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GDEHOTUNOBI OCOBJINBOCTI XBOPUX IS CUHOPOMOM MAP®AHA,
AKI MTPOKOHCYNIbTOBAHI Y J1IbBIBCbKOMY MIDKOBJIACHOMY
MEOUKO-rEHETU4HHOMY LEEHTPI Y 2001-2016 POKAX

AY «lnctutyT cnapkosoi natonorii HAMH Ykpaiuu» (m. JIbBiB)

Po6oTta e pparmeHTtom HAP «Ponb reHeTU4HOro no-
nimop@iamy mexaHiamis penapadii i meTunysaHHa JHK
B peanisauji KNniHiYHOro noniMop@iaMy 3axBOPIOBaHb
NOOVHU Ta BU3HAYEHHI CXWUITbHOCTI 40 BUHUKHEHHS CO-
MaTUYHUX | FePMiIHATUBHUX MyTauin», Ne nepxaBHOi pe-
ectpauii 0114U001551.

BcTyn. Ha ¢oHi 3aranbHoi genonynauii B YkpaiHi
NMUTaHHSA LWOAO MiCUS FeHeTUYHOI CKNaaoBoi y 36epe-
>XEHHI COMaTW4yHOro 300pOB’S Ta e(dPEeKTUBHOro Bia-
TBOPEHHSI HaceneHHs HabyBa€e AEepPXaBHOro 3HAYEHHS
[1,2]. Ha cborogHiwHin geHb Bigomo noHag 5000 cnaa-
KOBMX 3aXBOPIOBaHb, a NPIOPUTETN Y HANAroOAXeEHHiI iX
OjarHOCTUKM BM3HA4YalOTbCHA BiAMNOBIAHO OO BaroMoOCTi
MeLMKO-CoLiaNlbHUX HAaCNIAKIB i MOWMPEHOCTI y nony-
nauii [6,12]. 3HavHuii Bknag y npobnemy iHBanignsadii
i CMepTHOCTI HanexuTb cuHagpomy Mapdana (CM), Le
reHeTnyHe 3axBoploBaHHs 3 4acToToto — 1:5000, wio cy-
NPOBOAXYETHCHA YPAKEHHAM CEPLLEBO-CYONHHOI CUCTE-
MW, CKeneTa Ta OpraHiB 30py i € 0gHiei 3 ¢opm gucnna-
3ii cnonyyHoi TkaHuHuM [10].

Y 1896 p. dpaHuy3bkuii nepiatp AHTyaH XXaH Map-
daH onncas gaHe 3axBopioBaHHs. Y 1990 Xonnictepom
onvcaHa posb GibpuniHy B natoreHesi CM, a Takox Bu-
3Ha4YeHur nokyc 15g21.1 uboro 3axBOPOBAHHSA Ha AOB-
romy nnedi 15-i xpomocomun. Pegdynbratn nogasnbLumx
reHeTUYHUX OOCAIOKEHb CBigYaTb, WO MyTauid B reHi
FBN 1 BusBnseTbcs He nuiie y naudjeHTiB i3 CM, ane i
NPV iHWKWX NOAIBHNX 3aXBOPIOBAHHSX CMOJTY4HOI TKaHU-
HW, Wo o6’enHaHi B rpyny ¢ibpuniHonarin | Tuny [4].

MpnbnusHo y 75% BUNaakiB 3axBOPIOBaHHS nepe-
[AeTbCA reHeTU4HOo i nuwe 25% BUKNMKaOTbCS CMo-
paanyHuMn mytauiamu. CuHgpom MapdaHa xapakTte-
PU3YETLCA BUPAXEHOK MEHETUYHOK FeTepPOreHHICTIO.
CborogHi BinoMo 6nn3bko 550 myTauiii y pisHux poan-
Hax. Cepepn BMpaxeHnx myTauiin B reHi FBN 1: 57% —
MicceHc-myTauii, 18% — dppenmwmndT-myTauii, 16% —
cnanc-canT, 8% — HoHceHc-MmyTauii [4,10].

MonekynapHa OCHOBa 3axBOPIOBAHHS MONArae B
NMOPYLUEHHI CUHTE3Y 0OHOro 3 BiNkiB CNONYYHOI TKaHWU-
HW — PibpuniHy, AKNM Hapae ih enacTUYHOCTI Ta 3abe3-
neyye CKOPOTHY 34aTHICTb. CnonyyHa TKaHMHa Mae nia-
BULLLEHY 30AaTHICTb A0 PO3TArHEHHS | MEHLL BUTpMBana
00 di3NYHMX HaBaHTaXeHb. TMMNOBUMW € FiCTOMOriYHI
3MiHM B cepeHiin 060MoHLI CyanH enacTU4HOro Tuny,
L0 MPOSIBASIOTLCS PYMHYBAHHAM €1aCTUYHOIO Kapkacy
3 HEKPO3OM Ta pparMeHTaLelo enacTUYHUX BOSTOKOH,
NOPYLLUEHHAM HaNpPaBfIEHOCTI | PO3LLENIEHHAM Koare-
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HOBMX BOJIOKOH, OUCTPO®IEI0 MaaKoM’ a30BUX KNITUH,
HAKOMUYEHHSIM MiX BOJIOKHUCTUMMW CTPYKTYPaMU MyKO-
nonicaxapuiis i3 noganbwnM GOPMYyBaHHSIM HEBEN-
KMX KNCT — HeKpo3sy [11].

