JlabopaTopna podora Ne 2
Tema: mennuna 0a3za taapux OMIM

Meta: HaBuMTHCS TTparoBaTu 3 6a30t0 1annx OMIM Ta mpOBECTH MOIIYK Ta aHAJII3 TEHETUYHOTO
3aXBOPIOBAaHHS Ha BUOIp

IIutannsa:
1. Jlatu BU3HA4YEHHS MOHATTAM: T'€H, T€HOM, T€HOMIKa, OLTKH, TPOTEOM

OMIM™ (anrn. Online Mendelian Inheritance in Man, (ykp. MenaeniBcbka CrniaakoBiCTh y
Jlromuuu OmninaiiH) — mnpoekTHa 0aza manux YHiBepcutery [[xona lomkinca B CIIA, sxa €
KaTaJOroM 3aXBOPIOBaHb, ACOLIHOBAHMX 3 T'C€HETHMYHHM KOMIIOHEHTOM Ta, SKIIO II€ MOJKJIHBO,
MOCWJIAHHS HAa TEHU B FeHOMI JIIoAMHU. MoBa inTepdeiicy: anrmilicbka. KoxHe 3aXBOpIOBaHHS Ta FeH
MaroTh CBiii mecTu3Haunuit Homep (MIM koam), B SIKOMY IEpIlIe YUCIO O3HAYAE TUI CHAIKOBOCTI.

Ha BeG-caiiti http://www.omim.org/ BimoOpa)keHi TeHOMH, a TAKOXK JETATBHO OIMUCYEBCS ICTOPIs
Ta JOCII/PKEHHS KOKHOI PHCH Ta PO3JIamdy.

Tabnuis TUMiB cagkoBOCTi 3anexHo Bix MIM koxy

[lepme 3nauenns MIM .
. Tun cmagkoBoCTI
YHUCIIO KOJIIB
1 100000-199999 AyTOCOMHO-I0OMIHAHTHUH (cTBOpeHO 110 15 TpaBHs 1994
POKy)
2 200000-299999 AyTocoMmHO-periecuBHUM (cTBOpeHo A0 15 TpaBHa 1994 poky)
3 300000-399999 [NoB's3aHMIi 3 X-XPOMOCOMOIO
4 400000-499999 [NoB's3aHMii 3 Y -XpOMOCOMOIO
5 500000-599999 MiTtoxoHapianbHHIA
6 600000- Aytocomuwii (cTBopeHo micist 15 TpaBas 1994 poky)

IIlo o3Ha4aTH cUMBOJIM Nepes HomepoM MIM?

3ipouka (*) mepeq HOMEpPOM 3aIiCy BKa3ye Ha I'eH.

[MudpoBuii cumBon (#) mepen HOMEpPOM 3alKMCy BKa3ye Ha Te, 110 L€ OMUCOBHUI 3amuc,
3a3BUYail PeHOTHUITY, 1 HE MPeICTaBIIsA€e YHIKAIbHUHN JoKyC. [IpyunHa BUKOPUCTaHHS CUMBOIY LU PH
BKa3aHa B nepiiomy a03arli 3anucy. O6roBopeHHs Oyib-gKoro reHa(iB), MoB’s3aHOT0 3 (PEHOTUIIOM,
MICTUTBCS B iHIIOMY(UX) 3amuci(ax), sSIK OMKUCaHO B MEPIIOMY ad3aifi.

3HaK IuIoc (+) mepex HOMEPOM 3alluCy O3Hayae, 10 3alUC MICTHTh OMUC T€Ha 3 BIJOMOIO
MOCHIIOBHICTIO Ta ()EHOTUIIOM.

3Hak BifcoTka (%) mepeq HOMEpOM 3amKcy BKa3ye Ha Te, IO 3alUC OMKCYE MiATBEPKCHUN
MEHJIeNiBCbKHM (heHoTHN a00 (PeHOTUTOBUH JIOKYC, MOJIEKYJIIPHA OCHOBA SIKOTO HEBiIOMa.

XomeH cuMBOI Tiepe; HOMEPOM 3aIMCy 3a3BUYail He BKa3ye Ha onuc (peHOTHITy, TS STKOTO
MEH/IeNiBCbKa OCHOBA, X04a i MiJ03pI0€ThCs, He Oyia 4iTKO BCTaHOBIIEHA, a00 1110 BiIOKPEMIICHICTh
bOT0 (PeHOTUMY BiJl (PEHOTUITY B 1HILIOMY 3alHCl HEYITKa.

KapeTtka (") nepen HoMepoMm 3anucy o3Havae, 1o 3armmc OiTbIe He iCHY€, OCKIIBKH HOTo 0yi10
BHJIaJIEHO 3 0a3u JaHUX a00 MEePEeMIIIeHO A0 1HIIOTO 3aIHKCY, K 3a3HaYEHO.


http://www.omim.org/

% 600319. ATABET 1TUILY 4; T1D4
LinToreHeTnyHe postallyBaHHsa: 11q13, MeHoMHi koopauHati (GRCh38):11:63 600 001-77 400 000
TepmMiHW BIONOBIAHOCTI: (aiabet| aiabet), 1, THI

» B3aemoss A30K reH-cbeHotn B [CD+ B [locunadHA

# 600320. AIABET ITHIIY 5; T1D5
LinToreHeTn4He posTalllyBaHHA: 6g25.1
TepMiHW BiONOBIAHOCTI: (aiabet| aiabeT), 1, THOI

» 3e'azkm denotun-red ®» ICD+ » MocunadHa

#612520. ATABET 1TUITY 20; T1D20
LimToreHeTn4He posaTallyBaHHA: 12q24.31
TepmMiHW BiONOBIOHOCTI: (aiabet| aiabet), 1, TR
» 38'Aazk deHoTun-red » ICD+  » MNocunadHa

% 600321. ATABET 1TUILY 7; T1D7

LinToreHeTn4yHe postallyBaHHsA: 2q31, MeHomHi koopauHati (GRCh38):2:168 900 001-182 100 000
TepmMiHW BIONOBIAHOCTI: (aiabet| aiabet), 1, THI

» B33emosgs 30k reH-cheHotn B [CD+ B [locunadHA

IMopsinok podoru 3 OMIM
(https://www.youtube.com/watch?v= uCdmVYcQ O&ab channel=OMIM)

[Tomryk 3axBOprOBaHHS:
YBecTu y mouIykoBy CTpOKY potassium channel genes - reHu KanieBUX KaHATIB

OMIM *

OHnawnH-kaTanor reHiB NIONHU Ta reHETUYHUX pOSJ'Ia,EI,iB

OxoBneHo 28 notoro 2024 p

potassium channel genes| Q

potassium channel genes

Tw | el ild) IIVI.IJ,I\- TVITIVT, TR OTTvTGwT I\UP\G TeImo T II.JIU'JII\ IIUI.I..I!I\)‘
MoTpiGHa ponomora? : Mpuknaau nowyky , Josigka 3 nowyky OMIM , @ Biaeoypoku OMIM

Caur-asepkano: https://mirror.omim.org


https://www.youtube.com/watch?v=_uCdmVYcQ_Q&ab_channel=OMIM

potassium channel genes Q Onujr~ | Mepemanymu pesynuramu Ax: |REREERCE

Pesyhbmm: 25 129 3anucis.

