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Pestome. Akmyanenicme. [JlepmaTtocnapakciiiHuin Tun cuHapomy Enepca — LaHno (EDSDERMS, VIIC, dEDS) —
HaA3BMYaMHO pigkicHe opdaHHe 3axBoploBaHHA. Ha cborogHi B ycbomy cCBiTi Bigomo npo 15 nmauieHTiB i3 umm
TMNom cuHapomy Enepca — [JaHno. Mema: nowmpeHHs faHnx npo opdaHHe 3aXBOPIOBAHHA CMOJTYYHOT TKaHU-
Hy1 — dEDS — Ha npuknagi nauieHTa i3 cim'i, y AKii y 6aTbKa i ABOX CUHIB € OO4HOTUMHI ypaxkeHHA. Mamepianu ma
memoodu. My NoBilOMIAEMO MPO 6-PiYHOro MaLieHTa, Moro 6aTbKa i cMbAiHra 3 KNiHiYHYMYK cumnTomamm dEDS,
AKMIN MW AiarHOCTYBaNN Ha OCHOBI TaKUX BEIMKUX AiarHOCTUYHUX KPUTEPIiB: HaA3BMYaHA KPUXKICTb LWKipK, Xa-
paKkTepHi UepenHo-N1LUeBi pUCK, HaABHICTb MOBEPXHEBMX TPAaBM LKipU, 3MOPLLKYBAaTICTb LIKipW AONOHb, 0COONBO
npwv TpuBanomy nepebyBaHHi X y BOAI, CXUIbHICTb O €KXIMO3iB 3 PM3MKOM MiALKIPHUX remaToMm i KpoBoTeu. Ha-
ABHI TaKi Mani AiarHOCTUYHI KpuTepii: aTpodiuHi py6ui, nopyleHHs pedpakuii (mionin), aucnnasia AceH riHrizanb-
HOro Kpato, rinepmobinbHicTb cyrno6iB nanbLiB i KoniHHMX cyrno6is. byna oTprmaHa iHpopmoBaHa 3rofa 6aTb-
KiB nauji€HTa Ha 06CTeXeHHA, Ny6nikalilo pe3ynbTaTiB AocnifXeHb i KNiHiyHMX doTorpadii. Pesynemamu. Micna
NabopaTopHO-IHCTPYMEHTaNIbHUX AOCHIAXKEHD | KOHCYNbTaLi CymixXHUX daxiBUiB (remaTonor, reHeTrK, KapAionor,
nepiatp, opTonea, 4EPMATOSON), BUKITIOYEHHA TaKUX 3aXBOPOBaHb, AK cnHgpom MapdaHa, MASS-peHoTnn, Bpo-
IKeHi KoarynonaTii Ta TpombouuTonaTii, remodinis, i301boBaHi CyAVHHI NaToONOrii, @ TAKOX iHLWI TMAU CUHAPOMY
Enepca — [aHno, mu ineHTndikysanu y nauieHta dEDS nuwe KniHiuHo. leHeTUYHe AOCNIAXKEHHA He BUABWO Ma-
TOJSIOTYHMX MyTaLjilil, eK30HHUX Aeneuin/aynnikauii. HeraTBHui pe3ynbTaTt reHeTUYHOro TectyBaHHA npu dEDS
06yMOBREHNI TUM, WO NEBHi TUNW MyTaLii (HanpuKnag, rMmnooKi iIHTPOHHI My TaLii) He 3aBXAV MOXKHa BUABUTU 3a
[OMOMOrol0 CTaHAAPTHUX AiarHOCTUYHUX FTeHETUYHMX METOAIB. BucHoeKu. MoxnvBe BCTaHOBMIEHHA AiarHO3Yy 3a
KNiHIYHYMU CUMITOMamK, ane po3LWMPEHNIA MOLWYK MyTaLili 060B'A3KOBUIA ANA BCi€l CiM'T.