3a kputepiamm «Ghentnosology» CM Bn3HavaeTbes
3a BENMKUMU Ta MalMMU KAiHIYHHUMW O3HaKkaMun B Op-
raHax OMOPHO-PYXOBOrO anapary, CepLeBO-CYANHHOI
CUCTEMM Ta OpraHax 30py, a TakoX ANXasibHOI CUCTEMMU,
LIKipW, TBEPA0T MO3KOBOT 000NOHKN. 115 BCTAHOBJEH-
He giarHo3y CM HeobxigHa HasiBHICTb MO OAHOMY BENN-
KOMY KpUTepito B ABOX CUCTEMAX i OQHOro Manoro — y
TpeTin [8].

[na naujeHTiB i3 BUpaxeHnmn npossamn CM xa-
pakTepHi: ponixouedania, BYy3bkUA JINLEBUIA 4epen,
BMCOKMI 3PIiCT, HeAOCTaTHA Maca Tina, A0Bri KiHLiBKM Ta
nanbLj, BUCOKe niaHebiHHs, Kipockoniod, ninkonoaibHa
rpyaHa Knitka, natosoria cepLeBO-CyAUHHOI cucTte-
MW, @ TaKOX YPaXeHHs1 opraHa 30py, fKi 4iarHOCTYIOTb
NPaKTUYHO Y BCiX xBOpUX Ha CM He3anexHo Bif BiKy:
eKTonis KpuwTanukie, Mikpocdepodackis, niocka po-
rieka, Mionisl, reTepoxpomisa Ta KONnobomMu panayxku,
MerasiokopHea, ronybi cknepu, rinonnasia pangyxHoi
0060SI0HKK, uMiapHOro M’a3a i NirMeHTHOI KaiMu 3iHWY-
HOro Kpato, 3MiHW Kanibpy cyauH ciTkiBku. JLoBXuHa OCi
O4YHOro s61yKka 36inbLUeHa, Wo Beae Ao Mionii 3 MMoBIp-
HMM BiflWapyBaHHSAM CITKIBKM, MOXJ/IMBA OereHepauid
CITKIBKM Ta KOCOOKICTb, 4acToO npu cuHapomi Mapdgana
3yCTpiYaeTbcs KyToBa rmaykoma [3,5,7,9].

3MiHuM ckeneTy Big3Ha4valoTb y 2/3 naujeHTiB i3 CM,
i BK/IOYAIOTb: BUCOKWIA 3PICT, acTeHi4yHy Tino 6ynosy,
[0NiIXOCTEHOMENI0, NPOrHaTilo, «roTUYHe NiAHEOIHHS»,
nedopmauiio rpyamHn, apaxHogakTuito, CKoNiosu, Ki-
dockoniosun, nopyLUeHHs yHKLi cyrnobis, NIOCKOCTO-
NiCTb, ANCOHYHKLiIO HMXXHbOLLENENOBOro cyrnoby [2,6].

HaliBaxui 3miHM cnocTepiraloTbcst 3 BOKY cepue-
BO-CYMHHOI CUCTEMMU, LLLO NPOrHOCTUYHO € HeGe3ney-
HUM, OCKiNlbk1 ypaxKeHHs cepus i cyauH y 50% Bunaa-
KiB NPM3BOANTbL 0O CMEPTI 3a BIACYTHOCTI XipypriyHOro
nikyBaHHs. Halibinbw 3arpo3nueumu npu CM € npo-
rpecytoya amnaTtauis Kinbus aopTanbHOro kjanaHa ta
poslapyBaHHs aopTu. CBoeyacHa kapphioxipypridyHa
KOpEeKL|isi cepueBo-CyaMHHNUX MPOSiBIB Ta yCKnagHEHb
CM po3BonuTb 36inblWINTY TPUBANICTb Ta MOKPALLUTU
AKICTb XUTTA OaraTtbox nauieHTis [6,10].

Mopsag i3 KoapkTauieo aopTu, rinonaasien aopTw,
HE3POLLEHHSIM apTepianbHOi MPOTOKKN Y XBopux i3 CM
BIAMIYAETLCA reHepanisoBaHe YypaxeHHs enacTuy-
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HOI TKaHMHW BCiX CyauH. AHEBpM3Ma aopTu BUHUKAE 3
0[HaKOBOI YaCTOTOW Y YONOBIKIB i XiHOK Bikom 30-40
POKIB 3 MEPEBAXHUM YPAKEHHAM BUCXIAHOI YACTUHWU,
Mag MilLKOMOAIOHNIA BUMNAA, i3 XapaKTEPHUM YPaXKeH-
HAM ii FiNOK, a TakoXx i301bOBaHMMK aHEBpPU3MaMu ap-
Tepin. AHEBPU3MU MOXYTb BUHUKATU HE JIMLLE B PI3HUX
BigOiNnax aopTun, ane n y nereHeBin apTepii, a Takox y
COHHUX, NMPOMEHEBUX, NIKTbOBUX, CTEFTHOBUX Ta iHLIMX
cyauHax opraHiamy. AHeBpuama aopTn npy CM Hebes-
neyHa He Nu1Lle MOXJIUBICTIO PO3PMBY Y1 CTEHO30M KO-
POHapHUX apTepin, ane i pO3BUTKOM NOPYLLUEHb MO3KO-
BOI0O KPOBOOOIry, Lo MOXe Npu3BecTn A0 iHBaigHOCTI
4y cMepTi naujenTis i3 CM [4,10].

