa CFTR (Mykoegicyudo3 knacu4HuUU ma 4osiogide 6ennioos),

9 myTauin reHa reHa PAH (¢gbeHinkemoHypisn),

18 myTauin — geneuin reHa DMD (M’si30ea ducmpoabisi JroweHHa-bekkepa);

4 myTauii reHa CAPN3 (HedughbepeHuyiuoeaHi npoapecyrodi M’sizoei ducmpoapii);
aenedii ek3oHiB reHiB SMN1, SMN2 ta NAIP (cniHanbHa m'ss30ea ampodisi);
CAG noBTOpu reHa aHApOreHHoro peuenTtopa (cniHanbHa amiompoisi KeHHeO));
5 nowmpeHnx myTauin reHa ATM (amakcisi-meneaHz2iekmaasis);

MakopHy myTauito 657del5 reHa NBN (cuHOpom HilimezeH);

myTauil reHa FGFR3 (axoHOponna3sisi, 2inoxoHOPOna3isi, NopyweHHs1 3pocmy);
MmyTauii reHa ATP7B (xeopoba BinbcoHa);

myTauii reHa HFE (cnadkoeul eceMmoxpomamo3s, 2enamobiniapHi NOpyweHHs);
anenb A(TA)7TAA reHa UGT1A1 (cuHOpom Xunbbepa);

MyTauii reHa GALT (easfmakmo3emisi);

myTauil reHa LCT (HennepeHocumMicmb s1lakmo3su),

myTauia 1528G>C LCHADD (MimoxoHOpianbHa namoJsiozis);

3 myTauil reHa MEFV (nepiodu4yHa ceped3eMHOMOPChLKa 2apsiyKa);

myTauil reHa BRCA1/2 (cnadkoeuli pak MOJIOYHOI 3as103U i IUHUKI8).



ITocmuii psao, osa 3azonosxu posmipom ax 12 crauo: nao 24 ma nao 25 — 27
PAHHA OIATHOCTUKA i MTPO®IJTIAKTUKA BAO PO3BUTKY
peecTpauisa y HoBoHapomkeHux (1286 sunaakis; 2002 — 2022 pp)

Cmpykmypa npupoosiceHux 6ao po3eumkKy y HO80HAPOOIHCEHUX
JIveiecokoi oo1acmi

N

NBP cucremu

[

MNBP MNBP opranie rpasnexHa

MNBP cevoeusigHoi

MBP oka, Byxa, wui

MNBP Hepsoeoi cucremu

MBP craresux opranie

MBP opranie guxanHa

NBP ra gedopmauji
KicTKOBO-M'A30801 ¢-MH

XPOMOCOMHi aHomanii

winuHa rybu ra
nigHebinHa



OOCNIAXEHHA YNHHUKIB NIABULLEHOI YYTNUBOCTI
OPrAHI3MY AITEW OO 3ABPYOHIOBAYIB OOBKINNA

HoBi faHi CTOCOBHO npupoau rnopyLleHb agantadil opraHiamy AUTUHU 00
cbakTopiB QOBKINNS HA KIIHIYHOMY, OIOXIMIYHOMY, MONEK)IAPHO-
2EHeMUYHOMY DIGHI.
» OcobnuBocTi nepebiry ekonatonoriyHoro npouecy:
= 3aeXHICTb Big Npupoan 3abpygHioBava (cojli 8aX0CKUX Memallis,
MIHepaibHi 000pusa, NpoOyKmu 8UPOOHUUMBA CIPKU)
" 3alIeXHICTb Bif, WNAXIB NOCTYNSIEHHS B OpraHiaMm AUTUHM.

» YcKknagHeHuM nepeodir ekonaTtosnoriyHOro npoueccy.
" HOCINCTBO AerneuinHnx anenen rnotaTioH-S-TpaHcdepas M1 i T1

= O HOHYKNEeOTMAHI noniMopdi3aMun reHiB M-enoxcuoziopanasu,
N-ayemunmpancgepasu 1a enromamion-S-mpaucghepasu P

» EdbeKkTMBHUI MeToa KOpeKLUil KniHiko-riabopaToOpHUX MPOosiBIB €KOSTOM4YHO
OeTepMiHOBaHUX CTaHIB y OiTen.



3ABPYOHEHHA BAXKMMUA METAJTAMA ta ®TOPOM

Macoee ypasicenns emani 3y0ie ma
NOJLiCUCEMHI NOPYULEeHHSL 8 Oimell
m. Cocniska Jlvsiécvkoi obnacmi

(1995 — 2004 pp)

Bnnue reHotuny mMEPHX (zcen

pepmenmy enokcuo2ioponasu) Ha
BU3HA4YeHHA BaXXKOCTi nepeoiry

-

H Kagmin
E 3anizo

H MapraHeub B CBMHelb
u Kobankr Enexrpodoperpama pecTpukiiitHux GpparMeHTIB

nomimopdizmy T337C rena mMEPHX



Bnnue neougpepenuiiiosanoi oucnnazii cnoayunoi mxanunu (HOCT) Ha
dhopMyBaHHA BpoaKeHuX Bag: 43% BunaakiB Y HOBOHAPOIKEHMUX

o lliosuwena wacmoma 6ao,
20% acoyinosanux 3 H/[CT,

15% 6 dimeil 3 eKOnamo02i€ro
10%

5% l EHAOKpHHHA Kicrkosa

CCC KMC CBC MINBP

9
8
7
6
e
4
3
2
1

EHP  EYP EHP  EYP EHP  EYP EHP EYP

INokyc 1269G>A (Alul) reHa COL4AL, ak npeouxmop pozeumky H/ICT



NMPOrPAMM NEPEBIPKN NMPO®ECIMHOIO PIBHSA

Monexynapna cenemuka  Ilumozenemuxa

MIHICTEPCTBO EKOHOMI4YHOI'O PO3BUTKY | TOPBNI YKPATHU
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BigicnaHo 3aAaBKy Ha y4yacTb Y MibXHapOAHOMY KOHTPO-i AKOCTI
BUMiproBaHb (Bprocenb, benbrif)



KOHTpOnb AKOCTI

MOJIEKYNAPHO-FTEHETUYHUX
OOCHNIOXKEHb LUNSXOM y4acTi
B €BPONENCBHKNX CXemMax
30BHILLUHBLOIO KOHTPOSO
sakocTi: EQA ta EMOQN
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Makukh Halyna
Olag of M y P iogy Department,
of Horeditary ¥ ay of AMS,
Lviv, Ukraine

Score genotype:
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Marukh Halyna
Diagnoatic of Hereditary Pathalogy Dapartment,
State institution "nstitute of Hersditary Pathalogy of AMS of Ukraine™,
Lviv, Ukraine
Scom genotype: 20002,00
Score mterpretation: 20002,00
s fully par d in the 2008 Eurapean Qualiy A s
for Cystic Fibrosis
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IV 3134 MEAUYHUX FEHETUKIB
YKPATHU

OpraHizoBaHo 2 3’i3an MeanyHnX LLlopiyHa y4acTb y
reHeTuKiB YKpaiHu Ta 29 HayKoBuMX NPOdINbHNUX HAYKOBUX
KOHJQ0epeHLUIn 3 MP)KHAPO4HOK y4acTio  KOHJhepeHUIsX 3a KOpAOHOM

3p00yTo 35 rpaHTIB Ansa peanisauil

HayKOBUX AOCNIAXeHb