KniouoBi cnoBa: opdaHHe 3axBoploBaHHS; cHApoM Enepca — [JaHno; AepMaTocrnapakCiiHni TM; KNiHiuHW
BMMA[OK; reMopariyHnm CUHLPOM

JIIKYBaHHSI, IPU LIbOMY Yac MiX MOSIBOXO CUMIITOMIB i BCTa-

Bctyn

Cunnpom Enepca — JHanno (CEd) (MKX-10 —
Q79.6) — TeTeporeHHa TpyIa CIAJIKOBUX 3aXBOPIOBAHb
CITOJTYYHOI TKAHUHU, SIKi XapaKTepU3yIOThCsl 3MiHOIO Me-
XaHIYHUX BJIACTUBOCTEM IIKipH, CYIJIOOIB, KPOBOHOCHMX
cynuH i 38’s130K [1—3]. Ha croromsi Bimomo, mo CEJl Bu-
HUKA€ BHACJIAOK MaTOTeHHUX MyTalliil y moHaz 20 pizHuX
reHax, OiIbIIICTD 3 IKUX KOnytoTh (iopwiu Komareny I, 111
iV tuniB abo hepMeHTH, SIKi 3ay4eHi 10 hopMyBaHHS 3pi-
JIOTO KoJlareHy abo riiiko3amiHOIIiKaHiB [4, 5].

HesBaxkaloun Ha OCTaHHi JOCSITHEHHs HayKd, J0-
CJIIKEHHs TIoKa3aju, 1o 10 56 % malieHTiB MaloTh He-
MpaBUJIbHUI diarHo3, a 70 % mnpoxonsiTh HEBIAMOBiAHE

HOBJIGHHSIM [JliarHO3y CTAHOBUTb y CEpelIHbOMY 28 POKiB
[6]. ¥ Mmunynomy miarHo3 CEJI TpyHTyBaBCsT Ha KPUTEPisIX
Villefranche (1997) [7], a B naHuii yac — Ha ix nieperysiai
BimmoBimHO mo MixkHapomHoi kmacudikanii CEI (2017),
o BKiaovae 13 tumiB [8]. 3 omisioy Ha 3HAYHY TEHETUIHY
TeTePOTeHHICTh i (DEHOTUIIOBY BapiaOeIbHICTh Pi3HMX ITif-
tuniB CEJl, KiiHiYHY HNOmiOHICTh MK LIMMU MiATUIIAMU,
a TaKoX 3 iHIIMMU CIaJKOBUMM 3aXBOPIOBAHHSIMM CITO-
JIy4HOI TKAaHWHU TeperIsiHyTa MixkHapoaHa Kiaacudikaliist
CEJl criupaetbcsl Ha BeJIWKi il Majli KJIiHIYHI KpuTepii, a
TAaKOX BUMAra€ MOJICKYJISIPHOTO IiATBEPIKEHHS IS BCiX
nigrumniB CEJl, kpiM rinepmo0GinbHoro [9—12].
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Haii6inpm pinkicauM tunom CEJl € mepmatocmapak-
ciitnuit  (dEDS, VIIC, EDSDERMS). 3axsoproBaHHS
HaJIeXWTh 10 opdaHuux, y 2016 polli B ychoMy CBiTi Oy-
710 3apeectpoBaHo 15 BumankiB dEDS. Ynepme meit tum
CEJI 6yB onrcanmii y Besmkoi poraroi xynoou B 1971 pori
[13]. Ti3niwe, y 1973 poiii, y 1BOX Maili€HTiB OyB AiarHoc-
ToBaHMi KiiHiYHMI Tin CEJl 3i 3HMKEHOI0 aKTUBHICTIO
MPOKOJIAreHOBOI MEeNTUAa3|, KJIiHiUHI MPOsSBU MOB’sI3aHi
3 TIOpYILIEHHSIM (PepMEHTATUBHOIO TEPETBOPEHHS TPO-
KoJIareHy B KoJsiareH yepes nedekT dhepmeHTy [14]. Hesna-
JKalo4u Ha Te, 1110 IepMaTocrnapakcuc TBApuH OyB Mepiium
BU3HAHUM PO3JIaIOM KoJlareHy, 3Hagobusocs noHaa 20
POKiB, 1100 MiATBEPAUTHU iCHYBAaHHS JIIOJCHKOTO aHajora
mporo posnany. Y 1992 porii Oyii0 3apeecTpoBaHO TPHOX
HEMOBJISIT 3 KJIIHIYHUMU O3HaKaMM, CXOXXKUMHU Ha JepMa-
Tocnapakcuc [15]. BioximiuHi HOCTiIKEeHHS, IIpOBeIeHI
Ha JAepMaTocHapakKTUYHIll poraTiii xymo0i, ImoKa3aau, 110
aHOMaJTbHi MOJIEKYJIM KOJIareHy CKJIaAatoThCsl 3 HEMTOBHIC-
TIO OOpOOJIEHUX MOJICKYJI-TIONEPETHNUKIB IIPOKOJIAreHy
tuny I, y skux N-nponentua OyB HEIOCTaTHLO PO3IE-
wieHui. 3pemToio Oyjia MPOAEeMOHCTpPOBaHA HEIOCTATHS
aKTMBHICTb €HIOIENTUIA3U, sika BUpizae N-mpomnenTumn
JIAHIIIOTIB MpokosareHy. YcnaakoByeTbesi dEDS 3a aBTo-
COMHO-PELIECUBHUM TUIIOM [16].