CuHppom MapdaHa Ta iHwWi cnaakosi xBopobu crno-
JIY4HOI TK@QHWHU MaloTb, K MPaBuio, MPOrpecytoyni
XapakTep i nexarb B OCHOBI GOpPMYyBaHHSA 3HAYHOT 4ac-
TUHM COMATMYHOI NaTONOrii, 9Ka HEPIOKO BUXOOAUTb Ha
YinbHe Micue i BU3Ha4ae NPoOrHo3 OCHOBHOIT XBOPOOU Ta
XNUTTS, TOMY Nogasiblli HaNpauioBaHHA B L ranysi €
BKpai akTyanbHumm [3].

MeTta pocnipgXeHHs: BMBYNTU (DEHOTUMNOBI OCO-
6nMBOCTI XxBOpUX i3 cuHapomoM MapdaHa, ki npo-
KOHCYNbTOBaHI y JIbBIBCbKOMY MiXXOONacHoOMy meaum-
KO-reHeTn4yHomy LeHTpi y 2001-2016 pokax i cTBOpUTA
PEECTP NaLEHTIB 3 L€ CNaaKOBOK NAaTOJOTIE.

OG’eKT i MeToau JoChiAKEeHHSs: NpoaHasi3oBaHO
BMUNaaku cuHapomy Mapdana 3a [ONOMOroto KiHIYHO-
ro, KJmiHiKO-reHeanori4yHoro, MeamnKo-cTaTUuCTUYHOro
METOLIB.

PeaynbraTn pocnigXeHb Ta X OOroBOPEHHS.
[poBeaeHO aHania MeguyHoi AOoKyMeHTauji (peectpa-
LiNHUX reHeTndHux kapt ¢&. 388/y nauieHTiB JIbBiB-
CbKOr0 MiX06/1aCHOr0 MeaMKO-TEHETUYHOIO LEHTPY
(MMr'd) ta ¢dopm Ne 112/y B OMTAYMX BiOOiNneHHAX
KifIbKOX MIiCbKUX KOMYHasbHUX JflikapeHb MicTa JlbBoBa
3a nepiop i3 2001 no 2016 pik. NMpoaHanizoBaHO BCi BU-
nagku cnHgpomis MapdaHa 3a gaHuin NPOMIXKOK Hacy.
3a nepiog 3 2001 no 2016 pik y JIbBiBCbkOMY MMIL],
Oyno BusisneHo 85 Bunagkis cunHapomMy MapdaHa — vy
45 xnonuis Ta 40 pisyat. Y 84% Bunaakis nauieHTn 6ynm
MellkaHusamu JlbBoBa Ta JIbBiBCbKOi o6nacTi, y 14% —
TepHoninbcbkoi obnacTi Ta no 1% — npoxwveanu y Bo-
JINHCbKI Ta IBaHO-PpaHKiBCbKil 0bnacTax.

B enekTpoHHy aHKeTy AaHux npo Bunagku CM BHe-
ceHo iHdopMmaLito Npo 6aTbkiB AUTUHN, iX BiK, MicLe Ha-
POAKEHHS, HASBHICTb Y HUX MOBYTOBMX Ta NPOPECINHNX
wKiomBumx dakTopiB, nepebir BariTHOCTI Ta Mosoris,
PEnpPoOayKTUBHUI aHaMHEe3 MOAPYXOKSA, OCOONMBOCTI
CnagkoBOro aHamHedy. BHocunucb, TakoX, AaHi npo
deHoTMnoBi ocobnmBocTi npobaHaa, MOro KapioTu,
COMATM4YHUA Ta HEBPOJIOMYHUIM CTaTyC, 3aK/O4YEHHS
BY3bKMX CMELianicTiB NiCNS KOHCYbTALLN.

