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arato €Ki MOpyLUeHHA 300PO0B'S
IOOVIHWM MAKOTb FEHETUYHY OCHO-
By. BignosigHO 00 uUbOro reHe-
TU4YHY CMagKoBY NaToMOrio noai-
NFI0Tb HA TPWU OCHOBHI rpynu:
XPOMOCOMHIi, MOHOI€HHI Ta KOM-
MaekcHi, abo MynbTUdakTopianb-
Hi 3axBopioBaHHa [1]. KoxHa 3
uMxX rpyn geTanidyeTbcs i Bigno-
BiAHO NOAINAETLCS HA NiArpynu.
MOHOreHHi 3axBOPIOBAHHA
CKIIaAalnTb BEVKY YaCTUHY re-
HETUYHOI naToforii Ta cnpu4n-
HEHI MyTauisMm OOHOro reHa.
3aranbHa knacuoikalis MOHO-
reHHUX 3axBOpPIOBaHb Ba3yeTbCA
Ha T1Ni XPOMOCOM, B SIKMX pO3Ta-
LLIOBaAHI MYTaAHTHI FreHu, Ta Kifb-
KOCTi MYTaHTHUX anenis,
HeoOXigHiI ons NposiBy 3axBoO-
ptoBaHHS. BignosigHO MOHOreHHi
3axBOPIOBaAHHSA MOAINSAIOTLCA Ha
ayTOCOMHI Ta CTaTb-LENSEHI,
OOMIHaHTHI Ta peueCcuBHi.
YacTtoTa MOHOreHHUX 3axBO-
ptoBaHb pi3Ha, OAHaK 3arajibHa
TEHOEHUIs € Takol, WO peue-
CMBHI 3aXBOPIOBAHHS BUHUKAIOTb
pigLe nopiBHAHO 3 JOMIHAHTHU-
MU. Ha nowwupeHHs Ta 4actoTy
MOHOIEeHHUMX 3aXBOPIOBAHb MOXE
BNAMBaTKN reorpadiynin dakTop,

noB'a3aHnin 3 epeKkToM 3aCHOB-
HVKa, Ta MpPUTamMaHHa MEBHUM
HapoaaM WwintobHa isonauis. My-
Tauji, WO CNPUYUHSIOTL MOHO-
reHHi 3axBOPIOBAHHSA, MOXYTb
OyTn pi3HuXx Tmnie. 1o HWX Ha-
nexatb HOHCEH/MicCeHc/cel-
MCEHC Ta ChiancuHr myTauii, a
Takox aeneuii Ta gynnikadji [2].

OcobnuBy rpyny cepen, reHe-
TUYHO 3YMOBJIEHOT NaATONOrii
CTaHOBNATb PiAKICHI @yTOCOMHO-
peLeCcuBHI FreHeTUYHI 3axBOpIo-
BaHHS, 4acTOTa AKUX Yy nonynauji
€ HEeBMWCOKOl0, BiANOBIAHO 3Yy-
CTPiYalOTbCA BOHMU Y NiKapCbkii
npaxkTuui Hevacto. BoHn maso
OOCNigXeHi Ta HenocTaTHbO
onucaHi y crnewjanisoBanin nite-
patypi. MNpwn nosasi nauieHTa 3 Ta-
KWM 3axBOPIOBAHHAM MOXYTb
BUHMKATW TPyOHOW 3 yCTaHO-
B/IEHHAM AWdEpPEHLINOBaHOIro
KJiHiYHOro Ta NnabopaTopPHOro Ai-
arHogdy. ToMy ooKnagHe BMBYEH-
HS Ta ONUC PIAKICHNX FEHETUYHMX
3axBOPIOBAHb € HE MEHLL BaXJIN-
BMM, HIDXX OOCNIOKEHHS nowmpe-
HUX CUHOPOMIB.

pyna ayToCcOMHO-peLecuBs-
HUX 3aXBOPKOBaHb OXOMJE Be-
JINKY KiNbKICTb PI3HOMAHITHOT

rocseoBaTesibHOCTeV HyK1e0TUAOB C
MUCI0JIb30BaHNEM COOTBETCTBYIOLLMX
KOMIbIOTEPHBLIX MPOorpaMm. JJaHHasi cTatbsi 4aeT

MHGOPMaLNIO O ABYX PEeAKUX, HO HETKO

AnedpepeHUnpoBaHHbIX 8yTOCOMHO-
peLeccyBHbIX 3a00JIEBAHUSIX Y PACLUNPSIET
MHGOPMaLMIO O CrIEKTPE ONUCaHHbIX U

npogunakTnieckoe 3Ha4eHue ass
CBOEBPEeMEeHHOro Jjie4eHvs v riporHo3npoBaHus
KJIMHUYECKOro rnpoTekaHusi 3a601eBaHUA.
MonekynspHo-reHeTndeckoe obcrienoBaHmne
CYrNpYXeCcKkux rnap B rpoLecce MeanKko-
reHeTn4eCcKoro KOHCYJIbTUPOBAaHWS SIBJIIETCS
HEeobxoaAVMbIM yCI0BUEM /151 UCKIIIOHEHUS
HOCUTE/IbCTBA PELIECCUBHbBIX MYTaHTHbIX
asienen n 3¢peKTUBHOro rniaHNPoOBaHUs
30p0BOVi 6epeMeHHOCTU. [1py MOEKY/ISIPHO-
reHeTn4ecKkom OﬁCﬂe,qOBaHl/lM J151 BblIsIBJIeHUS
MyTauUni reHoB, aCCOLMNPOBAHHbIX C
pPas3/IN4YHbIMU 3360ﬂeBaHl/lﬂMl/l, UCIioJib3yeTcs
cekBeHupoBaHue no metoay CeHrepa vi aHa3