Ockinbku dEDS € ynbTpapiakicHUM i CynpOBOIKYETHCS
HETUITOBUMMU JIJIsI KJITACUYHOTO Tepediry CMMIToMaMu, Ha-
BOJMMO KJIIHIYHUM BUTIAIOK CiM’1, Y SIKill TPU YJIEHU MaJIU
BUIIIE3a3HauUeHy Henyry. baTbku nauieHTa Haganu iHdOp-
MOBaHY 3rofly Ha My0JTiKallito KJIiHIYHOTO BUTIAJIKY i (poTO-
rpadiii mamieHTa.

Kniniunnin Bunagok

TTauient K., 6 pokiB, 3BepHYBCS 3i CKapraMu Ha 3MOPIII-
KyBaTiCTh IIKipU MajJbliB BEPXHiX i HUXKHIX KiHIBOK i
MOSIBY TeMOpariii Ha romijikax, siki BAHUKAIOTh CIIOHTaH-
HO a0o0 3a YMOBM HEe3Ha4yHOI TpaBMaTu3alii. [emoparii Ha
HUKHIX KiHIiBKaX ITOYaJIn 3’ SIBJISITUCS 3 IBOX POKiB KUTTS.
3romoM ix IToma 30iIbIIMIIACS, 3a OCTaHHI piK remopa-
ril Ha roMiJIKax MpakTUYHO He 3HUKalTh (puc. 1). JlutnHa
HapoauIacsl TOHOIIEHO, Bil MepIloi BariTHOCTI, MOJIOTH
nepeOiranu izionoriyHo, MEeTUIeHHS 3TiTHO 3 BIKOM, Hep-
BOBO-TICUXIYHHUH i (Di3MIHMIT PO3BUTOK BiAIIOBiIaB BiKY.

3 aHaMHe3y BiZloMO, 1110 MOAi0OHI CUMIITOMMU € B 0aThKa i
cuOIiHra mauieHta. Martu miteit i HalOIMKYI poanyi 1Mo ii
JIiHIT HE MaIOTh MOIIOHUX CUMITTOMIB.

ITpu 06’eKTUBHOMY OOCTEXXEHHI 3BepTa€ Ha cebe yBary
«TPUKYTHa» popMa oOJMYYS 3 HABUCAIOUMM JIOOOM MpHU
MPaBUJIbHIN TUJTOOYIOBI XJIOMYMKA U 3a40BUIBHOMY Xap-
yyBaHHi. TakoX HasiBHUII CUMIITOM TOHKOI MIKipu. Ha
JIOOHIM mijstHLI TosioBM (puc. 2), TepeBaXHO cIipaBa, Ha
TJIi TOHKOI IIKipY Bi3yasli3yeTbCsl BEHO3HUI PUCYHOK, 1110
TaKOX YiTKO BUIHO i Ha HIKHIX KiHIiBKaxX. JloJIoHi HanTo
3MOPIIIEHI, PU MUTTI PyK iX 3MOPILEHICTb MOCUTIOETHCS
(puc. 3). IIpu orsiai pOTOBOI MOPOXHUHM CITOCTEPITa€Th-
Cs1 IOMipHUI HEAOPO3BUTOK SICEH, JIeTKa KPOBOTOUMBICTh
i3 TEHAEHIIiI0 IO TilMepuyTJMBOCTI ¥ rimepemii (puc. 4).
IxipHi MOKpUBY OJ1iI0-POXKEBi, HA IIKipi BEPXHIX KiHIIi-
BOK i BEpXHBOTI'O ILIEYOBOIO IOSICY € IIiCTh €KXiMO3iB Ha
Pi3HUX eTamnax «UBiTiHHsI» po3Mipom ao 1,5 cm. Ha miki-