Kninivrmii cunoncuc 2

Oucnnei: B0cHoBH MomerTH

Mokasati 100 | | 3asawtaxumn sk v | | « Mepwmi | < MonepeaHs | Odani> | OcTaHHs »

*176266. AVHA KAAIEBMX KAHA/IB, HATIPYTOYITPABAEHIX, ITOB SISAHIX 3 IITEMKEPAMI, U/EH 4; KCNA4
LiuToreHeT4He posTallyBakHa: 11pl4.1, MeHoMHi koopamHaTh (GRCh38):11:30 009 730-30
030 Tepminn BiANOBIOHOCTI:kaHaA, reH, kaair

B BigHOCKHK MiK reHamu Ta peHoTnamn B MocunaHHa

*176267. TIAPOAVHA KAAIEBMX KAHA/IB, HATIPYTOVIIPABAEHUX, TIOB SI3AHMX 3 IIIEMKEPOM, Y/EH 5; KCNA5
UuToreneTnine posTtawysanHs: 12p13.32, MeHomHi koopguHath (GRCh38):12:5 043 879-5 046 788
TepMiHW BiANOBIAHOCTI:karaa, reH, Kaaii

P B3aemo3s A30K red-eHotun B Mocunadks

* 600937. KAAIEBUI KAHAA, BUTIPABAEHHS BHYTPIIITHBOTO, TIIAPOAMHA J, U/EH 11; KCNJ11
LiuToreHeTuiHe posTalyBanHa: 11pl5.1, MeHoMHi koopavHati (GRCh38):11:17,385,248-17,389,346

BianoeigHi TEpMiHN:KaHaa, reH, kaaii

P 3B'A3KM MK reHamMu Ta deHotunamy B [CD+ B MocunadHa

* 607542. KAAIEBUI KAHA/, HATIPYKHOCTPOIOBAHA, ITTAPOAMHA KQT-TIIOAIFHA, YAEH 1; KCNQI
LiutorenetuiHe postallyBanHs: 11p15.5-p15.4, MeHomHi koopamHaty (GRCh38):11:2 445 008-2

849 105 TepMmiHu BiONOBIAHOCTI:KaHa, reH, Kaaif

B 3B'A3KM MDK reHoM | heHoTunom B ICD+ = MocunaHHa

*176261. ITIAPOAVIHA KAAIEBUX KAHAAIB, HATIPY KHOCTPOIOBAHA, TIOBI3AHA 3 ISK, YU/EH 1; KCNE1
LiuToreHeTU4He posTallyBaHHa: 21q22.12, MeHomHi koopamHaT (GRCh38):21:34,446,685-34,512,210
BignosigHi TepMiHn:kanaa, ren, xaais

» 3B'A3KM reH-cheHoTAN B [ocunaHHa

Jist GBI TOYHOTO TOMIYKY BUKOPUCTOBYBATH ONEPATOPH /ISl 3BYKCHHS pe3yJbTaTiB, abo

IpOIyCKaTH 3arajibHi ciioBa. Hanpukian potassium channel kanieBuii kanan.

potassium channel Q Oniw | MepemnaHyTv pesynstam s (ESIEREEEC

Knitiunmit curonene 2

Oucnnei BocHosH momer)

Fe3ynbmm:@ Mokasat 100 | | 3asawtasumn sk~ | « Mepiumii | < Monepeana | Oanis | OCTaHHA »

1:

* 176266. ITIAPOAVHA KAAIEBMX KAHA/IB, HATIPYTOYIIPAB/EHVX, [TOB SI3AHMX 3 IIEMKEPAMI, YAEH 4; KCNA4
LinToreHeTyHe poatallyBaHHa: 11pl4.1, MenomHi koopauHatk (GRCh38):11:30 009 730-30 017 030

TepmiHv BiOnNOBIOHOCTI:Karaa, Kaaift

» BigHocuHM reH-teHotin B TNocunasHa

* 600937. KA/IEBMIT KAHA/, BUTTPAB/AEHHS BHYTPIIITHBOIO, ITTAPOAMHA J, YAEH 11; KCNJ11
LiuToreHeTi4He posTallyeaHHs: 11pl5.1, FfeHoMHi koopauHath (GRCh38):11:17,385,248-17,389,346
TepMiHW BiANOBIJHOCTI:KaHaA, Kaair

» 38'askm ren-perotun B ICD+ B TMocunanHs

*176267. TIIAPOAMHA KA/AIEBMX KAHAAIB, HATIPYTOYTIPAB/AEHIMX, TTOB SI3AHMX 3 IIIEMKEPOM, Y/IEH 5; KCNA5
LinToreHeTyHe poatawyBaHHa: 12p13.32, MeHomHi koopauHaTy (GRCh38):12:5 043 8795 046 788

TepMiHW BiONOBIOHOCTI: kaHaa, Kaair

» B33em03B A30K reH-therotun B MocunanHa

* 600734. KAZIEBII KAHA/, BULIPABAEHHS BHYTPIIIHBOIO, ITAPOAVIHIA |, Y/AEH 5; KCNJ5
LinToreHeTyHe poatallyBaHHA: 11q24.3, MeHomHi koopamHati (GRCh38):11:128,891,356-128,921,163

TepmiHv BiOnNOBIOHOCTI:Karaa, Kaaift

P 38'A3KM red-heroTun B ICD+ B TNocunadHa

* 608260. KA/IEBMIA KAHAA, HATIPYTOCTPOBOBAHIIA, TIMAPOAMHA H, Y/EH 8; KCNHS8
LiuToreHeTi4He posTaluyBaHHs: 3p24.3, MeHoMHI koopauHath (GRCh38):3:19,148,510-19,535,642

BignoeigHi TepMiHW:karaa, kaaii

» MocunanHa

SIK110 1iKaBISITH TEHNU KaJIIEBUX KaHATIB, MO’KHA BBECTH TOIIYK JEKUIBKOMa CIIOCOOaMHU.
Hanpuxian:

[Tpu mormryKy Kajie€Boro KaHajay OTPUMAEMO Pe3yJIbTaTH, 10 MICTATh Kajii abo kaHai: + potassium
+channel — mgami morryk. Mu mo6adynuMo 3armucH, 1o MIiCTATh 1 KaHall, i Kaii.



+ potassium +channel Q onuji~ MepernaxyTh peaynsTati AK. [EITIERER R o ]

Kniviunuia cuHoncuc 2]

Oucnnei E0cHosHi MomeHTH

Pesynbratit: 1433 3anucu Mokazat™ 100 |  zapantamuma sk~ | « Mepwwmit | < Monepeghs | Oanis | OcranHs »

10 % 176266, ITTAPOAVHA KAAICBIX KAHAIB, HATIPYTOYIIPABAEHMX, [TOB I3AHIIX 3 IIEMKEPAMI, Y/EH 4; KCNA4
LintoreHeTuyHe poataluysaHHs: 11pl4.1, FfeHomHi koopauHaTti (GRCh38):11:30 009 730-30 017 030
TepMiHW BiONOBIOHOCTI: xaHaa, KaAifl
» BigHocuHK rex-ceHoTun B lMocunaHHA

2 *500937. KAAIEBMI KAHA/, BUTIPABAEHH BHYTPIIIHLOIO, INAPOAMHA J, YAEH 11; KCNJ11
LiuToreHeT4He poaTallyBaHHA: 11pl15.1, MeHomHi koopauHath (GRCh38):11:17,385,248-17,389,346
TepmiHu BigNOBIAHOCTI: xanaa, kaair
p- 38'A3KM reH-theHotun B ICD+ B TNocunadHa