JEeTasin30BaHHbIX SKTOAEPMAasIbHbIX
3ab60s1eBaHNI 117151 OTEHECTBEHHbIX
crneunanancToB. Ha npyumepe cuHapoma nxtmosa
M MPEeXaeBpPeMEHHOro POXAEHVS N
M30JIMPOBaHHOV ANCIIa3UnN HOITeN
paccmMmarpuBaeTcs CTpaTterns BbisiBJIEHWS
MyTaumi 4s1s1 9 EKTUBHOIr0 JIeHEHUS U
rnpeaoTBpaLLeHmnsi MOHOreHHbIX O0JIe3HEA.

KniouyeBsie cnioBa: 340poBbe rnonyasuum,
reHeTnuyeckue 3abonesaHus,
aKToAepMarnbHble 3ab6oneBaHus,
ONarHocTuka, npodunakTmka.
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CnagKoBOi MaTonorii, gka cynpo-
BOIXKYETbCS YPAKEHHAM Oyab-
SKMX CUCTEM OpraHiB. YpaxeHHs
MOXYTb OYTW i301bOBaHUMU abo
NoeoHaHNUMU 3 iHLUKUMKU CUMMTO-
MamMu, BHACigoK 4oro ¢popmy-
I0OTbCHA MNATOJNIOTIYHI CUHOPOMN.
OcobnumBICTb LMX 3aXBOPKOBaHb
nonarae y Tomy, O BOHW PiAKO
3yCTpivyaloTbCa y nonynduii, no-
PIBHAHO 3 rpynok ayTOCOMHO-
OOMIHAHTHUX FTEHETUYHMX 3aXBO-
ploBaHb, TOMY AJ19 AEAKUNX, SIK Ha-
npuknag ans cuHgpomy Hetep-
TOHa, OMMCaHO fnLE Kifbka ae-
CATKIB BMMNAAKIB, iHWIi 6inbl Mo-
LWMPEHi, NMPUMIPOM, MirMeHTHa
Kcepoaepma Ta peHinKeToHypiq.

B YkpaiHi uga rpyna npencra-
BNIEHAa, 5K i B yCcbOoMy CBiTi. OgHak
nnwe Kinbka ayToCOMHO-peLe-
CMBHUX 3axBOploBaHb 0OroBo-
PIOOTLCS aKTUBHO, peLuTa 3anm-
waeTbCcd y TiHi. Hanpuknag, Be-
nnka yBara npuainaetbca deHin-
KETOHYpii Ta MykoBiCcLMOo3y [3-
5], i ue e abcontoTHO cnpaBenn-
BMM, OCKiNNbKM BOHW 3yCTpiya-
I0TbCSA O0CUTb 4acTo. 3anposa-
IXKEHO Kifbka aep>XaBHUX CKPU-
HIHFOBMX Nporpam aas HanbinbLu
MOLLUNPEHUX TEHETUYHUX 3aXBO-
ptoBaHb [5-8]. BomHo4yac icHye
BeNMKa KiNlbKiCTb MOHOFE€HHUX
AyTOCOMHO-PELLECUBHUX 3aXBO-
proBaHb, AKi PiAKO 3yCTPIiYalOTLCA
y nonynsuii i He € NpiopITETHUMU
onsa pgocnigpkeHb. OgHak ue He
3MEHLLYE CTPpaXaaHb MauieHTIB
Ta iXHiX poawndiB, He 3HIMaEe Bia-
MOBIOANbHOCTI 3 NikapiB y npoue-
Ci NMpaBWbHOI AiarHOCTUKM Ta
BMNPOBAMKEHHI Habinbw edek-
TUBHUX METOLIB JiKyBaHHA Ta
NPOMINaKTUKK.

CxeMy noefHaHHsS AiarHoCTu-
Kn Ta NPO@INakTUKM MOHOM€HHUX
3axBOPIOBAHb MOXHA PO3TISHY-
TN Ha nMpuknagi ayTocoMHO-pe-
LLECUBHOI pOpPMM iXTIO3y Ta EKTO-
oepmanbHoi gucnnaaii.