pi MpaBOro MepearuTivysl BiIMiYaeTbCs KEeJIOITHUI pyOelb
po3MipoM 4 X 2 cM (BUHMK ITicJis IIMOOKOT TPaBMM M’ SIKMX
TKaHUWH nepenrutivusi). [1pu orisini BUsiBjieHa mpaBobiuHa
naxoBa Tpuxka, sika Oyna misHilie npooriepoBaHa. Ha me-
pemHili TOBEPXHi HIKipy 000X TOMIJIOK — 3HAYHa KiJIbKICTh
€KXiMO03iB CMHBO-(i0JIETOBOTO KOJHOPY Pi3HUX PO3MIpiB,
SIKi MICILISIMUM 3JIMBAIOThCA i csraioTh po3MipiB 20 x 10 cm
(puc. 5). BupaxeHa rinepMoOiIbHICTb CYIJIO0IB MaIbIIiB i
KOJIIHHMX CYIJ100iB, Jierka rinepejacTUudHicThb mKipu. Bin-

PucyHok 1. HuxHi KiHYyieku 6ambka OumuHu, 0e 4imko
8i03Ha4YaroMeCs po3pusu M’si3is, CUMNMOM MOHKOI WKipu
i 8i3yanizyemoca eeHO3Hul pUCYHOK

PucyHok 2. Tunoei o3Haku CE/]: cumnmom moHKoi WKipu,
supax<eHa cyOUHHA cimKa 8 CKpoHe8o0-/106Hili 0inAanyi,
ampodgiyHuli py6eys y 0inaHyi 6epxHboi NosiKu npasozo oka
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PucyHok 3. 3mopwKyeamicmeo wKipu 00/10Hb, 0c06/1u60 Npu Mpueanomy nepebysaHHiix y 800i: a) 00 mumma pyk;
6) nicnAa 3aHypeHHA pyKu y 600y

3HAYA€EThCA MOMipHa BaJibI'ycHa nedopmMallis MpaBoro ro-
MiJIKOBOCTOITHOTO Cyrjio0a.

KutiHiyHMiA aHami3 KpoBi, 3arajJbHU aHaii3 cedi Ta
OioXiMiYHMIT aHai3 KPOBi — y MexXax pedepeHTHUX 3Ha-
YeHb JIs1 BiKy auTuHU. JlocmimkeHHs Ha (GyHKIIiIO arpe-
rauii TPOMOOLNTIB — 3HMKEHHSI aKTUBallii TpPOMOOILINTIB
npu B3aemomii 3 KoiareHoMm (2 Mkr/mi). Bussieni taki
BiIXWJIEHHs TIOKa3HUKIB CUCTEMU Koarysuii: ¢hiopu-
HoreH — 4,15 v/n (pedepeHTHi 3HaYeHHs: 2—4 T/71), aH-
tutpom6in 111 — 125,3 % (pedepenTHi 3HauyeHHs: 80—
120 %), D-mumep — 0,77 Mxr/mi (pedepeHTHI 3HAYCHHS:
< 0,5 mxr/mi). [HIII MOKa3HUKY KOaryJjaorpamu, BKIIIOUHO
3 yciMa (pakTopaMu 3ropTaHHS KPOBi, HE BUXOAUJIN 3a MeXi
pedepeHTHUX 3HauyeHb. LleTMamipuanHiyMXJIOpUIHWI
(LITTX) Tect ceui Ha 3araJibHUIA TOKA3HUK TJIiKO3aMiHOTJTi-
KaHiB: 43 on. LITTX/r kpeatuHiHy (pedepeHTHI 3HaUCHHS:
< 198 oa. LITX/r KpeaTuHiHy).