Byno gouinbHMM npoaHaniayBaTy 4acToOTy OKPEMUX
dakTopiB, WO MOMU CNPUATU BUHUKHEHHIO 3aXBOPIO-
BaHHS. BigibpaHo onsa aHanisy, 3okpema, H1U3bkKy mMacy
Tina npwv HapOLXKEHHI, CTyMiHb JOHOLLEHOCTI, BiK MaTe-
pi, ocobnmBocTi Nnepebiry BariTHOCTI Ta Nosoris, HasB-
HiCTb NpodeciliHNX Ta NOBYTOBUX LUKIAMBUX HAKTOPIB
y 6aTbkiB. OTXe, y BCiX 3apEECTPOBaAHNX BUMNAAKax He
BUSIBNIEHO AY>XE BUCOKMX 4aCTOT HakTopiB puU3unKy ne-
puHaTaneHoro nepiogy. Cepepn 4acToTn aHTe- Ta no-
CTHaTaNbHUX HecneundiyHmx dakTopis pusmnky ¢op-
MyBaHHSI nartonorii y giten i3 cuHgpomom MapdaHa

Ha nepLue Micue BMALLMIA YacToTa XPOHIYHUX 3aXBOPIO-
BaHb MaTepi cTapworo Biky matepi (0,4) xBopux AiTen.
Y 20% piten, HapooXeHux i3 cuHapomom MapdaHa,
mMaca Tina npu HapoaxeHHi 6yna Hux4voto 2500 r. 3a ni-
TepaTtypHUMN OxXepenamMu, 3rifHO YNCENbHUX CroCcTe-
peXeHb, 3Ha4yHa YaCcTMHa Takmx OITeN HapOLXKYOTbCSH
He[OHOLLEHVMU, a CepefiHa Maca Tina npu HapoaXeH-
Hi cknapgae 2221 r. KoxeH TpeTin 6aTbko XBOPUX AiTen
3/10BXMBAB NaniHHAM

He BUSABNEHO XXOOHOrO BUMAAKYy HAPOOXKEHHS Oun-
TUHM i3 cuHapomMom MapdaHa y cropifgHeHoMy LWo6I.
KopeH i3 6aTbkiB ypaxeHux gitein He 6paB y4acTi y nik-
Bigauii Hacnigkie YopHoOUbCbKOi kaTacTpodu i He 6yB
nepeceneHnM i3 3abpyaHeHnX TepUTopIN.

deHOTUNOoBI NPOSIBU XBOPUX AOiTEN, AKUX MU Orfis-
nanu, y 6inblocTi Bunagkis 6ynn xapaktrepHumMn ans
cuHgpomy Mapdana. AHania 4acToTu BUABNEHMX O3HAK
npencTaBfieHo y Tabnuui.

3BUYaliHO, Marxe y BCiX XBOpUX AiTel 6yna kKniHiYHO
BUAIBNEeHa abo Bia3HavyeHa y MeanyHux ¢popmax — ao-
nixocTeHoMenis, aKka € Beay4MmM CMMATOMOM CUHAPO-

Tabnuua.
YacToTa BUaBneHux ocooénmeocrei
deHoTUNY Yy AiTew i3 cuHappomom MapdaHa

deHoTUNOoBI 03HaKK K'”"K'CT." HacToTa
BUNAAKIB q
JonixocteHomenisa 85 1,0
[MpakTn4HO BIACYTHICTb 62 08
NiALWKIPHO-XMPOBOro LWapy ’
AanHO,EI,aKTI/!ﬂIFI KUCTEN 75 0.9
Ta nanbLiB cTon
BupaxeHa FII'IGpMOGIJ‘IbHICTb 70 0.9
cyrnobis
LOedopmalia xpebTa 48 0,6
Hedopmalia rpyoHoi KNiTUHU 38 0,4
Mnocka cTona 30 0,3
AHeBpM3Ma BUCXiAHOT YaCTUHU 35 05
aopTn
Mponanc miTpanbHOro knanany 30 0,4
lMponanc aopTanbHOro knanavy 29 0,4
BuBux kpuwtanmka 44 0,5
MigBMBUX KpULWITANMKa 30 0,4
Mionist BUCOKOro CTyrneHo 24 0,3
linepmeTponis 18 0.2
BNCOKOIO CTYMNEHIO

My MapdaHa. Mu Big3Ha4MAM i BUCOKY 4acTOTy apax-
HoOakTuUnii kucTen Ta nanbuis cton (g -0,9), BUpaxeny
rinepmo6inbHicTb cyrnobis (g -0,9) Ta npakTU4HO BiA-
CYTHICTb MigLKipHO-XMpoBoro wapy (g -0,8). BinbLu Hix
y NONIOBUHW XBOPUX AiTel Oyna BusiBneHa gedopmadis
xpebTa (g -0,6), a y NosI0OBMHN — aHEBPU3MA BUCXiAHOI
yacTuHu aopTtn (q -0,5) Ta BMBMX KpuwiTanuka (q -0,5).

BicHuk npo6nem Gionoriti meanunHm — 2017 — Bun. 2 (136)

205



MEOUWYHA TEHETUKA

Y 2014-2015 pokax cuHgpom MapdaHa BCTaHOBIE-
HO Y TPbOX MPOBaHAiB HEOOTAXKEHNX CIMENHUM aHaM-
HEe30M LLOA0 AAaHOM0 CNaKoBOro 3aXBOPIOBAHHS.

Y 2016 poui peecTp AaHMX NOMOBHEHO ABOMA Ci-
MeNnHUMK Bunagkamun cuHagpomy Mapdana, oe Bkasa-
Ha nartonoria 6yna giarHocToBaHa y 2 YNIEHIB POOUHN.
Tomy BBaXXaeMO OOLINBHUM Nogatv AaHi Npo HacTyn-
HUI KNiHIYHWIA BUNAOoK, 9K NPpUKNaa ansg geMoHcTpauii
MOXJIMBUX BiKOBUX OCOONMBOCTEN [AjarHOCTUKM CUH-
apomom MapdaHa.