BpooxeHi ixTio3n — ue Benuka
reTeporeHHa rpyrna 3axBOpto-
BaHb, SKi NOB'A3aHi Hacamnepep,
3 pedekrammn KepaTuHisauii [9,
10]. YacToTa pi3Hux dopm BpO-

v

IoXeHux ixTiosie Bapitoe Big, 1/300
(ixTio3 3BuyamHmin) oo 1/300000
(namengpHuii ixTios Ta 6ynbLO3-
HUi ixTio3) [9, 11]. s rpyna 3ax-
BOPIOBAHb € reTEepOreHHo 3a
CBOiMM MposiBaMu Ta CTyrNeHem
YPaXEHHA WKIPHUX MOKPUBIB Ta
iHLWKX cucTemM opradie. Jeski
BpOOKeHi dopMu, Hanpukniag, ix-
TiO3 apnekiHa, HECYMICHI 3 XUT-
TAM | NpPM3BOAATbL OO CMEPTi Y
npeHaTanbHUN abo paHHIN Heo-
HaTanbHW Nepioa.

ExkTogepmanbHi  gucnnasii €
BEJINKOK FPYMol0 3axBOPIOBaHb,
AKI XapakTepusyTbCa BPOOXe-
HUMK pedekTaMn ogHoro abo
KINIbKOX MOXigHMX eKToaepMalib-
HOrO0 3apOoAKOBOro NMUCTKa, 4O
SKMX HanexaTb BOJIOCCHA, HirTi,
3yObu Ta noToBi 3ano3uv. 4ocuTtb
4acTo Ui NaTonorii MOXYTb NOEA-
HyBaTMUCb Y peHOTMNI 3 NaTono-
risMn IHWKX OpraHiB ekToaep-
ManbHOro abo mesofepMasibHO-
ro NOXOOXXEHHS, pigle — eHTo-
nepmanbHoro [12].

Ha cborogHi onncaHo 6113bko
200 pisHMX BUAOIB ekToaepMalb-
HUX gmcnnasin [12, 13], i nuwe
0ns 62 3 HUX BCTAHOBNEHO acoLli-
auilo 3 pedekramMmm NeBHUX reHis
(64 reHn) abo 3 XpOMOCOMHUMU
ninaHkamu (3 Bunagkn) [14]. Ek-
ToaepMalibHi aucnnasii MoXxyTb
BUHMKATU K CMOpaaMnyHi Bunam-
Kn. Takox ona ujiei rpynn 3axeo-
PIOBaHb OMMCAHO BCi TUMNW cnag-
KYBaHHH FEHETUYHO 3YMOBJIEHOI
natonorii, a camMme: ayTOCOMHO-
LOOMIHAHTHWNIA, ayTOCOMHO-peLe-
CUBHWIN, X-34EMJIEHNI OOMIHAHT-
HUA Ta peuecuBHUI. HYacToTa iXx
BVHWKHEHHS Yy CBIiTi CTaHOBUTb
npmbnunaHo 7 sunaakis Ha 10000
HOBOHapoakeHunx [12].

Lli oBi Benuki rpynmn 3axBopio-
BaHb 4aCTO MEPENnTalnTbCA MixX
Cc00O0I0 Y CEHCI KJTIHIYHMX MPOSIBIB.
JocnTb 4acto cuHApPOMK, AOMi-
HYIOYMMM MPOSIBAMU SIKUX € Oe-
deKTn KepaTuHizawii, cynpoBo-
LKYIOTbCA  aedektamMm  PidHUX
OopraHiB Ta yTBOpPEHb eKToaep-
MasibHOro MOXOOXKEHHS (Hanpu-
Knajg, OOOHTO-OHIXO-AepMalibHa
ancnnasis).

HewonaBHo y nitepatypi 6yno
onMcaHo ABa pPiaKiCHI 3axBOPHO-
BaHHSA eKToaepMasibHOro Mnoxo-
IDKEHHS: CMHOPOM iXTiO3y Ta ne-
penyvacHoro HapomxeHHs (CIMH)
Ta i3ofboBaHa AMcnnagisa HirTie
(1OH) [15, 16]. OAnga Hux BnepLue
BCTAHOBJIEHO TEHETUYHI NpUyK-
HU BUHUKHEHHSI Ta 3'ICOBAHO Me-
XaHi3MU1 NaTtoreHesy.

MeTta poGoTM — pO3MSAHYTU
MEeTOA0N0ri0 MONEKYNSAPHO-re-
HEeTUYHOr0 OOCTEXEHHS XBOPUX Ta