Tenetnune pocnimxkeHHs mnaneni Ha CEJl y nabopa-
topii Invitae: ADAMTS2, ATP7A, CHST14, COLI2Al,
COL1Al, COL1A2, COL3Al, COL5A1, COLS5A2,

CRTAP, FKBP14, FLNA, P3H1, PLODI1, SLC39A13 —

PucyHok 4. Hedopo3euHeHicmb siceH, le2ka Kpogomouusicmes,
2inepemisn

PucyHokK 5: a) munoei enemeHmu sucunaHb: ekximosu no nepedHili noeepxHi 060x 20minok, 6inbw supaxeHi cnpasa,
y pi3Hili ¢pasi «ysimiHHA»; 6) cuMnmom moHKoT wiKipu Ha munbHili noeepxHi cmon, eanv2ycHa depopmayia npasozo
20MinKoeocmonHozo cyanoba
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HE BUSBJICHO MATOJOTIYHMX MYTalliii, €eK30HHMX Jeelliii/
TYTUTiKaIiiA.

PentreHorpadist opraHiB rpyaHoOi KIJITKH, €JIEKTpO- W
exoKapaiorpama, yJabsTpa3ByKOBe JOCIIiIKEHHS OpraHiB ue-
PEBHOI MOPOXXHUHU — 0€3 BiIXWJIEHb, YPOIDKEHUX Bajl 200
MOPYIIIEeHb.

Jomneporpadiss ekcTpakpaHiaIbHUX apTepiii i TpaHC-
KpaHiaJibHe NyTJIeKCHe CKaHyBaHHSI He BUSIBUIU CYIWH-
HUX MaTOJIOTi i MopylleHb TOKY KpoBi. Jlomieporpadis
CYIMH HMXHIX KiHIIiBOK HE BUSBMJIA IMATOJIOTIl UM IOpY-
1IEHb KPOBOTOKY.

O6roBopeHHA

Hepmarocnapakciiinuii Tunn CEJl cippunHeHuit Mmyta-
€10 B reHi Ha XxpoMocoMmi 535, 1110 KOAye MPOKOJIareHOBY
nporeasy ADAMTS2, sika 6epe yyactb y hopMyBaHHi KO-
JIareHy 3 MpoKoJiareHy. 3HKeHHs aktuBHocTi ADAMTS?2
3YMOBJTIIOE HakomuueHHst pN-koyiareHy tumy I, 1o npu-
3BOJIUTH 0 CTBOPEHHSI aHOMaJbHUX KOJareHOBUX BOJIO-
KOH, $IKi € TOHKMMU, HEMPaBUJIbHO PO3MIILIEHUMU 1 PO3-
raigyxenumu [17].

Hnst Bepudikauii giarHo3y B HaBEAECHOMY BMILE KJli-
HIYHOMY BUITa[Ky 3aCTOCOBYBABCS MIXIMCUMUILTIHAPHUI
Miaxim, miarHo3 oOroBOPIOBABCSI HAa KOHCWIIiyMi B CKJIami
nefiarpa, rematosiora, oprornena, 1epMarosiora, reHeTuka
i IepeBakHO BCTAHOBJIIOBABCS i3 3aCTOCYBAHHSIM JTOCTYII-
HOTO Ha ChOTOJIHI KJIIHIYHOTO iHCTPYMEHTY J1iarHOCTUKU.

ITposiBu reMopariyHOro CUHAPOMY, SIKi TAKOX 4acTo 3y-
CTpivYaloThCA B Malli€HTIB i3 cymuHHuM TunoM CEJl, 3ymoB-
JIeHI HacaMIiepe IMOPYIICHHSM LiIJTiCHOCTI i MiABUIIEHHSIM
KPUXKOCTIi APiOHUX CyIUH, TOMY ITOKa3HUKN CUCTEMM KOa-
TYJISLII] 3HAXOAAThCS Y MexXKaX HOpMU a00 B CyOHOPMaIbHO-
My Jliana3oHi i 3ajiexxaTh MmepeBaxKHO Bil CTYIEeHs KPOBO-
BTpaTH 4yu 00’ €My i po3MipiB ekximo3iB [18, 19].

