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Cunapom Mapdana — ne xBopoba 3a ayTOCOMHO-OMIHAHTHUM THUIIOM YCIaJKyBaHHS.
Bona 3yctpivaerses 3 yactotoro Big 4-6 no 17 Bunankis Ha 100 000 momymsimii i IpOSIBISETHCS
BPKCHHSIMU CKEJIETHO-M 30BOi CHCTEMH, CHCTEMH OpraHa 30py 1 BpaXeHHSM CepleBO-
CYOMHHOI CcHUCTeMH. BpakeHHS OCTaHHBOI XapaKTEPU3YETHCS PO3BHUTKOM aHEBPH3MH, SIK
IpaBUJIO, aHEBPU3MHU BHcXinHOi aoptu. JliarHo3 cunapoMmy Mapdana 0a3yeTbcs Ha JaHMX
KputepiiB po3pobienux R. Pyeritz, V. McCusick. [3, 6], a Takox Ha naHux ['eHTChKOI
kiacudikarii.

Bignosigno mo manmx V. McCusick 1ie 3axBoproBaHHS € HaHOUIBII TMONIMPECHUM
CHaJKOBUM pO3JIaZIOM CIIOJIyYHOI TKAaHMHM, IO YacTO 3rOAOM MPUBOIUTH 1O AMJIATaLii
(po3MIMpPEHHS) a0pTH, PO3BUTKY HEJAOCTATHOCTI AOPTAJBHOTO KJalaHa, a MOTIM po3puBy abo
posirapyBanHs aopt. [1, 3, 5, 6].

Y 1896 pomui mapuspkum memiatpom A. Mapdanom Oyia ommcaHa MoJioja JiBYHHA, Y
aKkoi Oylna apaxHOJAKTHIIs, YPO/DKEHI KOHTpakTypu 1 ckomios. Ilpu ommci ii crany aBTOp
3aCTOCYBaB TEpMiH «momixocreHoMenmis» [1, 6]. 3a ipoHiero Ha AaHWN Yac BBaXKAalOTh, L0 11,
BIIEpIIIe OMKCaHa B jiTepaTtypi MapdaHoM XBopa, HE XBOpija Ha CUHIpoM Mapdana B3araii, a y
Hei Oyia ypo/KeHa KOHTPAKTypHa apaxHOMAKTWIISA. TepMiH «apaXHOMAKTUIIIs) 3alpONOHYBaB
nizninre C. Achard, BiH TakoX BiI3HAUUB CIMEHHY 4acTOTY LOT0 cTaHy [1, 6]. OuHi nmopymieHHs
XapaKTepU3yIOThCsl 3a3BHYail ekromiero kpumranuka. R. Pyeritz, V. McCusick [3] nerambHO
onucand cuHApoM MapgaHa Ta HOro mposiBM, a TaKOXX PO3POOMIIM KpHUTEpii AIarHOCTHUKH,
BIJIOBIAHO JI0 SIKMX JI1IalHO3 CHUHAPOMY I'PYHTYETHCSI Ha HasBHOCTI XapaKTEpHUX MOPYLIEHb Y
KICTKOBIH, O4HIN 1 cepleBO-CyAMHHINA cucTeMax. Takoxk HEpiIKO CHOCTEepIraeThCsl MO3UTUBHUN
CIMCHHHUI aHAMHE3, 10 Y3TO/KYETHCS 3 IMOJIOKEHHSIM ayTOCOMHO-TOMIHAHTHOI CIaIKoBOCTI [6].
Tpu 3 MX YOTUPHOX KPUTEPIiB MOBUHHI OYTH 3aJ0BOJIEHI HEpIl, HDK JIiKap MOXE BIEBHEHO
JlarHOCTYBaTu CUHJIpoM Mapdana.

Cunapom Mapdana 3a3Buyail 11arHOCTYETbCSA Y MOJIOJJIOMY Billi, Y MOJIOJUX OaTbKiB. Y
70-85% xBopuX, y SIKUX BIIEpIIE 3’ IBUIIACS KIIIHIYHI MPOSIBU I[HOTO 3aXBOPIOBAHHS, B POi Oyiu
XxBOpi cuHapoMoM Mapdana. ¥V inmux (20-25%) 11e 3aXBOpIOBaHHS BHHHUKAE a00 B pE3yNbTaTi
HOBOI CMIOHTAaHHOT MyTallii, 200, MOXKJIMBO, Yepe3 HasBHICTh T'€TEPOreHHOIr0 3aXBOpOBaHHs [1,
6, 7]. Cnig mam’staT i TIpo Te, IO YACTOTa CIIOHTAHHMX MYTallii BUINA Y BHUIAIKaxX JITHIX
0aThKiB.

I'en cungpomy Mapdana Oy Bmepiie BufiiieHui y nokyci 15-1 xpomocomu K.
Kainulainen [2] y 1990 p. Ile Toii camuii ren (FBNI), mo xoaye ¢iOpuiin — ocHOBHMIA 010K
MiKkpo(iOpui, M0 CKJIaJaloTh €JacTUHOBI BOJIOKHA. BceraHOBIeHa, IO Yy TeHi, MO0 KOIYeE
¢G10puiiH, BU3HAYAIOTHCSI MHOXKHHHI MYyTallll Taki, sIK yHIKaJlbHa MICCEHC-MyTallis, Heeris,
Oe3riy3za MyTallis, 1[0 BKa3ye Ha O€3MOCepeqHIO BIAMOBIAAIBHICTH LILOTO T'€HY 3a HpPOSBU
curapomy Mopdana [4]. D. Milewicz i ixmi aBropu [5] mokasanu, mo npuOIU3HO Y YBEPTI
XBOPHX CHUHTE3YETbCS HEAJeKBaTHA KUIbKICTh (PiOOpWiIiHy, y OjHI€l 4BepTi BiIOYyBaeTbCs
Hee(heKTUBHA cekperliss (PpiOpuiuHy, 1Mo B OJHIET YBEPTI CIIOCTEPIra€ThCs MOTAaHE BKIIOUYEHHS
¢i6pmItiHy 10 BHYTPIIIHBOKIITHHHOI MaTPUIl, @ Y YaCTUHU XBOPUX, IO 3aJIMIIMWIACH — Ae(eKT
¢i0pwtiHy HeBu3HavyeHWi. Ha choromHimHIA ACHH TOYHO BCTAHOBJICHO, IO MYyTallid T'eHa
¢i6pmininy Ha 15-i1 XpoMocoMi € OCHOBHOIO NPHUYMHOIO MOSBU cuHApoMmy Mapdana. Ilpore,
yBaru 3acliyroBy€ 1 Te, 10, HAmeBHE, U1 KOXKHOI CiM’1 XapaKTepHa CBOsS MyTallisli B TeHl



¢iOpuIIiHy, 1 10 ILOTO Yacy BU3HAYEHO Bke MmoHa 50 Takux myramii [7].

B iHcTHTYTI cepueBo-cyauHHOi Xipyprii iMm. M. M. AmocoBa 3 1980 mo 2016 p.
criocrepiranock i mposikoBano nonas 300 xBopux 3 cuHApoMoM Mapdana, y SKUX OCHOBHOIO
NPUYMHOK MPUYMHOK 3BEPTaHHS B IHCTUTYT Oyja aHEBpU3Ma BUCXITHOTO BTy aOpTH.
BinbIicTh 13 HUX YCHIITHO IPOOIepoBaHi (TocmiTanbHa JeTAIBHICTh Ha PiBHI 8,5%).
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