iXHIX pOOVH Ha NpuKIagj ABOX eK-
TOAEPMAIBHUX MOHOFEHHUX XBO-
pob6 ons edekTMBHOro nonepe-
IKEHHS, NiKyBaHHS Ta MPOrHO3y-
BaHHSA MOHOIE€HHMX 3aXBOPIOBAHb.
MeTogu. MonekynsipHe 006-
CTEXEHHA NaLieHTIB Ta iXHIX po-
OV4iB NPOBOOMIIOCHA Ha OCHOBI
BCTAHOB/EHHSI MOCNIAOBHOCTEN
HYKNEOTUAIB reHiB, WO acouino-
BaHi 3 NEBHUM 3aXBOPIOBAHHSIM.
3anexHo Bif, CnekTpy BiooOMUX
MyTaLili 3 4iarHOCTUYHOKO METOIO
MO aHani3yBaTUCs CTPYKTYpU
BMOIPKOBUX AiNSIHOK TOrO 4Yun iH-
woro reHa abo 3gificHioBaTU
NOBHWUIM aHani3 ycix ek30HiB Ta
NPUEK3OHHUX AiNSIHOK FeHy npu
LUIMPOKOMY CMEKTPi MyTaLLi.
CekBeHyBaHHS 3a MeEeToAOM
CeHrepa WMPOKO BUKOPUCTOBYB-
I0Cs AN BCTAHOBEHHSA MNOChi-
OOBHOCTI HYK/IEOTMAIB PIBHUX Ai-
JISHOK FeHOMa 3 MeTOI0 BUSIBIIEH-
HS MyTaLin PisHUX reHis. Llen me-
TOA, 'PYHTYETHCA HA BUKOPUCTAH-
Hi OM-0Ee0KCUHYKNEeoTUaiB, Midye-
HUX cneundivHnmu dnyopodo-
pamu, y CyMiLli BiflbHUX OE0KCU-
HykJleoTuaiB 4719 BMOYO0BYBaHHS
dparmenTta OHK [15]. Mpu BOY-
DOBYBaHHi y dparMeHT Om-aeo-

KCUHyKNeoTnam BUKINKAIOTb
TepMiHaLjlo CMHTE3Y pparmeHTa,
BHACNIQOK 4YOro OTPUMYIOTb

dparmMeHTn 3 ycima MOXJIMBUMMN
po3mipamn. 3rogom dparmMeHTu
pO3ains0Tb 3a AONOMOrO0 renio
abo kaningpHoro enektpodope-
3y. Jlazep posni3zHae cneymndiy-
HUIA CUrHau NS KOXHOro ¢nyo-
podopy i TaKUM YNHOM "YNTAETL-
csa" nocnigosHicTb AHK. Bukopu-
CTaHHS LbOro MeTony € AOUuifb-
HMM 3a HasBHOCTI iHdopMmauii
Npo AiNsHKY, Ky HeobXiaAHO cek-
BEHyBaTWU. Y cuUTyauisx MOLUYKY
BMMNAaAKOBMX BapiaHTIiB reHoma
BUKOPUCTOBYIOTb €K30OMHE Cek-
BEHYBaHHA ab0 MOBHOMEHOMHE
CeKBEeHyBaHHSA. s noLuyky Bu-
XiOHMX MNOCNIOOBHOCTEN EK30HIB
OOCNIOXYBaHUX TEHIB BUKOPWU-
CTOBYIOTbCA, HANpukKnag, pecyp-
cun 6a3u gaHux Ensembl. OnzaitH
npanmMepis onga MJIP 1a peakuii
CEKBEHYBAHHS MOXHa 3AiNCHIO-
BaTU 3 BUMKOPUCTAHHAM nporpa-
Mu Primer 3.

Y Halmx AOCAIOKEHHSIX MU CMO-
yaTky amnnidikyBaim KOXEH eK-
30H 3a OMNOMOrot0 NMosiMepasHo-
JIQHLLIOrOBOI peakLii, NpoayKT SKOi
3rogoOM BUKOPUCTOBYETHCS OIS
cekBeHyBaHHs. [10CNio0BHICTb Hy-
kneoTtuajs 6yna oTprmaHa 3 BUKO-
puctaHHamMm Big Dye Terminator
v3.1 Cycle Sequencing chemistry
(Applied Biosystems) ta ABI 3730
DNA Analyzer (Applied Biosy-
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Molecular diagnostic of different types of
monogenic disorders is very important for correct
treatment and clinical prognosis of disorders.

v

pregnancy. Sanger sequencing technique is
widely used for detection of gene mutations

associated with certain disorders. Presented
paper includes the information about two rare and

Molecular and genetic investigation of couples is

necessary for determining of carriers of recessive
mutations and successful planning of healthy

defined autosomal-recessive diseases. It updates
the knowledge of local specialists about the
spectrum of ectodermal diseases.

Keywords: health, genetic diseases,
ectodermal diseases, diagnostic, prevention.