3MiHM B aHaJli3i KpOBi MallieHTa, a came ITiIBMIICH-
Hs1 D-numepy, MIDKIMCUMIUTIHAPHO iHTEPHPETOBAHO SIK
MOKa3HUK TpUBAJIoro posnany ¢GiOpMHYy Ha TJi aKTUBa-
i1 BJIACHOI aHTM3rOPTaJIbHOI CUCTEMU KPOBi AUTUHU Y
3B’13KY 3 HAPOCTAIOUMMU €KXiMO3aMu. Y CBOIO Yepry, He-
3HauHe 30inbleHHs (iopuHOreHy i aHTuTpomOiny I1I
CJTiI pO3YMITH SIK aBTOMaTUYHY aKTUBAIIil0 3rOopTaJIbHOT
CUCTEMM KPOBi y BiAIIOBiIb Ha ITOCTiliHE (YacTe) ITOIIKO-
IDKEHHST CYOIMHHOI CTiHKM B IUISHINI HMXKHIX KiHIIIBOK Yy
IUTUHU. 3HUKEHHS (PYyHKIIi1 aKTUBaIlii TPOMOOILIUTIB MIpU
B3aEMOIii i3 KOJIareHOM MU PO3LIHUIN SIK TOKa3HUK 3HU-
JKEHOI KiJIBKOCTi a00 MOPYIIEHHsI CUHTe3y KOJIareHY B Cy-
JNIMHAX Ha Pi3HUX PiBHSIX.

Sxuo BUIISAA Mali€eHTa BiANOBIZA€ AIarHOCTUYHUM
kputepisim dEDS, HeoOXimHO TPOBECTU T'e€HETUYHE Tec-
TYyBaHHSI JUISI TIIATBEPKCHHS AiarHo3y. [eHeTuuHe TecTy-
BaHHSI BAKOPUCTOBYETKCS, 1100 3’sICYBaTH, Y4 Ma€ JIIOMHA
TeHeTWYHi BapiaHTH, siki cnpuuuHstorb dEDS. Ha xanp,
pO3IIMpeHe TeHeTUYHE TOCiKeHHS BCi€l ciM’1 Oyo He-
MOXJIMBE uepe3 (piHaHCOBI CKJIAAHOII, a Te, sIKe 0YJ10 Ipo-
BEJIEHO, HE BUSIBUJIO MATOJIOTIYHUX MyTalliii, EK30HHUX JIe-
JICLIii /My TITiKaLiii.

3rinHo 3 BUMoraMu s Bepugikaiiii miarHozy dEDS
NOTpiOHO MaTW ABAa OCHOBHI KpUTepil YM MiHIMyM OIUH
BEJIMKUI i/a60 mpuHaiiMHI Tpy MauX KpuTepii [8].

Haponumo eeauxi kputepii dEDS, cepen sikux nepiumx
JIBa BiTHOCSITh IO OCHOBHUX:

1. Hag3BuuaitHa KpUXKiCTh HIKipU 3 YPOIKEHUMU abo
MOCTHATAJIbHUMM PO3pUBAMU HIKIPU.

2. XapakTepHi YepernHo-JIULIEeBi pUCH, SIKi BUSIBIISTIOTHCS
IIpY HapOIKEHHI a00 B paHHHOMY OUTHHCTBi a00 pPO3BU-
BaIOThCS Mi3HillIe B IUTUHCTBI.

3. HapnuimikoBa, Maitke MJsgBa IIKipa 3 HagAMipHUMU
IIKipHUMU CKJIaJKaMM Ha 3aIl’SICTSIX i IIUKOJIOTKaX.

4. TTocuaeHHSs 10JI0OHHOI 3MOPIIKYBATOCTI.

5. BupaxeHa CXWIbHICTb 10 YTBOPEHHST CUHIIIB 3 PU3H-
KOM YTBOPEHHS MiIIIKipHUX FeMaTOM i KPOBOBWJIMBIB.

6. [TymkoBa rpmka.

7. IlocTHaTajgbHA 3aTpUMKa POCTY.

8. KopoTki KiHIiBKM, KUCTi i CTOTIN.

9. IlepuHaTanbHi yCKJIaZHEHHS BHACIIIOK JAMKOCTi
CITOJTYYHOI TKAHWUHMU.

Mani kpumepii:

1. M’sgxka i TicToroaioHa TeKCTypa LIKipH.

2. I'ineppo3TSKHICTD MIKipH.

3. AtpociuHi pyOr1ii.

4. 3araJibHa rinepMoOiJIbHICTb CyIJIO0iB.