Onucyemo BMNagoK 3 npobaHaoM XiHo4Yoi cTaTi 3
cuHgpomoM MapdaHa, 2008 poky HapoaxXeHHs. Y po-
OVHI BiANoBioHMIA AiarHo3 mana matun npobaHaa (imo-
BipDHO a@yTOCOMHO-AOMIHAHTHUIA TUN yCnaaKyBaHHS
naHoi natonorii). Mpn NpoBeAEHHI KNiHIKO-reHeanoriy-
HOrO JOCNIAXEHHS BCTAHOB/IEHO, LLO Y MaTepi NnpobaH-
na 6yB 0OTSXKEHUI PENPOAYKTUBHUIN aHAMHES Y BUMMAAI
TPbOX BUKMIHIB HA paHHix TepMiHax BaritTHOCTi (oo 12
TWUXHIB BariTHOCTI). Y paHHbOMY OMTSHOMY BiLli y MaTepi
npobaHaa BUsIBNIEHO HM3bKi 30POBi MOKa3HMKN: KOHCTa-
TOBAHO BUMBUX KPULLTANWKIB Yy CKIMUCTE Tino, OereHe-
paujto CiTKiBOK 060X 04ei, MOMYTHIHHS CKJINCTOrO Tina
000X 04elr, a TakoX CKOMIOTUYHY NMOCTaBy Ta TPO@IidHI
3MiHW HIirTiB. YNbTPa3ByKOBE CKaHYBaHHSI BHYTPILLHIX
OopraHiB Ta kamep cepLs NaTonorii He BUABUIIO.

Y outuHM i3 cuHgpomom MapdaHa okynicToMm Bu-
ABJIEHO ipuaoreHe3 Ta cybsniokcaLlis KpUTanukie, ki
3’9BUINCE Y TPUMICAYHOMY BiLj. XBOpa 3Haxoaunacb
nig cnocrtepexeHHaM B [lepXxaBHin ycTaHoBi «IHCTK-
TYT O4HUX XBOPOO i TkKaHWHHOI Tepanii» HAMH YkpaiHu.
Onepauisa 3 npMBoAY NEHCEKTOMII NpoBeEAEHA NOYEPro-
BO Y TPbOX- Ta YOTMPbOXPIYHOMY Bili. Ha [aHnin MOMEHT
BiaMiYaeTbCca adakia 060x oven, ambnionia cepeaHbO-
ro cTyneHto 060x o4ei. MNauieHTKka BUKOPUCTOBYE KOH-
TakTHY KOPEKL,0 Ta NNaHyeETbCS NPOBEAEHH:A noeTarn-
HOrO BCTAHOBJIEHHS IHTPAOKYNsipHA NiH3a.

OpToneaoM KOHCTATOBAHO MIOCKO-BaNbryCHY Ae-
dopmaLiio CTon, NOPYLUEHHA NOCTaBU Ta NiNKONoAi6-
Hy aedopmauiio rpyaHoi knituHu | ctyneHto. 3adik-
COBAHO MHOXMHHE Kapio3He ypaxeHHst 3ybiB. 3rigHo
NPOTOKOJY YNbTPa3BYKOBOrO OOCTEXEHHS BHYTPILLHIX
OpraHiB BioxuneHb He BuABNeHO. [uHamiyHe obcTe-
XeHHs ExoKI™ Bka3ye Ha BiACYTHICTb NATONOrYHUX 3MiH
Ha gaHOMy eTani po3BUTKY AMTUHWK. BioximiyHe gocni-
[)KEHHS Cevi BUSIBUIO HE3HAYHI MOPYLUEHHS aHTUKPUC-
TanyTBOPIOYOi OYHKLIi Cedi, MO3UTUBHY peakL,ito ceui
Ha NONAPHI NiNiAY Ta OKCUNPOJIiH, WO OrnocepeakoBaHo
MOXE CBIOYNTU HA KOPUCTb cnHapomy Mapdana.

HaBepeHun npuknag LEMOHCTPYE HELOCTaTHICTb
CBOEYACHOI AjarHOCTUK1 cuHgpomy MapdaHa y npo-
6aHOa B paHHbOMY Billi, HE3BaXalunm Ha MOXI/IMBICTb
BUSABJIEHHA MaTosiorii 3a ymoB ¢$axoBOi cnisnpawi ri-

HEeKOJI0riB, OKyJICTIB Ta OpTONeaiB, sKi NikyBann maTtip
XBOPOi ANTUHU, 3 FEHETUKOM.

BumyLueHi KoHCTaTyBaTK, WO PeECTpaLis NaLlieHTis
i3 cuHgpomomMm MapdaHa 4acTo BigOyBa€eTbCs NuLle y
LIKiNbHOMY BiLi. TOMy, BB2XaEMO OOLLINIbBHUM PEKOMEH-
AyBaTW NOCWIIEHHS MPEBEHTUBHOIO Miaxony, ik OCHO-
BHOrO y BEAEHHI AaHOi CNaZKoOBOI KOrOpPTW NaLLEHTIB.