stems) 3rigHO 3i cTaHOAPTHUMU
pekoMeHaaLlisMy KomMnaHii Bu-
pobHuKa. eHepauis pes3ynbTyto-
4YnX JaHWUX 34iMCHIOBanach 3a ao-
nomoroto Sequencing Analysis v
5.2 (Applied Biosystems). Anania
MacuBy OaHMX NPOBOAMBCS 3 BU-
KOPUCTaHHAM nporpamm Sequen-
cer software, version 4.1 (Gene
Codes Corporation).
Pesynbrat Ta OGroBOpeH-
HA. CMHOPOM iXTiO3y Ta nepen-
4aCHOro HapPOOXXEHHS € BPOOXKE-
HMM CMaakOBMM 3axXBOPIOBAH-
HAM, 019 9KOro xapakTepHa Ha-
SIBHICTb TpiaAM OCHOBHUX CUM-
NTOMIB: nepegyacHe HapPOOXKEH-
HA, WiNbHUIMA Ka3e03HWN CKBa-
MOS3HWI eniTenin Ta HeoHaTanbHa
acoikcia [16, 17]. CIMNH cnpuyn-
HAETbCS PIBHUMM MyTaLisIMK re-
Ha auun-KoA-cuHTteTtasun FATP4.
CnekTp MyTaui LbOro reHa € no-
cuTb WiMpoknm. Cepen XxBOpux Ha
CINH onucaHo 11 pi3HUX noro
MyTauin: aBi HOHceHC (p.G35X;
p.C168X), cim micceHc (p.A92T;
p.S247P; p.Q300R; p.R374C;
p.vV477D; p.R504H; p.R583H) Ta
OBi cnnancuHr myTtauii (c.716-
1g>a; ¢.988-2a>qg) [16, 19, 20].
ABTOpPOM L€l CTATTI BNepLue Bus-
BNIEHO TPW MyTaLlii 3 HABEOEHOro
Buwe cnucky: p.G35X, p.v477D
Ta p.R504H [19]. 3 meToI0 cnpo-
CTyBaHHA abo niaTBepOXEeHHS
BMMAAKOBOCTI dakTy acouiauii
HaBeOeHNX 3MiH 3 NaTO/IOrNYHNM
¢deHoTMnOM 6yno nepeBipeHo
HaABHICTb 3MiH HYKNEOTUOHOI Mo-
cnipoHocTi cepen 100 KOH-
TponbHUX 3paskis AHK, oTpuma-
HMX BiO, 300pPOBUX OOHOpPIB. He
Oyno BUSIBIEHO 3rajaHux 3MiH
HYKNEOTUAHOI MOCAIA0OBHOCTI Yy
3pas3kax AHK Big 100 oci® KOH-
TPONbHOI rpynn. Takox MmyTauii
OyN10 BUKJTIIOYEHO §IK 3arasibHi Ba-
piaHT1 abo nonimopdiamn LWnsa-
XOM TMOPIBHAHHSA 3 0623010 JaHMX
nonimopdiamis dbSNP 131.
Mowyk mMyTauin NpoBoavIBCH 3a
CTaHOAPHTMMU MPOTOKONAMU CEK-
BEHYBaHHA 3a MeTtoaomM CeHrepa.
3 BUKOPUCTaHHAM KOMM'IOTEPHOI
nporpamn Sequencer software

v. 4.1 npoaHani3oBaHO MoOCigoB-
HOCTiI HYK/1e0oTuAiB Ta BUSIBIIEHO
HaBeneHi 3MiHW. BinbLWiCTb HOCIIB
MyTaujin Mae CkaHOVHABCbKe Mo-
XO[XEHHS, X04ya BCTaHOBIEHO
Kinbka Bunaakis mytauin FATP4 B
0Cib 3 niBAgHHOI EBPONM Ta NiBHIY-
Hoi Adpukn [16]. JomiHyto4oto 3a
4acTOTOK € HOHCEHC-MyTaLlis
p.C168X, sika y romMo3nroTHomMmy
abo KOMMNayHA-reTepo3uroTHOMY
CTaHi HasgBHA y BiNbLIOCTI onuca-
HMX NALLEHTIB.

B enigepwmici xsopux Ha CIMNH
nopyLueHe cniBBigHOLWEHHS O0B-
rmx Ta oyxe LOBMMX XUPHUX K-
cnoT. CnocTepiraeTbCa 3HMXEHA
aKTMBaLig OyXe OOBrUX XUPHUX
KNCMOT MNOPIBHAHO 3 OOBrumMm
XXUPHUMW KUCNOTaMu, WO BUS-
BNAETHCS Y 3HMXXEHOMY MPOLEHTI
BOYZOBYBaHHS oyXe LOBIUX XUp-
HUX KMCNOT Y KOMMEKCHI ninian
(xonecTteponiB, Tpuraiuepuais,
docdoniniaiB) NOPIBHAHO 3 KOH-
Tponem [16]. Hacnigkom Takux
3MiH CTae nopyLUeHHs 6ap'epHNX
OYHKLUIN WKipn, agke oyxe OOBri
XUPHI KNCOTU € CKIagoBUMu
HaNBaXXNMBILLMX NiNIAIB Yy POroBO-
MYy Liapi enigepmicy.