30 *176267. TAPOAVHA KAAICBUX KAHAAIB, HATIPYTOYTIPABAEHMX, ITOB SI3AHIX 3 IIEMKEPOM, Y/EH 5; KCNAS
LinToreHeTuHe posTaluyBaHHA: 12p13.32, MeHomHi koopauHath (GRCh38):12:5 043 879-5 046 788
TepmiHn BiANOBIAHOCTI: xanaa, xaair
» B3aeMo38’A30K reH-theHoTun B MocunaqHA

4 600734, KAAIEBII KAHA/, BUTTPABAEHHS BHYTPIIIHBOIQ, ITAPOANMHMN ], YAEH 5; KCNJ5
LiuToreHeTH4He poaTallyBaHHA: 11q24.3, MeHomHi koopauHaTtk (GRCh38):11:128,891,356-128,921,163
TepmiHu BigNOBIAHOCTI: xanaa, kaair
» 38'A3KM reH-theHotun B ICD+ B MocunakHA

51 *(08260. KAJAIEBMI KAHA/, HAIIPY TOCTPOBOBAHMH, TIAPOAVMHA H, YAEH 8; KCNHS8
LinToreHeTn4He posTaluyBaHHA: 3p24.3, MeHomHi KoopamHaTi (GRCh38):3:19,148,510-19,535,642
BinnosigHi TepmiHW:karaa, xaaii
MoskHa BBECTH Yy TIOIITYKOBY CTPOKY Y JIalKax «KajxieBUi KaHam» - «potassium channely i Tozi
HOH_IYK HOBepTa€ KaJ'IiGBI/Iﬁ KaHaJl y BI/II[i BHpaBy
«potassium channel» Q onuiiv MepernanyTi pe3ynsTaTi AK.

Kniniumit cunoncuc [l

Oucnnei B 0cHoBH MomeHTH

aynetati: 1570 3anucie. Mokasatn 100 | | 2asantasumn sk~ | « Mepwwmit | < MonepegHa | dani» | OcTaHHa »

11 *1762606. [IAPOAMHA KAAIEBMX KAHAAIB, HAITPYTOVIIPABAEHIX, TIOB I3AHMX 3 IIEMKEPAMM, YAEH 4; KCNA4
LuToreHeTudne postawysanHs: 11pl4.1, MenomHi koopamHati (GRCh38):11:30 009 730-30 017 030
TepmiHv BiINOBIAHOCTI: kKaHaA, Kaaiit

» BigHocuHu rex-cherotun B Mocunanka

2 *§00937. KAAIEBUI KAHAA, BUTIPABAEHHS BHYTPIIITHBOTO, TIAPOAMHA J, YAEH 11; KCNJ11
LiuToreHeTudHe poatallyBaHHa: 11p15.1, FesomHi koopamHati (GRCh38):11:17,385,248-17,389,346
Tepminv BiANOBIAHOCTI: kanaa, xaaiit
» 38'AzkM red-herotin B ICD+ B MMocunadHa

3t *176267. [IIAPOAVHA KAAIEBMX KAHA/IB, HATIPYTOYIIPABAEHIX, TTOB I3AHIMX 3 MIEMKEPOM, Y/EH 5; KCNA3
LiuToreHeTMHe poaTallyBaHHA: 12p13.32, MeHoMHi koopauHatk (GRCh38):12:5 043 8795 046 788
TepMiHv BignoBiAHOCTI kaHaa, kaait
b B3acMo3e’A30K reH-heHoTin B TocunaHHA

4 * 500734. KAAIEBUI KAHA/, BUTIPAB/AEHHS BHYTPIIIHBOTO, ITTAPOAMHI ], U/EH 5; KCNJ5
LiuToreHeTu4He poaTallyBaHHs: 11q24.3, leHomHi koopauHath (GRCh38):11:128,891,356-128,921,163
TepmiHv BiANOBIAHOCTI: kanaa, xkaaiit

» 38'azim ren-erotun B [CD+  » MocunadHa

51 * 08260. KAAIEBUT KAHAA, HATIPYTOCTPOBOBAHIIA, IMAPOAVMHA H, Y/1EH 8; KCNHS
LiuToreHeTM4He poaTallyBaHHs: 3p24.3, MeHoMHi koopanHaTh (GRCh38):3:19,148,510-19,535,642
BignosigHi TepMiHn:karaa, xaaiit
HatucnyBmm xHomky «[lpukiamu momyky» - Mif TOJIeM TIONMIYKY, MOXXHa MOOA4uTH
KOPOTKH MEpetiK OnepaTopiB, AKi TOMOMOXYTh YTOUYHUTH Pe3yJabTaTy MOLIYKY.



OMIM *©

OHnanH-KaTanor reHiB NianHU Ta reHeTUYHUX poananiB

OxoeneHo 28 nitoro 2024 p

Wykaiite 8 OMIM kniHivHi 03HakK, d)eHOTUNK, reHn TOLO. ..

PozwupeHnin nowyk: OMIM , kninivHi onvcw , kapTa rexie | lcTopia nowwyky
Motpi6Ha aonomora? € Mpuknaav nowyky ) Josigka 3 nowyky OMIM , [@#Bineoypoku OMIM

Cait-azepkano: https://mirror.omim.org

OMIM nigTpumyeTbesa rpadToM Big NHGRI, niueHsiiHumK 36opamn Ta Legprmy BHECKaMN TakMX NIOQen, AK BU .

LWykanTte B OMIM KniHi4HI 03HaKW1, (beHOTUNK, reHU TOLLO. ..

PoswwupeHun nowyk: OMIM , KniHi4Hi onuck , KapTa reHis | IcTopia nowyky

Cant-asepl Mpuknagu nowyky

Bumarante 6yaAb-AKWUA TEPMIH Y
BalloOMy MOLUIYKY:

KniHodakTinia abo rineptenopusm
KNiIHOZAKTINIA rineprenopnsm
Bumaratu BciX TepMiHiB y Bawomy 5 I'IO}KepTBY!
NOLIYKY:

KNiIHOAAKTINIA i rinepTrenopuam

+KMiHOJAKTUNIA +TiNepTenopn3mM

BuMaraiTe OeAKUX YMOB Ans A: JOHNS HOPKINS
nomyKy: MEDICINE
KNIHOAAKTINIA, a He rinepTenopusm

+KnNiHOQaKTInNIA -rinepTenopuam
Bumaratu cppas y BalloMy MOWYKY:
«HW3bKWI 3picT» | KNiHoOaKTINiga
+"HU3bKWIA 3pICT" +KNiHOZAKTINIS

OMIM 1

HUMK 360pamMK Ta LLEOPUMI BHECKAMW TaKWUX NMIOAEN, K BA .

s oTpuMaHHSI pETENbHOIO ONMUCY MapaMeTpiB MOIIYKY Ta MOBHOTO IMEPENiKy MOJiB, SKi
MOYKHa BUKOPHUCTATH NP MOLIYKY MO MOJSM, HATUCHYTU HocwiIaHHs «JloBiaka 3 momyky OMIM»

nopsia 13 mocuianHaM «lIpukinamu mouryky».



OMIM *

OHnanH-KaTanor reHis MoanHN Ta reHeTUYHUX pO3J'Ia,EI,iB

OxosneHo 28 mwotoro 2024 p

LLlykaiTe B OMIM KniHIYHI 03HaKW, (OeHOTHNK, reHU TOLLO. .. Q

PoswupeHni nowyk: OMIM , KNiHiYHi onucK , KapTa redis | lcTopid nowuyky
Motpi6Ha aonomora? : Mpuknaau nowyky ¢ Josigka 3 nowyky OMIM ) EBineoypoku OMIM

Cait-a3epkano: https://mirror.omim.org

OMIM nigTpumyeTbca rpaHTom Big NHGRI, niugHsiiHumn 36opamu Ta LWeAprMK BHECKaMW TaKWUX MOAew, AK BU .