CtBOpEeHa enekTpoHHa 6a3a AaHux NaLeHTIB i3 CUH-
apomom MapdaHa, ski 3BepTanvcb 3a AOMOMOroi y
JIbBiBCbKMIA MiDKOONIACHUIA MEANKO-FeHETUYHUIA LIEHTP
NPOTArOM OCTaHHiX 16 pokiB, MOMNOBHWUIACL 5 HOBUMU
BUNagKkamMm naronorii, giarHoctoBaHoi y 2014-2016
poKax.

BucHoBku

1. 3a nepiog 3 2001 no 2016 pokun y JIbBiBCbkOMY
Mi>ko61aCHOMY MeaMKO-reHETUYHOMY LIeHTPi OyS10 BU-
saBneHo 85 Bunaakis cuHapomMy MapdaHa, siki BHECEHi y
CTBOPEHY eNIeKTPOHHY 6a3y AaHMX NawieHTiB, Wo 3Bep-
Tanuck 3a gonomoroto y JIMMITL, npoTarom Lumx pokis.

2. HanuacTiwe 3 GeHOoTUNoBUX 03HaK y rpyni XBO-
pux i3 cuHapomMmom MapdaHa 6ynu BUSIBNEHI [0NiXOC-
TeHomenis (q -1,0), apaxHooakTUAii KNCTEM Ta NanbLiB
cton (q -0,9) Ta BupaxeHa rinepmobinbHiCTb Cyrnobis
(q _019)-

3. Peaynbratn poboTh NigKxpecntonTb HEOOXiAHICTb
pPaHHbOI AIarHOCTUKM Ta MOHITOPUHIY MNPO@IiNbHUMUN
BY3bKMMW Crieujanictamm — Kapgiosorom, Xipyprom-
opTonenom Ta odTanbMOA0roM NaLeEHTIB i3 AndepeH-
LLINOBAHOIO ANCMNIASIED CNOYYHOI TKAHMHN.

4. BigCyTHICTb pPaHHbOI AiarHOCTUKM CUHOPOMY
MapdaHa Ha npuknagi BUSBAEHOrO Yy LUKiSIbHOMY Billi
BUNagka uiei cnagkoBoi naTonorii ceigunTb NPo Heob-
XiOHICTb NMPEBEHTMBHOIO Niaxony, 9K OCHOBHOIO, Yy Be-
[EHHI AaHOi CNaaKoBOi KOrOPTY NALLEHTIB.

MepcnekTuBM nopganbliux gociigkeHb. CTBO-
PEHO enekTPOHHY 6a3y AaHWX NaLiEHTIB i3 CUHAPOMaMMU
MapdaHa, aki 3BepTanmcb 3a 4ONOMOroio y JIbBiBCbKNI
Mi>kOONaCHUIA MeaMKO-TeHETUYHUIA LEHTP MNPOTAroMm
2001-2016 pokiB Ta po3no4yato MOoLWyK BMNAAKiB LMX
3axBOPIOBAaHb Yy AMTAYMX MOnikfiHikax micta JlbBoBa. 3
METOI0 PaHHBLOrO BUABJIEHHA XapakTepHOi Kapaioso-
riYyHoi, odTaNLMOSIONYHOI Ta OPTONEaAMYHOI NaToNorin
i YHUKHEHHS BaXXKUX KNiHIYHMX MPOSIBIB Ta iHBanian3auii
[aHOi KOropTW NAUIEHTIB, HAroIOLWYEMO Ha BXJ/IMBOCTI
OMHAMIYHOrO CrnocTepeXeHHs 3a npobaHaamm i3 CUH-
apomoM MapdaHa Ta ix Hawaakamm, 3anpoBaaXeHHs
MOCTINHOrO MOHITOPUHIY PIBHSA AijarHOCTUKW [AHOI Ta
iHLWOT cnaaKoBOi NaToNorii MIOANHN Ta NOLLYKY CNoco6iB
il yOOCKOHaNIEHHS € NEPCMNEKTUBHUM HAMPSAMKOM, SKUIN
HeoObXxigHO NPOAOBXYBATN B MEXax BUKOHAHHS nogasb-
LLINX HAYKOBUX AOCHIOKEHb.
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GEHOTUNOBI OCOBJIMBOCTI XBOPUX I3 CUHAPOMOM MAP®AHA, 9Kl MPOKOHCYJIbTOBAHI Y
JIbBIBCbKOMY MDKOBJIACHOMY MEOUKO-TrEHETU4HOMY LEEHTPI Y 2001-2016 POKAX

Ocapuyk 3. B., AkongH I. P., Bnox M. B., KoBanig I. B., Kiuepa H. I.

Pesiome. CuHapom MapdaHa — crnafkoBe 3aXBOPIOBAHHS 3 YPaXXEHHSIM CMOJTyYHOi TKaHWHU, sike B BinbLLIOCTI
BUNAOKIB XapakTePUI3YETLCSA BUPAXKEHOIO FrEHETUYHOIO FETEPOrEHHICTIO.