CuHAapoM ixTio3y Ta nepenya-
CHOIr0 HapOOXXEHHSI € NOTEHLIN-
HO neTasbHMM CUHAPOMOM, OC-
KilbKM CYMpPOBOOXYETbLCHA ac-
@iKCiel0 HOBOHAPOOXKEHUX Ta
MOXJIMBUMU  OPOHXIiaNTbHUMU
ycknagHeHHamu [18]. Tomy Bax-
NINBOIO OJ19 HbOrO MOXe CTaTu
npeHartanbHa AiarHoCTuKa, LWoO
Ha4acTb 3MOry nikapsM BYaCHO
NpPOBEeCTM iHTyOaLilo HOBOHApPO-
O)KEHOro, CBOEYacHe BMnpoBa-
IXKEHHS 9KOi 3HA4YHO 3MEHLUYE
MMOBIPHICTb NeTanbHOCTI. Takox
pPaHHA MONeKynspHa AjarHoCTu-
ka CIINH Ta BiANOBIAHO BCTaHO-
BNIeHHS OANdepeHLuinoBaHoro ai-
arHo3y HagacTb 3MOry MPOrHo-
3yBaTn nepebir 3axBOPIOBaAHHSA
Ta HagaBaTW BUYEPIHI Bignosigi
Woa0 MOXIIUBUX YCKIaAHEHb
NPOTHArOM XMUTTS XBOPOIO.

CumnTomamm i3011bOBAHOI
amncnnasii HIrtTiB € rineptpogia
HIrTbOBUX MIACTUHOK NasibLLiB PYK
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Ta Hir, BigWapyBaHHSA HIrTbOBMX
MIaCTUHOK Bif, HIrTbOBOrO noXxa.
TakoX y XBOpUX CNOCTEPIraeTbCs
nedopmauia Gopmu HIirTiB 3 po-
3BUTKOM KirTbOMNoAibHMX YTBO-
peHb. Lle 3axBoploBaHHA He Mo-
€OHaHe y deHOoTUni 3 nopyLUeH-
HAMKM ByOb-AKMX IHLUKX eKkToaep-
MasibHUX YTBOPEHb Ta OpraHiB
(Bonoccs, 3y6iB, NOTOBUX 3a03
abo Lwkipn). Y xBopux He @ikcy-
€TbCS pO3nafiB cnyxy abo He-
BPOOTIYHMX cUMNTOMIB. [pun 06-
CTEXEHHI [ABOX pPOAMH Naku-
CT@HCbKOro MOXOAXeHHs 6yno
BM3HAYEHO acoLljialjlo ycnaaky-
BaHHA IJH 3 ycnagkyBaHHSM My-
Tauirn rena FZD6 [17]. LLUngaxom
cekBeHyBaHHS 3a meTtogom CeH-
repa BCiX KOOYH4YMX €K30HIB reHa
FZD6 6yno BCTaHOBNEHO MOCHIi-
LOBHOCTI HykiieoTmaiB. Y pesyrib-
TaTi aHanidy nocnigoBHOCTEN
OonMcaHo Aga Pi3HUX TUMNKU MyTa-
LM LLbOrO reHa: HOHCEHC-MyTaLid
p.E584X Ta micceHc-myTauiqa
p.R511C. Onsa umx 3amiH 6yno Bu-
KJTIOYEHO 3YCTPIYHICTb Y 300POBIN
nonNynsAUIi LWNSXOM CEKBEHYBaHHS
BiINOBIOHMX €K30HIB reHa FZD6 y
94 koHTponbHUX 3paskax OHK
OOHOPIB MakMCTaHCbKOro Moxo-
oxeHHsa Tta 110 3paskax OHK
3[0POBMX OCIO EBPOMENCHKOro
NoxoaykeHHs1. Takox MyTauii 6ynm
BUKJTIOHYEHI SIK 3arasibHi BapiaHTu
abo nonimop®ismMn 3 BUKOPU-
CTaHHAM 06a3n JaHux noniMop-
¢iamiB dbSNP 131.

JdoknagHuin onuc cerperauii
MyTaUin y MexXax KOXHOi 3 06-
CTEXEHUX POoAMH Ta MNO3ULito-
BaHHSA MyTalili BiAHOCHO CTPYyK-
Typu 6inka FZD6 HaBepeHo y
ctatTi [17]. Y BCiX nauieHTiB cro-
CTepIiraeTbCcy kopensuia Mmix de-
HOTUNOBMMK MPOSIBAMU 3aXBO-
plOBaHHSA Ta TMNOM MyTauii. Tak,
HOHCEHC-MyTaLia noB'sA3aHa 3
TsKKOIO dopmoto nepebiry amc-
naasii HirTie, y Tol 4ac 9Kk Mic-
CeHc-MmyTauia kKopentoBana 3i
cnabwuvmu npossamu I4H.

Y BuNagkKy i301b0BaHOI Auc-
nAaaii HIrTiB BaXJIMBI OpraHu Ta
CUCTEMU HE € YPAKEHUMU, TOMY
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Le 3aXBOPIOBAHHA € CYMICHUM 3
XUTTAM. loro nposieBu matoTb ne-
PEBAXXHO HEraTUBHMIN KOCMETUNY-
HUI xapakTtep. PaHHa Moneky-
ngpHa giarHoctuka IAH nonomo-
Xe nikapsM NporHo3yBaTtu nepe-
Oir 3axBOPIOBaAHHS Ta BUKJIIOYUTH
MMOBIPHICTb Mi3HbOI MaHipecTa-
LT OyOb-AKNX IHLLNX CUMMATOMIB.