[osigka 3 nowyky OMIM

BasoBui nowyk

+/- Onepatopu

Mowyk no dppasi

Mowwyk no wabnoHy

MonbLOBKWIA NOLLIYK

JloriyHi onepaTopm

MpYyNyBaHHS NOLYKY

MolwyK Ha BiACTaHI

MoLwyk TepmiHie 36iNbWEHHA Bary
Molwyk 3a OaTow

MoLwyK UMTONOKaUii/reHOMHUX KOOpPOMHAT

— o o o o

—_— =]

— D D00 ND LW N —

f—

ro
—

Orngag nowyky OMIM
Mpuknagu nowyky OMIM
Mona nowyky OMIM

Mona noLyky KNiHiYHOTrO onucy
Monsa noLwyky reHHoT KapTu

[LSIN SR N
oW N

%]
i

1.1 Bbasosuit Nowyk
[na 6a3zoBoro NOLLYKY NpocTo BBEAITE TEPMIHM Y BIKHO NOLUYKY Ta HATMCHITb KHOMKY «[ToLLyK»:

duchenne muscular dystrophy
Ormmtist posmupenoro morryky OMIM 103Bosisie cTBOpHUTH CrieTialli30BaHN TONMTYK Ha OCHOBI

TUITy 3aITUCy — reHa abo ()eHOTHITy, IaT CTBOPEHHS a00 pelaryBaHHS, KOHKPETHHX XPOMOCOM Ta
IHIITMX BKa3aHUX 0OMEXEHb MOIIYKY.



OMIM *

OHnanH-KaTanor reHis NauHN T1a reHeTUYHUX pO3J'Ia,EI,iB

OHoeneHo 28 noToro 2024 p

LLlykarTe B OMIM KniHi4Hi 03Hakn, (EHOTUMNK, reHU TOLLIO. .. Q

Poswmpennn nomyk@mimwi onucK , KapTa reHis | IcTopia nowyky
MoTpi6Ha nonomora? : Mpuyknagy noluyky , Joeiaka 3 nowyky OMIM , [EBiaeoypokit OMIM

CawT-g3epkano: https://mirror.omim.org

OMIM nigtpumyeTscd rpadTom Big NHGRI, niueHsinHuMK 360pamn Ta LWeaprmK BHECKAMK Takux MIOOER, FK BK .

Poswnpenui nowyk OMIM

[Mowyk OMIM... Q
5~

@ AkTyaneHicTe O [lata oHoBneHa (O [lata cTBOpeHHA PesynbTaTtiB Ha CTOpIHKY: 10 v

LWykaTn B: TinbKK 3anucu 3: Mpedpikc Homepa MIM:

[J Homep MIM [ AnenbHi BapiaHTK (7] * reH 3 Bigomolo NocnigoBHICTIO

[J Hasea [J KniHi4YHWIA cuHoNcwc [ + rex 3 BiQOMO NOCNIZOBHICTIO Ta iEHOTUNOM

[J Texcr [J TNokyc reHHoi KapTK [J # Onuc cheHoTUny, MonekynspHa ocHoBa BigomMa

(7] AneneHi BapiaHTK (] % MeHaeniscbkui dheHoTUN abo NOKyc, MonekynapHa

() Cumeon HGNC OCHOBa HeBigoma

O [onvcysaui (] Hemag - iHLi, TONOBHWUM YMHOM (DEHOTMMK 3 NigO3POotD
Ha MeHaenito

XpomMocoma:

01 02 O3 O4 OS5 O6 O7 O8 O9 @10 O1m Oi2

013 014 015 016 O17 D018 O19 020 O21 022 OX OO

[J MitoxoHgpianeHuin  [] AyTOCOMHWIA [J Hesigomuia

Oatn:

CTBOpeHO 3. PPPP/MM/00 E [0o: PRPPP /00 §

OHOBIMEHO 3: PRRR /MM /I g Ao PPPP/MM/[1 =

MpuMiTKa. 3anucy, CTBOpEH 10 2 YepBHs 1986 poky, MalTb JaTy CTBOPEHHS 2 YepBHS 1986 poky.

s omiist TakoX 103BOJIsIE BUKOHATH CHIPSMOBAaHUM moinyk kiiHigHUX orsiaie OMIM Ta
KapTH reHiB



OMIM *

OHnanH-kaTanor reHiB NIOONHU Ta reHeTUYHNX pOSJ'Ia,EI,iB

OxoBeneHo 28 notoro 2024 p

LLlykainTe B OMIM KniHiYHi 03HaKK, (heHOTUNK, reHn TOLLLO. ..

PoswmpeHni nowyx: OMIM@ KapTa reHie | lcTopia nowyky

MoTpi6Ha aonomora? : Mpuknaan nowwyky , fosigka 3 nowyky OMIM , [EBineoypoku OMIM

Cant-g3epkano: https://mirror.omim.org

PoswmnpeHnin nowyk y KNiHIYHOMY CUHOMNCUCI

[MoLwyk y KMiHIYHUX pestome...

@® AxTtyanbHicTe O [ata oHoeneHa O [laTta cTBOpeHHA Pe3ynbTaTiB Ha CTOPIHKY: 10 v

Nnwe 3anucuK 3:

[J CnagwwHa [J CkeneTHuiA [ ImyHonoris

[J 3pocTaHHd [ Wkipa, HirTi, Bonoccs [J Heonnasia

[ Tonoea i wwus ) M'asn, M'aKi TKAHUHN [ MNpeHaransHi Nposen
[J CepLeBo-CyaWHHI [J HeBponori4Hi [J NaBopaTopHi BiAXWNeHHs
[ OuxaneHun [J Tonoc [J PisHe

J rpyau [J MeTaGoni4Hi ocobnuneocTi [J MonekynspHa ocHoBa
[ wwmeit [ EHOOKpWHHI ocoBnneocTi

[J Cevocratesi [ Fematonorig
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MpumiTka. 3anncu, cTeopeHi 4o 2 YepBHA 1986 poky, MakTb AaTy CTBOPEeHHA 2 YepBHA 1986 poky.



OMIM *
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PozwmupeHni nowyk: OMIM , kniHivHi onncwk ,(kapTa redis |)IcTopisa nowyky
Motpi6Ha monomora? : Mpuknaau nolwyky , foeiaka 3 nowyky OMIM , [@Bineoypokm OMIM

Canrt-gsepkano: hitps://mirror.omim.org

PoswmnpeHnin nowwyk Ha KapTi reHis
| Q

Pesynsrartie Ha CTOPIHKY: 10 v

LykaiiTe 3a reHOMHWM perioHoM (abo aianasoHoM po3TallyBaHHS UMTO), LWo6 OTPUMATIK CMIMCOK YCiX reHis/nokycis
OMIM y ubOMYy perioHi, Hanpuknaa:

'1:0-124,300,000' or 'lp36-p32'
MokHa BUKOPUCTOBYBATK reHOMHY MNoKaLio abo cMyry LMTonokadii:
'1:124,300,000' or '1p36'
LykaiTe 3a XxpoMOCOMOI0, LLOG nepenivvTy Ti, Hanpuknaga:
1" or "chrl’
Yci iHWi nowyky noBepTatuMyTh reH/nokyc OMIM, aki BignoBigaTb oMY MOLYKY, HANPUKNaa:
'disorder' or 'kinase'
3ayBaTe, Lo reHoMHi obnacTi B3qaTi 3i 36ipku GRCh38.