Merta pocnigxeHHsi: BUBYUTU GEHOTUNOBI 0COBNMBOCTI XBOPUX i3 cUHAPOMOM MapdaHa, siki MNPOKOHCYNILTOBAHI
y JIbBiBCbkOMY MibXkO611aCHOMY MeAMKO-reHeTU4HOMY LeHTpi y 2001-2016 pp. i CTBOPUTK PEECTP NauieHTIB 3 Ljielo
CNaaKoBOIO NaTOJOrIE0.

OO6’ekT i MeTOAN AOCIMXKEHHS: MPpoaHanisaoBaHo BUNaaku cuHapomy MapdgaHa 3a 4onoMoroto KniHiYHoro, Kii-
HiKO-reHeasoriyHoro, MeamKo-cTaTUuCTUYHOro MeTodiB.

Pesynbtatu. Y J1bBiBCbKOMY Mixo61aCcHOMY MeauKo-reHeTU4HOMY LeHTpi 3a 2001-2016 pp. aiarHocToBaHO
85 Bmnagkis cuHgpomy MapdaHa — y 45 xnonuis Ta 40 gisyat. HanyacTiwe 3 GeHOTMNOBUX O3HAK Yy rpyni XBO-
pux i3 cuHapomMmom MapdaHa 6ynun BusiBneHi gonixocteHomenis (g -1,0), apaxHoaakTuiii KUCTeN Ta nNanbLiB cTon
(g -0,9) Ta BMpaxeHa rinepmobinbHicTb cyrnobis (q -0,9). PeecTpauisa naujieHTiB i3 cuHagpomom MapdaHa yacto
BiAOYBaETLCH NMLLE Y WKiNbHOMY Bili. Pe3ynbtati poboTn nigkpecnioloTb HeOOXiAHICTb PaHHbOI AiarHOCTUKK Ta
MOHITOPUHIY NPO®INbHUMM BY3bKMMU CReELianiCTaMu — Kapaionorom, XipyproMm-optoneaom ta odTanibMOorom
NaLieHTiB i3 AndepeHLinoBaHO AMCNAA3IE0 CNOAYYHOI TKAHUHN.

BucHOBOK: NSt paHHBbOIO BUSIB/IEHHSI XapakTEePHOI KapAionoriyHoi, odpTanbMONOriyHOI Ta OpTONeanyHoI NnaTo-
NOriN | YHUKHEHHS BaXKUX KNiHIYHUX NPOSIBIB Ta iHBaNiamM3aLii 4aHOoi KOropTy NauieHTIB, HAronoLWyEMO Ha BaX/n-
BOCTiI AMHAMIYHOIO CNOCTEPEXEHHS 32 NpobaHaamMu i3 cuHgpomom MapdaHa Ta ix Hawankamu.

Kniouoei cnoea: cuHapom MapdaHa, enektpoHHa 6a3a gaHux NauieHTiB, AUCMIasisa Cnosly4yHOi TKaHUHU,
crnajakoBsa nNaTtonoris.

YAOK: 616- 007.1-056.7]:575.1(447.83)

GEHOTUMUYECKMUE OCOBEHHOCTHU BOJIbHbIX (o] CUHOPOMOM MAP®AHA
NMPOKOHCYJIbTUPOBAHHbIX BO JIbBOBCKOM MEXOBJIACTHOM MEOUKO-FrEHETUMECKOM LIEHTPE
B 2001-2016 rOOAX

Ocapuyk 3. B., AkonaH I. P., Bnox M. B., KosanuB U. B., Kuuepa H. U.

Pesiome. CuHgpom MapdaHa — HacneacTBeHHoe 3aboneBaHne C NopaxXeHnem CoeavHUTENbHOM TKaHu, KO-
TOpoe B GOJILLUMHCTBE Clly4aeB XapakTepu3yeTCs BbIPDAXKEHHOM reHETUYECKON reTEPOreHHOCThIO.

Lenb nccnenoBaHus: N3y4nTtb GeHOTUNMYECKMEe 0COOEHHOCTN BONbHbLIX ¢ cuHAPOMOM MapdaHa, KoTopbie
MPOKOHCYJIbTUPOBaHbI BO JIbBOBCKOM MeX006/1aCTHOM MeauKo-reHeTnieckom ueHTtpe B 2001-2016 rr. n co3patb
perncTp naumMeHToB C 3TOW HAaCNeCTBEHHOM NaTONOMMEN.

O6BeKT 1 MeToAb! MCCIeA0BaHUS: NPOAaHANN3NPOBaHbI Cllydan cuHapoma MapdaHa ¢ NOMOLLbIO KIIMHUYECKO-
ro, KJIMHNKO-reHeanorMyeckoro, Meguko-cTaTucTM4eCckoro METOA0B.