BaxnumeBum acnektom ans 060x
HaBeOEHMX FreHETUYHO 3yMOBJE-
HUX 3aXBOPKOBAHb € TFEeHeTUYHe
KOHCY/IbTYBAHHA POAUH, B SKUX
3ycTpivanucs cimeiHi abo cro-
pannyHi BUNagky LmMx NnaTtonorin.
MonekynsapHe 06CTEXEHHS Mo-
OPYXHbOI napu, WO BXe Mae
XBOPY AUTUMHY, HA HasIBHICTb My-
Tauin, xapakTepHUx Ojs 3axBoO-
ploBaHHSA, HagaCcTb MOXIIUBICTb
OUiHUTM crnopaguyHicTb abo ci-
MEeWNHUIN XxapaKTep XBOPOOU y Me-
Xax uiei poauHu. BignosigHo
3HaHHS NPO HasBHICTb MyTaLji B
OOHOro 3 0aTbkiB MOXe A0rMo-
MOITU Y NAaHyBaHHI Ta peani3auii
300poBOoi BaritTHOCTi. OB6CTEXEH-
HA MOAPYXHIX nap Ha ¢akT Ho-
CiliCTBa PI3HUX PELLECUBHUX MY-
Taujii, 3a 6axaHHAM 000X YNEeHiB
POAMHU, K MAIaHYI0Tb NepLUy Ba-
MTHICTb, MOXE€ TakKOX CrpuaTn
naaHyBaHHIO BAriTHOCTI Ta HApPo-
IDKEHHIO 300POBOI ANTMHK. Taka
cxema MeOUKO-TreHEeTUYHOIr O
KOHCYNbTYBaHHS MOXe po3rnsa-
OaTUCb 9K CBOEPiIOHMI npodi-
NaKTUYHUI 3axig ona MOHOMEeH-
HMX 3aXBOPIOBAHb.

BucHoBku

MonekyndpHa  AiarHocTuka
PiBHUX TUMIB MOHOMEHHKMX 3aXBO-
ploBaHb Mae Hag3BMYarHO Ba-
XnBe NPodinakTUYHE 3HAYEHHS
0711 CBOEYACHOro JlikyBaHHSA Ta
MPOrHO3yBaHHA KJiHIYHOro ne-
pebiry xBopob. MonekynsipHo-
reHeTu4yHe 0OCTEXEHHS MOOPYX-
HiX Nap y npoueci MeanKo-reHe-
TUYHOrO  KOHCYJIbTYBAHHA €
HeobXigHO YMOBO A5 BUKJTHO-
YEHHS HOCINCTBA pPELEeCUBHUX
MYTaHTHUX anenis T1a edpekTmB-
HOrO MnaHyBaHHS 340POBOI Ba-
riTHocTi. Lli nBi cknapoBi €
HeoOXiAHUMKW AN NPOouecy no-

v

nepeaXeHHs Ta NikyBaHHS MOHO-
reHHoi nartonorii. Lla ctatTa Ha-
nae iHpopmadito Npo asa pigkic-
Hi, ane 4iTKo gudepeHLinoBaHi,
ayTOCOMHO-PELLECUBHI eKTOAEP-
MaJibHi 3aXxBOPIOBaHHA Ta PO3-
LUIMPIOE iHPOPMALLIO NMPO CNEKTP
onumcaHux i getanisoBaHnX eKkTo-
OepManbHUX 3axBOPIOBaHb O
BITYN3HAHUX PaxiBLLB.
NITEPATYPA

1. BouykoB H.l. KnunHuyeckas
reHeTtuka / H.lM. boykoB. — M.:
otap-Men, 2002. — 448 c.

2. XXumynes N.®. O6Las 1 mo-
nekynsipHast reHetuka / N.d. Xn-
mynes. — Hoeocubupck: Cnbup-
CKOE€ YHUBEPCUTETCKOE wun3ga-
TenbctBo, 2003. — 478 c.

3. Conosiios O.0. CKpUHIHF My-
TaHTHUX BapiaHTiB 5, 7, 12 reHa
deHinanaHiHrigpokcmnnasu 3 BUKO-
PUCTaHHSAM AEHATYPYOHOro rpagi-
EHTHOrO renb-enekrTpodpopesy /
0.0. Conosrios, JI.A. JliBwunup //
Lintonorms n reHetnka. — 2009.
— T.43,Ne 4, — C. 20-24.

4. KawnH O.l. OcobnmBOCTI
pPO3MoAiny KpankoBUX HYK1E0TU-
OHux nonimop@iamis reHa 1J1-10
npu mykogicumaosi / O.1. KawuH,
[.B. 3actasHa, I.B. Makyx // Liu-
Tonorma n reHetuka. — 2006. —
T. 40, Ne 3. — C. 40-44.

5. Ozeposa J1.C. CenekTmBHbIN
CKPUHUHI Ha MYKOBMCLMAOO03 /
J1.C. O3epoBa // AKTyanbHi npo-
6nemMu akyLwlepcTsa i riHekonorii,
KNiHIYHOI iIMyHONOriT Ta MeanyHoi
reHetnkmn. — 2010. — Bun. 19. —
C. 354-357.