5. YckiagHeHHsI KPUXKOCTI BHYTPIlIHIX OpraHiB (Ha-
MPUKJIaA, PO3PUMB CEUYOBOrO Mixypa, po3puB jaiacdparmu,
TMpoJIarc MpsIMOi KUIITKH).

6. 3aTpMKa MOTOPHOTO PO3BUTKY.

7. OcTeorieHis.

8. lipcytusm.

9. AHomatii 3y0iB.

10. IMopymeHHs pedpaxiiii (Miomiss, acCTUTMATU3M).

11. KocookicTb.

V nanieHTa OyJ0 BUSBIEHO TaKi BeIMKi HiarHOCTUYHI
KpUTepii: HaA3BUYaHY KPUXKICTb LIKipU, YePEeTHO-JIUIIe-
Bi puCH, HasIBHICTb IMOBEPXHEBUX TPaBM IIKipu, 3MOPII-
KyBaTiCTh IIKipU T0JO0Hb, OCOOJIMBO IIPU TPUBAJIOMY Ie-
peOyBaHHi iX Y BOJi, CXUJBHICTb 10 €KXiMO3iB 3 PU3UKOM
MiOIIKIpHUX TeMaToOM i KpoBoTed. Manu Miclie Taki apy-
TOPSIIHI MiarHOCTUYHI KpuTepii: arpodiuHi pyOwi, mmopy-
meHHs pedpakiiii (Miorist), qUcrIasist SICeH TiHTiBaJIbHO-
ro Kparo, TillepMOOiIbHICTh CYIJIO0IB MaJbLIiB i KOMIHHUX
CyrJI00iB.

V niteparypHux mKepeiaax onMcaHi OesKi KIIiHIYHI BU-
MagK, y sSKUX TAiEHTA HE Majyd TUIIOBOIO Mepediry
dEDS (CE/J tuny VIIC), ocKinbKuy B HUX OyJIu JIUIIIE AesIKi
O3HAKW 3aXBOPIOBaHHS, CTPYKTypa KoJjareHy Oyna Hop-
MajibHOM i B KITHK ADAMTS?2 He OyJ10 BUSIBJIEHO MyTallil
[17,20].

[nst Bepuikaliii niarHo3y B naliieHTa HasiBHi TpU OCHO-
BHUX KpUTEPii Ta YOTUPU TOAATKOBUX 1iarHOCTUIHUX KPU-
Tepii. HeratuBHMiT pe3ynbTaT TeHETUYHOTO TECTYBaHHS
npu dEDS, oueBunHO, 3yMOBJIEHUI TUM, 11O T€BHI TUITA
MyTalliii (Hanpukiaa, riInboKi iHTPOHHI MyTallii) TTOKW He
MO>Ha BUSIBUTHU 32 JOTIOMOTOIO0 CTAHAAPTHUX AiarHOCTUY -
HUX TeHETUYHUX METOMIB [6, 13].

BucHoBKM

Cunapom Enepca — JlaHno € oppaHHUM 3aXBOPIOBaH-
HSM, MPU SIKOMY B TATOJOTIYHUI MPOLEC 3aTy4aloThCs
pi3Hi cucTteMu opraHiB. He3paxaiouu Ha Te, 110 JdiarHO3
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CEJl naBHO BiIOMMI i BUBYAETHCSI HAYKOBLSIMU BCHOTO
CBITY, AiarHOCTUKA ITiATUITIB 3aTUIITAETHCS BKPail BaXKOIO.
Hepmarocnapakciiinuii Tun CEJl xapakTepu3yeTbcsl BU-
paxXkeHUM CHUHIPOMOM KPUXKOCTi 1IKipy B KOMOiHalii 3
YpaXEHHSM iHIIMX CHUCTEM Ta OpraHiB. MokiuBe BCTa-
HOBJICHHSI JliarHO3Y 3a KJIiHIYHUMU CUMIITOMaMU, ajie po3-
IIMPEHUI TOIIYK MYyTallili 000B’SI3KOBUI IJIsT BCI€l CiM’1.
BuacHa Bepudikaliisi 3aXBOpIoOBaHHSI T03BOJISIE CIIPOTHO-
3yBaTH Iepedir 3aXBOPIOBaHHS i MPOBOIUTU MEHEIKMEHT
nali€eHTa, HalpaBJIeHUI Ha 3armobiraHHs yYCKJIaTHEHHSIM.
3aBASIKM MEIUKO-TEeHETUYHOMY KOHCYJIBTYBAaHHIO CiM’i
MOXHa 3aro0irTM TMOAAJbIINM 3aXBOPIOBAaHHSIM WIEHIB
POIMHU.