LLiykarTe Ta nopiBHIOMTE Kinbka oBnacTeil reHOMHWX KoopanHaT 3a gonomoroto GeneScout ( [@nepernsHere
BiAEOIHCTPYKLIID) .

Xpomocoma:
01 02 03 04 O5 Ooe6e O7 0O8 O9 Q10 O11 4gi12
D013 O14 O15 Ole O17 O18 19 O20 D21 »J22 OX OHK
) AyTOCOMHWI

Pesyneratn nomyky OMIM panxyroTbes 3a peleBaHTHICTIO Ta Ha CTOPIHIII MOIIYKY MOKHA
noGauntu HoMmep MIM, Ha3By, LMTOreHeTMYHe po3TanlyBaHHA. Haruckaroun Ha HOMep



OUTOTCHCTUYHOI'O pO3TAlllyBAHHA MOYKHA NOJUBHUTHCA HaA T€HOMHI KOOpAWHATU IJIA 3alliCy TEHiB:

hyperekplexia Q onuii= MepernaHyTv pesynstath Ak [METTITEE TN 0]

Kniniusni cunoncvc [

Oucnneit Bocroski momenTn

Pesynsratu: 24 3anvcu. Mokasatv 100 |  3apawtamumvax~ | | « Mepwmi | < Monepegna | Oani> | OcTaHHA »

I #M. EHITE®AAOITATEI PO3BUTKY TA EITIAEITTIIYHA 8; DEES
LinToreHeTW4He po3TallyEanHA: AqITl
TepmiHu BIANOBIAHOCTI: rinepexaexcsa
» BigHocWHM dheHoTun-red - PeHoTvnosuid pag » ICD+ » lNocunanxa

23 #149400. TIIIEPEKII/IEKCIAL; HKPX1
U'MTOTBHET.VIWHE.pOaTaI.JJnyaHHﬂ1 5q33:'1
TepMiHU BIANOBIAHOCTI: rinepexraexcis

» BigHocuhu teHoTun-rer B ®enotunosuid pag B ICD+  » lNocunanus

31 ¥ 614618. TITIEPEKIIAEKCIS3; HKPX3
LinToreHeTU4He poarallysaHHa: 11pl5.1
TepmiH BiANOBIAHOCTI rinepexLiexcia
> BigHocWHK cheHoTun-red & PeHoTunosuid pag = ICD+ » lNocunadHs

4 # 614619. TITTEPEKTLAEKCISI2; HKPX2
LinToreHeTn4He poaTallyBaHHa: 4q32.1
TepmiHA BiONOBIAHOCTI rinepexmaexcia
» BigHocwHK cheHoTun-red & PeHoTunosuid pag = ICD+ » MocunadHz

51 #618011. TTIIEPEKII/IEKCISI4; HKPX4
LinToreHeTnyHe poaralysaHHs: 10g23.31
TepmiHu BIANOBIAHOCTI: rinepexaexcia
» BigHocKHK cheHoTun-red - PeHoTvnoswi pag » ICD+ » lNocunadHa

l'inepexnnexcis - nioguwiena pyxo8a akmusHicmv, MemyuLiugicms y NOEOHAHHI 3 PO3NAOOM
yeazu, 30pueants abo inuii HeadeKk8ammui pyxoei peakyii

HIBuakuii croci® BiAPI3HUTH 3alTUCH TE€HY 1 (PEHOTHUITY — IMOJAWBUTHUCS HA CUMBOJIH TOPSI 13
3aMHUCOM:

3ipouka (1€3) — 1€ 3aIUC IeHY, YUCIOBUI 3HaK — PEHOTUNTYHUN 3a1ucC.

3anucy reHy AeTalbHO OMHMCYIOTh CTPYKTYpY, QYHKIII0, 610XiMit0, KapTyBaHHs Ta aJllelbHI
BapilaHTH I'eHy.

Mowyk OMIM... Q Onujiw |~ Aucnned BocrosHi momenTn
“138492 - v 3oBHiWHI
Suiict 138492 NOCUNaHHs
Hasea
» [eHom

Bsacwosa'nsok rewis | PELIEIITOP I'AILIVIHY, BETA-CYBOAVMHWIIS; GLRB
theHoTMNIE » [IHK
Texer Cxsaaenunt HGNC cumeoar zena: GLRB ~ Er

onuc

KrioHysaHHs Ta Humozenemuune posmanryéanna: 4932.1  I'enomni xoopdunamu (GRCh38): 4:157,076,150- » IHchopMaLiA o rex

excnpecia 157,172,090 (s NCBI)

KaprorpadysarHa » KniniuHi pecypcu

MonekynapHa reHeTuka PR - p—

e B3aeMo03B'A30K reHis i peHOTUIIIB v Bapiauin
Mogenb TBapuHK
Clinvar
AnensHi BapiaHTH
i ~ Micuesxa D Homep MIM deHoTUny Ci Kntoy B, theroTUNy gnomAD

Mepernan Tabnuui Karanor GWAS

Crucok nitepatypi 4932.1 Tinepexmaexciz 2 614619 AR 3 GWAS Central

Oonucyeadi B S HOGMD
- NHLBI EVS
[aTa cTBOPEHHA Tpadika PheneGene~ 9 Papml Kb
IcTopin peaarysaHHA
» Mogeni TBapuH

TEKCT

» KnimuHHI Lunaxu
v Ormc

IHTiGiTOpHMIT TAINMHOBMIT peLIeNITOP OMOCePeAKOBYE IMOCTCHHATITITIHE TaAbMYBAHHA B CIIITHHOMY
MO3KY Ta iHIINX 00.1aCTAX IeHTPaAbHOI HepBoBOI cicTeMIl. Lle IeHTaMepHII pellenTop, o
CKAalaeTeed 3 aabda (GLRAL, 138491 ; GLRA2, 305990 ) i Geta-cyO0AMHMIIE.
3anucu 1po GEeHOTUNH JOKIJIAJTHO ONMHUCYIOTh KIIIHIYHI OCOOIMBOCTI CIIaJKyBaHHS, TEHETUUHY
reTepOreHHICTh, (PEHOTUIIUHY MIHJIMBICTh 1 MOJIEKYJIIPHY T€HETUKY KOHKPETHOT'O (DEHOTHITY



@®i01eTOBHI TPUKYTHUK ITiJT 3aIIMCOM BKa3ye Ha B3a€EMO3B 30K IreH-(peHoTur abo GpeHoTur-

T'CH.

I e Py 1 A e v

» 3B'A3kK reH-heHoTMn B MocunaHHA

* 604159. CIMEMICTBO 6 TITEPEHOCHVKIB PO3UIMHEHO! PO3UIMHI (ITEPEHOCHMK HEVMPOMEAIATOPA, TAILIVH),

YUAEH 5; SLC6A5

LiuToreHeTn4He posTallyBaHHs: 11p15.1, MeHomHi koopamHaTi (GRCh38):11:20,599,608-20,659,285
TepMiHn BiANOBIAHOCTI: rimepexrLiexcia

» B3acmMo3B'A30K reH-heHoTun B [ocunakHa

*138492. PELIEIITOP I'/NLIMHY, BETA-CYBOAVMHMIIS; GLRB
LiutorenetnyHe postallyBaHHs: 4q32.1, MeHomni koopanHatk (GRCh38):4:157,076,150-157,172,090
TepMiHW BiANOBIAHOCTI rimepekmaexcia