6. [MMiukyp H.O. JlikyBaHHSA
CnaakoBux MeTaboniyHMX 3axBo-
ploBaHb: AOCBIA, Ta NepPCNeKTUBIN
/ H.O. Miukyp, H.B. OnbxoBwuy,
H.l. TopoBeHko // AKTyanbHi
npobseMu akyLlepcTBa i riHeko-
norii, KNiHiYHOT iIMyHONOrii Ta Me-
On4yHoi reHeTtukn. — 2010. —
Bun. 19. — C. 381-390.

7. ToposeHko H.IN OucnaHce-
pun3auis XBOPUX Ha MYKOBICLU-
003 Ta 4YNeHiB ixHiX cimen /
H.T. TopoBeHkO // YKpaiHCbkuin
MeanyHum vyaconnc. — 2000. —
Ne 1 (15). — C. 107-111.

8. KHazesuny B.M. PosButok Ha-
LliOHaNbHOI CUCTEMU OXOPOHM
3[0pOB'|a: CTaH, NepPCrneKkTBM Ta
wnsaxm po3dynosu / B. M. KHage-
B4 // CXigHOEBPONENCHKUM
>KypHan rpomMancbkoro 340p0oB'sl.
— 2008. — Ne 3. — C. 23-37.

9. Vahiquist A Congenital
ichthyosis: an overview of current
and emerging therapies /
A. Vahlquist, A. Ganemo, M. Vir-
tanen // Acta Derm Venereol. —
2008. — Vol. 88 (1). — P4-14.

10. depota A.M. UutoreHetn-

4YeCckun aHaim3  uxtmosa |/
A.M. bepoTa, T.M. TkayoBa // Bic-
HUK XapKiBCbKOrO HaLLiOHa/IbHOro
yHiBepcuteTy iMmeHi B.H. KapasiHa.
Cepisa: 6ionoria. — 2010. —
Bun. 11, Ne 905. — C. 111-119.

11. Krug M. Ichthyoses-Part 2:
Congenital ichthyoses / M. Krug,
V. Oji, H. Traupe et al. // J. Dtsch.
Dermatol Ges. — 2009. — Vol. 7
(7). — P. 577-88.

12. Itin PH. Ectodermal dysplasi-
as / PH. ltin, S.K. Fistarol // Am. J.
Med. Genet. C. Semin. Med. Gen-
et. — 2004. — Vol. 131, C (1). —
P. 45-51.

13. Irvine A.D. Towards a unifi-
ed classification of the ectoder-
mal dysplasias: opportunities
outweigh challenges / A.D. Irvine
//Am. J. Med. Genet. — 2009. —
Vol. 149 A (9). — P. 1970-2.

14. Visinoni A.F. Ectodermal
dysplasias: clinical and molecu-
lar review / A.F. Visinoni, T. Lis-
boa-Costa, N.A. Pagnan et al. //
Am. J. Med. Genet. — 2009. —
Vol.149 A (9). — P. 1980-2002.

15. Sanger FE. DNA sequencing
with chain-terminating inhibitors /
F. Sanger, S. Nicklen, A.R.Coulson
// Proc. Natl. Acad. Sci. USA. —
1977. —Vol. 74 (12). — P. 5463-7.

16. Klar J. Mutations in the fat-
ty acid transport protein 4 gene
cause the ichthyosis prematurity
syndrome / J. Klar, M. Schweiger,
R. Zimmerman et al. // Am. J.
Hum. Genet. — 2009. — Vol. 85
(2). — P. 248-58.

17. Frojmark A.-S. Mutations in
Frizzled 6 Cause Isolated Auto-
somal-Recessive Nail Dysplasia /
A.-S. Frojmark, J. Schuster, M. So-
bol et al. // Am. J. Hum. Genet. —
2011. —Vol. 88 (6). — P. 852-860.

18. Brusasco A Ichthyosis con-
genita type IV: a new case resem-
bling diffuse cutaneous mastocy-
tosis / A. Brusasco, C. Gelmetti,
G. Tadini et al. // Br. J. Dermatol. —
1997. — Vol. 136 (3). — P. 377-9.

19. Sobol M. FATP4 missense
and nonsense mutations cause
similar features in Ichthyosis Pre-
maturity Syndrome / M. Sobol,
N. Dahl, J. Klar // BMC Research
Notes. — 2011. — Vol. 4 (9). —
http://www.biomedcen-
tral.com/1756-0500/4/90.

20. Morice-Picard F A novel mu-
tation in the fatty acid transport
protein 4 gene in a patient initially
described as affected by self-he-
aling congenital verruciform hy-
perkeratosis / F. Morice-Picard,
C. Leaute-Labreze, A. Decor et al.
// Am. J. Med. Genet. — 2010. —
Vol. 152 A (10). — P. 2664-5.

Hagiviwna go pegakuii 12.04.2011.

No 4 2011 Exvicoxseyr & lleam 10

B