Kondaikt inTepeciB. ABTopu 3asiBISIIOTH MPO BiACYT-
HiCTb KOHMJIIKTY iHTEpeciB i Bi1acHO1 (hiHaHCOBOI 3allikaB-
JICHOCTI IIPH ITiATOTOBIIi CTATTI.

Indopmanis mpo BHECOK KOKHOTO aBTOPA B MiTOTOBKY
crarTi. basayvka H.I. — inest HamMcaHHs CTAaTTi, OTPUMAH-
Hs JO3BOJIy Bif 0aThKiB Ha ITyOJikailito, ¢oTO Malli€HTa,
Kopexilist Tekcty ctaTtTi; Cmpoii O.A., Iycunin I1.B. — onuc
KJIiHiYHOrO BMNanky; Ipunesuy I.B. — aHaii3 ciMeiiHOro
aHaMHe3y, pe3y/bTaTiB TeHeTUYHOTO TeCTYBaHHS, Haru-
CaHHSI BCTYIY il 00roBopeHHs cTatTi; Medsedecsa O.11., Ku-
punrvuyk K. K). — 306ip naHuX 00’ €KTUBHOTO IOCITIIKEHHSI,
aHaMHe3y XUTTSI Ta 3aXBOPIOBAHHSI, pe3yJIBTaTiB 10AATKO-
BOTO JIOCJTi/IDKEHHS.
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Dermatosparaxis type of Ehlers-Danlos syndrome:
case report

Abstract. Background. The dermatosparaxial type of Ehlers-
Danlos syndrome (EDSDERMS, VIIC, dEDS) is an extremely
rare disorder. To date, 15 patients with this type of Ehlers-Dan-
los syndrome are known worldwide. The purpose was to improve
knowledge and spread data about the orphan connective tissue
disease — dEDS — on the example of a patient from a family in
which the father and two sons have the same type of lesions. Mate-
rials and methods. We report a 6-year-old patient as well as his fa-
ther and sibling with clinical symptoms of the dEDS, which we di-
agnosed based on the main diagnostic criteria: extreme skin fragi-
lity, craniofacial features, superficial skin trauma, wrinkling of the
palms, especially when they are exposed to water for a long time,
and a tendency to ecchymosis with a risk of subcutaneous hema-
tomas and bleeding. Secondary diagnostic criteria were represen-
ted by atrophic scars, refractive errors (myopia), gingival margi-
nal dysplasia, hypermobility of the finger and knee joints. The in-
formed consent of the patient’s parents was obtained for the exa-

mination and publication of information, and the parents agreed
to the publication of clinical photographs. Results. After labora-
tory and instrumental studies and consultations with related spe-
cialists (hematologist, geneticist, cardiologist, pediatrician, ortho-
pedist, dermatologist), we excluded such diseases as Marfan syn-
drome, MASS-phenotype, congenital coagulopathies and throm-
bocytopathies, hemophilia, isolated vascular pathologies, as well as
other types of Ehlers-Danlos syndrome and identified dEDS in the
patient only clinically. Genetic testing did not reveal any pathologi-
cal mutations or exonic deletions/duplications. The negative result
of genetic testing in dEDS is due to the fact that certain types of
mutations (e.g., deep intronic mutations) cannot always be detec-
ted by standard diagnostic genetic methods. Conclusions. It is pos-
sible to establish a diagnosis based on clinical symptoms, but an ex-
tended mutation search is mandatory for the entire family.
Keywords: orphan disease; Ehlers-Danlos syndrome; dermatos-
paraxis type; hemorrhagic syndrome; case report
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