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BIIVIUB '’EHETUYHUX ®AKTOPIB HA PO3BUTOK
ATOIIIYHOI'O JEPMATUTY

Binosoa Asia MukosaiBHa
JIOKTOp MEIUYHHX HayK, podecop
XapkiBcbkuil Hammionansanit Meauunuii YHiBEpcUTET

IIycroBa Hartanis OnekcanapiBHa
Kanaumar MequIHUX HayK, JOICHT
XapkiBcbkuii HartionansHuit Meauaauii Y HiIBEpCUTET

by3nama Anacraciss AHapiiBHa
Crynentka 4 xypcy | MenuaHOrO
Xapkicbkuit Hationansuuit Meauanuii Y HiBEpCUTET

AKTyanpHICTb. ATOMIYHUN JAEPMATUT € XPOHIYHUM 3alaJbHUM 3aXBOPIOBAaHHSIM
IIKIpW, 110 HAWYacTillle 3yCTPIYaeThCs, 1 HAMpaHIIIUM IPOSBOM aJeprii y AiTei.
Haiiyacrime aroniqyHuil 1epMaTUT MOYHMHAETHCS Y TIEPIIT MICSII )KUTTS, TPOSBIISAETHCS
ITUPOKHUM CHEKTPOM KITIHIYHHUX CUMITOMIB, BAXKKO ITIJIA€THCS JIKYBaHHIO. Y JiTel 3
aTOMIYHUM JIEPMATUTOM 4acTO (OPMYIOThCS 1HIIN aJJIepronarii, y HUX BIJI3HAYAETHCS
CXWJIBHICTh JI0 BTOPUHHOTO 1H(IKyBaHHS IIKIpY Ta BUHUKHEHHSA 1H(PEKIIHHUX
3aXBOPIOBaHb. Y 3B'A3KYy 3 BHPAKEHUM BIUIMBOM Ha SIKICTh KUTTS Ta COLIAJIBLHO-
€KOHOMIYHMMH HACIIJIKAMA aTOMIYHUN JEePMAaTUT € CEepHo3HOI MPOoOIEMOIO
COIlaJIbHOT OXOPOHU 3/I0POB'S.

Mera. [Jocnianutu sk BIUIMBAIOTh MyTalli TeHa QIarrpiny, a TakoK XpOMOCOMHI
MyTallii Ha pO3BUTOK aTOMIYHOTO AEPMATHUTY.

Pesynbrat. 3a nanumu miteparypu, y 80% miTeH, siki CTpa)KJar0Th HA aTOMIYHUAN
JIEpPMaTHUT, BIA3HAYAEThCA OOTSDKEHMM ciMelHui aHamHe3. [lpm npoMy wacrime
BUSIBIIIETHCS 3B'SI30K 3 aTONMIYHUMH 3aXBOPIOBaHHAMHU 10 JIiHIT marepi (60-70%),
piauie — o JiHii 6atbka (18-22%). HasiBHICTE aTONIYHUX 3aXBOPIOBaHb B 000X OaTHKIB
HiBUIIY€ PU3UK PO3BUTKY ATOIMIYHOIO JAepMaTUTy y autuHu 10 60-80% [1]. Ipwu
aToIii B OJTHOTO 3 0aThKIB BiH 3HMXKYEThCA 110 45-50%. IcTOoTHMIA Tporpec y pO3BUTKY
MOJICKYJIIPHO-TEHETUYHUX TEXHOJIOTIN 1 SK HACHIIOK iX IIHMpIIE 3aCTOCYBaHHS B
MPaKTUYHIA MEIUITMHI BCE YACTIiIIe BHOCUTH 3MIHHU JI0 HAIIMX YSBJIE€Hb, Y TOMY YHCII
1 IpO €TIOJNOTIYHY CTPYKTYpPY, 3AaBasiocsi O, JOCUTh A0Ope BUBUEHUX 3aXBOPIOBAHb.
OmHuM 13 ACKpaBUX MPHUKJIAAIB TAKOTO POMY 1 CTaB aTOMIYHUI AEpPMATHUT. 3TITHO 3
OCTaHHIMM JaHUMHU, OJU3BKO MOJOBHHU XBOPUX MAIOTh MYTAIlil0 y TeHi (uiarrpina
[2].