Pesynbratsl. Bo JIbBOBCKOM Mex006n1acTHOM MeanKo-reHeTndeckom LeHtpe B 2001-2016 rr. anarHoCTMpoBaHbI
85 cnyyaes cuHgpoma Mapdara — y 45 manbumkoB 1 40 gesoyek. Yaule Bcero cpean GeHoTUnMYecKnx NnpusHa-
KOB B rpynne 605bHbIX ¢ cuHapomoM MapdaHa Obiim 06HapyxeHbl fonmxocteHomenus (q -1,0), apaxHopakTunms
KncTel n nansues cton (g -0,9) n BbipaxkeHHas runepmobunsHocTb cycTtaBos (g -0,9). Pernctpauus naumeHToB
Cc cuHpgpomMom MapdaHa 4acTo NPOUCXOANT TONbKO B LLKOSBHOM BO3pacTe. Pe3ynbratel paboThl NOAYEPKUBAIOT
Heo6X0OMMOCTb PaHHEN AMArHOCTUKN M MOHUTOPUHIA NPOMUIIbHBIMU Y3KMMU CNELNANUCTaMN — KapAnOJioromMm,
XMPYProM-opTonegom 1 opTanbMoNoroM nauveHToB ¢ gnddepeHuMpoBaHHON AMcnnasmen CoeanHUTENbHOM
TKaHMW.

BbiBoz: st paHHEro BbIIBNIEHNS XapakTePHOM KapamMonornyeckomn, odTanbMOoN0rMieckom n opToneamn4eckon
naTonornm n n3beraHms TAXeNbIX KIMHUYECKUX MPOSBNEHNI U MHBaNMAN3ALMN AAHHOW KOrOPTbl NaLMEHTOB, Noa-
YyepKkrBaeM BaXHOCTb AMHAMUYECKOro HabnoaeHmsa 3a npobaHaamm ¢ cuHagpomMomM MapdaHa v 1x NoToMKamu.
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KnioueBble cnosa: cuHapom MapdaHa, anekTpoHHasa 6asa gaHHbIX NauyeHToB, ANCMNasns coeamHUTESTbHON
TKaHW, HacneacTBEHHAas NaTonorms.

UDC: 616- 007.1-056.7]:575.1(447.83)

PHENOTYPIC FEATURES OF PATIENTS WITH MARFAN SYNDROME WHO CONSULTED IN LVIV
INTERREGIONAL MEDICAL GENETIC CENTERS IN THE YEARS 2001-2016

Osadchuk Z., Akopyan H., Vioh M., Kovaliv I, Kitsera N.

Abstract. Marfan syndrome is hereditary disease of connective tissue, which in most cases is characterized by
marked genetic heterogeneity with a prevalence of approximately 1:5000 people.

Typical manifestations affect the cardiovascular system, eyes, skeleton, lungs, skin and dura mater. Most
patients have a habitus with tall stature, long and narrow limbs, a long and narrow head shape and other skeletal
abnormalities. Of particular medical importance are the possible complications such as severe scoliosis or pectus
excavatum, dolihostenomeliya, arahnodaktyliyi hands and toes, retinal detachment, or an acute glaucoma evoked
by lens luxation. However, the most dangerous complication is acute dissection of the ascending aorta, which is
usually the result of a slowly progressive aortic dilatation.

Objective: to study the phenotypic features of patients with Marfan syndrome who consulted in Lviv interregional
medical genetic centers (Ukraine) in the 2001-2016 yy. and create a registry of patients with this hereditary disease.

Object and methods: analysis of cases of Marfan syndrome using clinical, genealogical and statistical methods.

Results. In Lvivinterregional medical genetic center’s 2001-2016 yy was diagnosed 85 cases of Marfan syndrome
— 45 boys and 40 girls. Most of phenotypic features in patients with Marfan syndrome were found dolihostenomeliya
(g -1,0), arahnodaktyliyi hands and toes (q -0,9) and severe joint hypermobility (q -0,9). Registration of patients with
Marfan syndrome often occurs only at school age.

We describe afamilial case of Marfan’s syndrome with autosomal dominantly inherited connective tissue disorder
and associated with ophthalmologist disorders in mother and her daughter. In early childhood mother observed low
visual indicators, stated dislocated lens in the vitreous body, retinal degeneration in both eyes, clouding of vitreous
OU, and also scoliotic posture and trophic nail changes. Ultrasound scans of internal organs and the heart changes
pathology was not found.

In probands with Marfan’s syndrome were found irydohenesis and sublyuksation of lenses that diagnosted to
three months old. Operation on lensektomy held alternately in three- and four-under. We have observed aphakia
in both eyes, in both eyes medium degree amblyopia. The patient uses contact correction planned and phased
installation of intraocular lens.

Orthopedist stated flat-valgus deformity, posture and deformation of chest | grade. According to the protocol
ultrasound of internal organs abnormalities were not found. Dynamic echocardiographic examination indicates that
there are not pathological changes at this stage of development.

The results highlight the need for early diagnosis and monitoring of specialized narrow specialists — a
cardiologist, orthopedic surgeon and ophthalmologist with differentiated connective tissue dysplasia.

Conclusion: typical for early detection of cardiac, ophthalmic and orthopedic pathologies and avoid severe
clinical manifestations and disability in this cohort of patients, emphasize the importance of dynamic monitoring of
probands with Marfan syndrome and their descendants.

Keywords: Marfan syndrom, electronic database of patients, connective tissue dysplasia, hereditary pathology.
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