¥ Bsaemosp'Asok rer-thenotun B MockunanHa

B3aeM038' 330K reHis | q’)EHOTH-‘I:E\

MicueanaxomkeHHA ®deHoTun Homep MIM dheHoTUny CnagwmHa Kntoy Bino6paweHHn deHoTuny
4932.1 Tinepexmaexcia 2 614619 AR =N
A 3akpuTn
bnakuTHuit TPUKYTHHK BKAa3y€ Ha 1HII1 3aIlIMCU (I)CHOTI/IHI‘IHOI‘O paRy
# 614619. HYPEREKPLEXIA 2; HKPX2
Cytogenetic location: 4q32.1
Matching terms: hyperekplexia
» Phenotype-Gene Relationships Phenotypic Series » ICD+ » Links
# 618011. HYPEREKPLEXIA 4; HKPX4
Cytogenetic location: 10g23.31
Matching terms: hyperekplexi;
» Phenotype-Gene Relationships Phenotypic Series) » ICD+ » Links
Hyperekplexia - PS149400 - 4 Entries
Phenotype Phenotype Gene/Locus
Location Phenotype Inheritance mapping key MIM number Gene/Locus  MIM number
4q32.1 Hyperekplexia 2 AR 3 614619 GLRB 138492
5q33.1 Hyperekplexia 1 AD, AR 3 149400 GLRA1 138491
10923.31 Hyperekplexia 4 AR 3 618011 ATADI 614452
11pl51 Hyperekplexia 3 AD AR 2 614618 SLCBAS 604159
A Close

UepBoHUIl TPUKYTHHUK IOKa3zye KIIHIYHI KOJ0B1 HoMepH, BKiItodaroun ICD (MixuapoaHa

knacudikamis xBopo6), SNOMED (uie cucrematnyHo opranizoBaHa KOMIT'IOTEPHO 0OpoOieHa
KOJIEKI[IS MEIUYHHX TEPMIHIB, IO MICTUTh KOJM, TEPMIHU, CHHOHIMH Ta BH3HAYEHHS, SKi
BUKOPHCTOBYIOTHCS B KJIIHIYHIN JOKyMeHTaIlil Ta 3BiTHOCTI), Orphanet (iie eBpornelichbkuii BeO-caiir,
SKAH Hajae iHdopMallito po opQaHHi MpenapaT Ta PiAKICHI 3aXBOPIOBAHHS).

5:

#618011. HYPEREKPLEXIA 4; HKPX4
Cytogenetic location: 10g23.31

Matching terms: hyperekplexia
» Phenotype-Gene Relationships Phenotypic Senes(v ICD+ | » Links
ICD+

ORPHA: 3197
DO: 0080581

A Close

TeMHO-CHHIN TPUKYTHUK TOKa3ye 30BHIIIHI MOCWJIAHHS Ha 1HII PECypcH, IO MaloTh

Oe3rocepeHe BITHOIIECHHS



# 614618. HYPEREKPLEXIA 3; HKPX3

Cytogenetic location: 11p15.1

Matching terms: hyperekplexia

» Phenotype-Gene Relationships » Phenotypic Series » ICD+ ¥ _Links

Links
Testing Protein Clinical Resources Animal Models
GTR UniProt Clinical Trials MGI Mouse Phenotype
EuroGentest EuroGentest NCBI HomoloGene
Gene Reviews OMIA
Genetic Alliance Wormbase Disease Ontology
GTR
GARD
OrphaNet

Juist iporo ¢eHoTuny nocuianas Ha «TecTyBaHHS» Ta «KIIHIYHI PeCypeH»:
# 614618. HYPEREKPLEXIA 3; HKPX3
Cytogenetic location: 11p15.1
Matching terms: hyperekplexia
» Phenotype-Gene Relationships » Phenotypic Series » ICD+ ¥ Links

@ Protein Clinical Resources Animal Models
GT UniProt Clinica Frads MCI Mouse Phenotype

EuroGentest EuroGentest NCBI HomoloGene
Gene Reviews OMIA
Genetic Alliance Wormbase Disease Ontology
GTR
GARD
OrphaNet

Jns Toro, mo0 oTpuMartu TaOJMIFO TEHIB, MOB’S3aHUX 3 HAIIUM IMONIYKOM, MOTPiIOHO

HAaTUCHYTH CHHIO KHOIIKY «Tabnmuiist KapT TeHiB» y IPaBOMY BEpXHbOMY KYTI:

hyperekplexia Q Options +

View Results 4s: R VELRED]L
Display: & Hidklights

Clinical synopsis 2}

Search: hyperekplexia '
Results: 24 entries. Show 100 | Download As~ | «First | <Previous | Next» | Last»

1:

#300607. DEVELOPMENTAL AND EPILEPTIC ENCEPHALOPATHY 8; DEES
Cytogenetic location: Xq11.1

Matching terms: hyperekplexia

» Phenotype-Gene Relationships » Phenotypic Series » ICD+ b Links

#149400. HYPEREKPLEXIA 1; HKPX1

Cytogenetic location: 5q33.1

Matching terms: hyperekplexia

» Phenotype-Gene Relationships » Phenotypic Series » ICD+ » Links

# 614618. HYPEREKPLEXIA 3; HKPX3

Cytogenetic location: 11p15.1

Matching terms: hyperekplexia

» Phenotype-Gene Relationships » Phenotypic Series » ICD+ b Links

# 614619. HYPEREKPLEXIA 2; HKPX2

Cytogenetic location: 4q32.1

Matching terms: hyperekplexia

» Phenotype-Gene Relationships » Phenotypic Series » ICD+ » Links

# 618011. HYPEREKPLEXIA 4; HKPX4

Cytogenetic location: 10g23.31

Matching terms: hyperekplexia

» Phenotype-Gene Relationships » Phenotypic Series » ICD+ & Links

Ta6m/1u51 3 pe3yJibTaTaMU OpI‘aHi3OBaHa 10 XpoOMOCOMaM Ta TCHOMHOMY MiCI.[CpOBTaIJ_Iy'BaHHIO

Ta BKJIIOYA€ TEHOMHE Ta [IUTOI€HETUYHE MiCLIepO3TalllyBaHHsl , TeH, ynciio MIM 1 ¢peHotunu



hyperekplexia Q Onujiv |~ MepemaryTH pesyneTaty “K'

Hucnned EA0cHosHi MomerTH

Mowyk: 'hyperekplexia (IMyxatu B: Entries with: Genemap; Retrieve: gene map)'

Peaynerati: 15 3anucie. Mokasatn 100 | | 3asawtasumiak~ | | « Mepwwit | < Monepenns | Oanis | OcrauHs » 3anucu nuwwe npo dieHoTHn | Yei sanucy
Homep
FeHomHa MIM Homep MIM Kniou Cumson
koHTekcTHa PoatawysaHHs reHa/ teHoTHny KapTh Muwi
TaGnuuR (3 NCBI, GRCh38) Ten/MNokyc Hazea rena/nokyca nokyca ®eHoTHN CnagwuHa cheHo KomeHTapi (2 MG}
1: 1:43,996,483  SLC6AY, GLYT1, Cimericrso Hociie posunay 601019 Tairpeosa eniedaaonartia 3 617301 0 AR 3 Slcbad
1p341 GCENSG 6 (Tpancioprep HOPMaAbHMM BMICTOM
HelpoMeiaTopa, mil_(uﬂ), TAITIMHY B CHPOBATIN KPOEL
aaeH 9
2: 342,013,093  TRAKI, OIP106,  Tpancmopremii 5iaok, 608112  Po3ssuTkoBa Ta emidenTHuHa 618201 O AR 3 Trakl
3p22.1 KIAA1042, DEE6S  35’asysarmia kinesmy 1 entedasomnaria 68
3 4:157,076,150 GLRB, HKPX2 Peuenrop raiummy, Gera- 138492 Timepexrmaexcia 2 614619 (0 AR 3 Glib
4q32. cvBoAMHIIIA
4: 5:151,822,513 GLRAI1, STHE, Penenrop raitmmy, 138491  Timepriaexcia 1 149400 O AR.AR 3 Glral
5q33.1 HKPX1 noainentua aaeda-1
5: 797,851,677  ACHC, ACHC/  Acnapariscumrerasa 108370 Aediuut acmaparincunretasn 615574 O AR 3 IYTAMEMIT 40 Asns
7q21.3 TeMIepaTypH
myTanT G1

be3 00:1ik0BOT0 3anmMcy Ha caiTi MOXKHA 3aBaHTaXUTH 10 200 3armciB, a 3 00JIIKOBHM 3aITUCOM
— 1o 1000 3amucis.

hyperekplexia Q Onuiiv ~ EPEMAHYTY peaynaTaTi Ak
Ducnnei EocHosHi MomenTH

Mowyk: hyperekplexia (Illykatu 8: Entries with: Genemap; Retrieve: gene map)’

Pesynbrati: 15 3anucie. MokazaTtu 100 | [Saaawramwm ,qlcvl | «Mepwwit | < Monepegns | Oani> | OcTanHs » 3anucu nuwe npo ceHoTMR | Yei 3anuc
darin Excel
T — dann i3 PO34NbHUKAMK Homep MIM - o
KOHTEKCTHAa Po3TawyBaHHA reHa/ theHoTMNy KapTH Muwi
Tabnuusa (3 NCBI, GRCh38) Ten/Mokyc Hasea resa/nokyca nokyca QeHoTUN CnagwuHa dheHo KomeHTapi (3 MGI)
1: 1:43,996,483  SLCBAY, GLYT1,  Cimerictso Hociis posumry 601019 Taimpeosa exnedasonaria 3 617301 0 AR 3 Slcba9
1p34.1 GCENSG 6 (TparcniopTep HOPMAABHIIM BMiCTOM
HerpoMeaiatopa, rAiLmH), LAiIMHY B CHPOBaTIH KPOBi
waen 9
2: 3:42,013,093  TRAKI, OIP106, Tpancnopraint 60k, 608112  PossmTroBa Ta emijenTH4Ha 618201 O AR 3 Trakl
3p22.1 KIAA1042, DEE68 z8'asyeanma xinesmsy 1 erriedasomaria 68
3 4:157,076,150  GLEB, HKPX2 Penentop raimmy, Seta- 138492 Timepexmaexcia 2 614619 O AR 3 Glrb
4g32.] CvOOAMEIILLT
4: 5:151,822,513 GLRA1, STHE, Penterrrop raimusy, 138491  Timepmaexcia 1 149400 O AR.AR 3 Glral
5q33.1 HKPX1 moainenTi aasda-1

HonatkoBy inpopmarito mpo MIMmatch mMoxxHa 3Ha#TH Ha YOpHIii TaHei:

npo Cratuctvka 3aBaHTaXEHHS v 3B'AKITLCH 3 HAMK MIMmatch MoxeprByiiTe ~ [osigka~ Q

(T

hyperekplexia Q onwiiv MepernAryTH pesynsTark ak.

Iucnneii: B0crosti momeri

Mowyk: hyperekplexia (Illykatn B: Entries with: Genemap; Retrieve: gene map)’

Pesynbratu: 15 3anucis. Mokasat™ 100 | | 3asawraumu sk~ | | « Mepwmin | < Monepegks | Jani»> | OcTaHHA » 3anucy nuLe npo deHoTHn | Yci sanic
Homep
TeHOMHa MIM Howmep MIM Krikoy Cumson
KoHTekcTHa PosTawysaHHs rena/ theHoTMny KapTi Muwi
Tabnuua (3 NCBI, GRCh38) TeH/MMokyc Hasea rena/nokyca nekyca ®eHoTUR CnagwuHa ceHo KomeHtapi (3 MGD)
1: 1:43,996,483  SLC6A9, GLYT1,  Cimelictso Hociis posunny 601019  Taiummosa ennedaionaria 3 617301 O AR 3 Slc6a?
1p341 GCENSG 6 (Tpascrioprep HOPMAaABHIM BMiCTOM
HeliponMeaiaTopa, LAILIIE), TAINHY B CHPOBATIH KPOEBi
wien 9
2: 342,013,093  TRAKI, OIP106,  Tpamcroprsrmi 6iaok, 608112  PoseuTkoBa Ta emisenTiaHa 618201  (J AR 3 Trakl
3p22.1 KIAA1042, DEE6S 38’ asyearssa xinesusy 1 enuedasonariz 68

Knomnka «KimiHiIYHI CHHOTICUCHY 03BOJIS€ MEPETIISIHYTH KIIIHIYHI OTJISIIU, ITOB’A3aHi 3
pe3ynbTataMu MOLYKY, Y (opMaTi «IIBUIKOTO MEPETISIIY»



hyperekplexia Q Options ~ View Results as: RN ERYELREDIES

Display: Highlights

Search: hyperekplexia '
Results: 24 entries. Show 100 | | Download As v | «First | <Previous | Next> | Last»

11 #300607. DEVELOPMENTAL AND EPILEPTIC ENCEPHALOPATHY §; DEES
Cytogenetic location: Xq11.1
Matching terms: hyperekplexia
» Phenotype-Gene Relationships » Phenotypic Series » ICD+ » Links

21 #149400. HYPEREKPLEXIA 1; HKPX1
Cytogenetic location: 5q33.1
Matching terms: hyperekplexia
» Phenotype-Gene Relationships » Phenotypic Series » ICD+ » Links

31 #614618. HYPEREKPLEXIA 3; HKPX3
Cytogenetic location: 11p15.1
Matching terms: hyperekplexia
» Phenotype-Gene Relationships » Phenotypic Series » ICD+ » Links

3amnucy rediB He MarTh KIIHIYHOTO OIMMCAaHHSI

Search: yperekplexia (Search in: Entries with: Clinical synopsis; Retrieve: clinical synopsis)'
Results: 15 clinical synopses. Show 100 | Download As ~ | «First | <Previous | Next»> | Last»
1° #300607. DEVELOPMENTAL AND I

TIC ENCEPHALOPATHY 8; DEES
a Inheritance , Neurologic , Miscellaneods , Molecular basis ,
Matching terms: hyperekplexia

View full synopsis below View full synopsis 0 page » Links

21 #149400. HYPEREKPLEXIA 1; HKPX1
Inheritance , Abdomen , Skeletal , Neurologic , Miscellaneous , Molecular basis ,
Matching terms: hyperekplexia

View full synopsis below View full synopsis on new page » Links

31 ¥ 614618. HYPEREKPLEXIA 3; HKPX3
Inheritance , Respiratory , Muscle, soft tissues , Neurologic , Miscellaneous , Molecular basis ,
Matching terms: hyperekplexia

View full synopsis below View full synopsis on new page » Links

4 #614619. HYPEREKPLEXIA 2; HKPX2
Inheritance , Head & Neck , Neurclogic , Prenatal manifestations , Miscellaneous , Molecular basis ,
Matching terms: hyperekplexia

View full synopsis below View full synopsis on new page » Links

Ha miif cTopiHIi )KOBTi TPUKYTHUKH TIi/1 3aITUCOM TTOKaXYTh TIOBHUH OTJISI:

Search: 'hyperekplexia (Search in: Entries with: Clinical synopsis; Retrieve: clinical synopsis)’

Results: 15 clinical synopses. Show 100 | | Download As ~ | « First | <Previous | Nexts | Last»

1 #300607. DEVELOPMENTAL AND EPILEPTIC ENCEPHALOPATHY 8; DEES
O Inheritance , Neurologic , Miscellaneous , Molecular basis ,
Matching terms: hyperekplexia
View full synopsis below View full synopsis on new page » Links

INHERITANCE
- X-linked
NEUROLOGIC
Central Nervous System
- Hypertonia

- Exaggerated startle response
- Seizures, tonic, hyperekplectic
- Seizures provoked by tactile stimulation or extreme emotion
- Seizures are poorly controlled
- Impaired psychomotor development
- Mental retardation, severe
MISCELLANEOUS
- Onset at birth
MOLECULAR BASIS
- Caused by mutation in the Rho guanine nucleotide exchange factor 9 gene (ARHGEF9, 300429.0001)

HartuckanHs Ha CHHINM TPUKYTHUK 3HOBY IMOKa)Ke 30BHIIITHI TTOCHJIAHHS:

Clinical Synopsis



11 #300607. DEVELOPMENTAL AND EPILEPTIC ENCEPHALOPATHY 8; DEES
O Inheritance , Neurologic , Miscellaneous , Molecular basis ,
Matching terms: hyperekplexia
View full synopsis below View full synopsis on new page | ¥_Links

Links
Testing Clinical Resources
GTR Clinical Trials
EuroGentest EuroGentest
Hyperekplexia-epilepsy syn... Hyperekplexia-epilepsy syn...
X-linked intellectual disa. .. X-linked intellectual disa. ..
Genetic Alliance
CTR
OrphaNet

Hyperekplexia-epilepsy syn...
X-linked intellectual disa. ..
POSSUM

Mo>kHa MOPIBHATH JIeKiJbKa 3alMCiB, BCTAHOBUBILH Mpanopelb 3J1iBa Bijl 3alUCIB, AK1 € OaXaHHs
MOPIBHSATH:

Search: hyperekplexia (Search in: Entries with: Clinical synopsis; Retrieve: clinical synopsis)’
Results: 15 clinical synopses. Show 100 | Download As ~ | « First | <Previous | Nexts | Last»

11 #300607. DEVELOPMENTAL AND EPILEPTIC ENCEPHALOPATHY 8; DEES
- Inheritance , Neurologic , Miscellaneous , Molecular basis ,
Matching terms: hyperekplexia

View full synopsis below View full synopsis on new page » Links

2 #149400. HYPEREKPLEXIA 1; HKPX1
Inheritance , Abdomen , Skeletal , Neurologic , Miscellaneous , Molecular basis ,
Matching terms: hyperekplexia
View full synopsis below View full synopsis on new page » Links

31 #614618. HYPEREKPLEXIA 3; HKPX3
~ Inheritance , Respiratory , Muscle, soft tissues , Neurologic , Miscellaneous , Molecular basis ,
Matching terms: hyperekplexia

View full synopsis below View full synopsis on new page » Links

4 #614619. HYPEREKPLEXIA 2; HKPX2
o Inheritance , Head & Neck , Neurologic , Prenatal manifestations , Miscellaneous , Molecular basis ,
Matching terms: hyperekplexia
View full synopsis below View full synopsis on new page » Links

‘ rf)LL‘;,- K OMIM... Q onujiiv Aucnnei: DIneHTM{bmaTopm yHKLIA
HOMEP Ne 300607 ¥ Ne 149400 ¥ N2614618 v
HAZBA EHLIE@ANONATIA PO3BUTKY TA EMINENTUYHA 8; MMEPEKTNEKCIA 1; HKPX1 MMNEPEKMNEKGIA 3; HKPX3
DEE8
FEH ARHGEFS - 300429 GLRAT - 138491 SLC6AS - 604159
CNALOK (y 3/3) - X-zueriesi - AYTOCOMHO-A0MIHAHTHHIT - AYTOCOMHO-PeLIeCHEHIT - AVTOCOMHO-A0MIHAHTHHIT -

AYTOCOMHO-peLIeCHEHIIT

OPrAHW OUXAHHA (2 1/3) ¥ - Enizoan anHoe,
‘HEOHATaABHNI - Enizoan
ZATPUMEN AUXAHEA, AUTHHCTEQ

KMBOT (5 1/3) v Sosriuini ocodausocH

- Tlynxosa rpipxa - Taxosa rpioxa

CKENET (s 1/3) ¥ Tas
- BuBnx cTersa
M'A3U, M'SAKI TKAHWMHMW (2 1/3) v - TimepTOHYC, HEOHATAABHIIL -
PurianicTs M'AzE
HEBPOMOMYHI (5 3/2) ¥ Heh‘mpmbm HEPEOSA CUCINEMA Heh'mpu.wﬂa HEpEosa Cucmema Hmm;m.\bm Hepeosa
- Tineprowin - TTepediasimena peakiiz 3AMBYBAHEA - - TimepTouyc - Tinoxinesin 8 AutiHCTE - Tlepebipnrena peaxnia cucmemMa
Cyaomu, Toxiuwi, rinepexaexTiani - Hamaan, sapuranss - Miokaonye - Hiuri cvaonr - Emizoarysi rerepasizopani - Tepediipimena peakiria
CTIPOEOKOEAHL TAKTHABHOK CTHMYAALIEK 200 CIABHOKD CKOPOUSHE CKEASTHMX M A3iE - HacTi madisma - [inepaxTuesi 3AAKAHHA (HA TAKTILIBEL
emoui€r - Hanaan moraHo KOHTPOAIIOTECE - pedaekcr cTOEOYPa MOKY (E1ABEASHHA IOA0EH, A010HHIIT, MOPAOENIT) a00 AKYCTHUHL CTHMY.AI) -
TTopyiIeHHA NCHXOMOTOPHOTO POZEUTKY - PozyMoEa - EMT moxazve GeznepepeEy podoTy MOTOPHOL OAMHEINI E criokoi - EET TinepTomryc
BiACTAICTE, BAKKA MOKAZVE M1 YAC eNi30AIE ASCHHXPORIZALLT

3ABJIAHHI: 3po6utu normryk Ta anaiiz reay hemophilia A.



I'en F8 koxye Benukuil rimikonpoTein mia3mu - gpaxtop 3ropranns kposi VIII (6inok 3-
r100yIiH, aHTUTeMOBITLHUN TJIO0YJIiH), SIKUH BiAIrpae BaXIJIMBY POJIb B YTBOPEHHI TPOMOIB, TOOTO
3aXHUCT OPTraHi3My BiJl BTPAaTH KPOB1 Y pa3i MOIIKO/KEHHSI KDOBOHOCHHX CYAMH.

HedexTu B 1bOMy I'eHl TPU3BOIATH 10 reModiIii A — MOMMPEHOr0 PEleCuBHOrO X-
34YETICHOTO OPYIIEHHS 3rOPTaHHS KPOBI.
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I'en F8; PosramyBanns rena F8 Ha xpomocomi X(28 (3a Mapriu JI. HenBan)

[Tpu BuKOHaHHI BKa3atu HOMep MIM, Ha3By, IUTOTCHETUYHE PO3TAIyBaHHS,
XapaKkTepUCTHKY (peHOTHITY 32 HoMepoM MIM, HaciityBaHHS, K04 BiOOpakeHHS ()CHOTHITY,
Homep MIM rena/nokyca Ta iioro 3arajabHa XapaKTepUCTHKA.