@dinarrpiH € KIHOYOBUM OLIKOM, 10 Oepe ydacTb y AM(EPEHIIIOBAHHI KIITUH
eniepmicy Ta 3AllCHEHH1 #oro Oap'epHoi (yHkuii. BiH yTBOproeTbcsi B X0/l
OCTATOYHOTO JU(PEPEHIIIIOBAHHS 3€PHUCTUX KIITHH emiiepMicy, KOJIU Npoduiarrpin
KEepaToriaJlIHOBUX T'PaHyJ MPOTEOJITUYHO PO3PI3a€ThCS HA MOJIEKYIM (iiarrpina, siki
MIBUIKO arperyrTh 3 KEPAaTHHOBUM IIMTOCKEIETOM, IO MPU3BOAWTH O KOJATCy
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3epHUCTUX KJITUH y IUJIOCKI Oe3'saepHi yennyiiki. PoroBuii map, mo yTBOpPHUBCSH, €
Oap'epom, 1m0 3amo0irae He TUTBKW BTPaTi BOIH, ajie W MOTPAIUITHHIO aJICPTCHIB Ta
iH(peKiiHnX areHTiB. ['eH, mo kKoaye digarrpid, 3HaXOAUTHCS HA TOBromy tuiedi 1-i
xpomocomu (1g21), ckmamaerscs 3 3-x ek3oHiB [3]. [lamiedTiB 3 aTONMiYHHM
aepMatuToM, 1o MaroTh Mmytauii rena @OJII, BiapizHse OUIBII TKKUANA mepeodir
3aXBOPIOBaHHS Ta HECHOPUATIUBUN TNPOTHO3. BumineHo 8 TumiB NPUYUHHO-
HACJIIIKOBUX 3B'S3KiB MJK HASBHICTIO TeHETUIHUX JAePEKTiB, CIMCHHIM aHAMHE30M Ta
KJIIHIYHUMHU TposiBaMU aTomiyHoro aepmatuty. Cepen HociiB mytaiii rena OJIT
3YCTPIYAIOThCSA «KJIHIYHO 370pOBi1» 0cOOH, HaiyacTinie — aitu [4]. MyTanii y reHi
OJII' — HalcunpHIUNA 1 J00pe MIATBEP/UKEHWNA TEeHETMYHMM YMHHUK PU3UKY
aTOMIYHOIO JepMatuty. BoHu OepyTh y4yacTh y MEpIIMX €Tarax PO3BUTKY IbOTO
3aXBOPIOBAHHS Ta COPUSIOTH Horo xpoHizalii. C. Cramer 13 CrliBaBTOpaMu BUSIBUJIN Y
nami€eHTiB 3 ixTio30M (ichthyosis vulgaris) nBi Hynb-myTarii, RS01X ta 2282del4, siki
synubasiin cunte3 @JII. byno goBeneHo, 1m0 3a HAsSBHOCTI B MapHId XpoMOCOMI
HeymkomkeHoro reHa OJIIT (ToOTO TreTepo3UroTHU CTaH TEHa) MyTauisd
MPOSIBIISIETBCS  M'SKOI0  (DOPMOIO  3aXBOPIOBAHHS 3 HEMOBHUM JIOMiHYBaHHSIM.
Hesabapom Ta k rpyna JOCHIIHUKIB MOKa3aua, Mo I JABl HyJb-MyTalli MMOB'sI3aH1 3
aTOIYHUM JiepMaTUTOM [5]. VY marieHTiB 3 aTONIYHUM JIEPMATHTOM YaCTOTa aJeIiB 3
myTauisiMma R501X ta 2282del4 cranouth 18 Ta 48 %, BiagnoBigHo. TOOTO 111 HYJIb-
MyTallli € BUPaXXCHUMH Ta HaWOUIbII MEPEKOHIMBUMH (HAKTOpAMH PU3UKY JIS
PO3BHUTKY aTOMIYHOTO JepMaTuTy [6].

MELAS-cunapom (MiTOXOHApIaIbHA eHnedanonaris, JaKTaT-aluu03,
IHCYJIbTONIOMIOH] €MMmi304H), SKUH BHUKIUKAETHCS MYyTalll€l0 B IOJOXKEeHHI 3243
MmitoxoHapianbHoi JJHK, Takox Moxke CynmpoBOMKYBAaTHUCS aTOMIYHUM JIEPMATUTOM,
Bitimiro. Takoro BucHoBky midnum S. L. Karvonen 31 cmiBaBTOpamm (1999),
obcrexuBiy 28 xBopux [7].

XpOMOCOMHI TepeOyJOBM HEPIAKO CYMPOBOKYIOTHCS MPOSIBAMU ATOMIYHOIO
JIepMaTUTy. 3BUYaiiHO, MOBHI TpUCOMIi Ak 3a ayrocomamu (13, 18, 21-a xpomocomn),
TaKk 1 CTaTEBUX XPOMOCOM 3a3BHYail HE BUKIUKAIOTh TPYAHOILIIB Yy J1arHOCTHIII.
HagBhicTs cnenugiyHoro (eHoTury CiIyXuTb IOKAa3aHHSAM JO0 BUKOHAHHS
Kapl10JIOTTYHOT0 aHaNi3y, IKUH, 3a3BUYal, MATBEPAKY€ BUXITHUNA HMOBIPHHM A1arHO3.
Habararo ckiaaHima cnpasa 3 HOCISIMU JIpIOHMX XPOMOCOMHHUX INepeOylI0B, Kl HE
MalTh cneuudiuHux MposiBiB. AOO0 MaloTh HEBEIUKI PO3MIpH Ta BUMAararoTh
3aCTOCYBaHHS HE CTaHJApTHOTO KapiojoriyHoro anamzy, a FISH-metony.

BucnoBok. ['eHOTHITYBaHHS MOXXe OyTH BUKOPUCTAHE JIJIsl BUSIBJICHHS ITEH-HOCIIB
MyTarii (y ciM'sXx XBOpPHUX Ha AaTOMIYHUW JEPMATUT), CXUIBHUX O PO3BUTKY
aTOIMIYHOTO JIEPMATUTY, Ta IPOBEICHHS IIJIECIIPSIMOBAHOI IEPBUHHOT TTPO(PIITAKTHUKH.
[loennanHs JaHWUX TEHOTUINYBaHHA 3 CIMEWHMM  aHAaMHE30M  JIO3BOJIUTH
3aMpoONOHYBaTH €(EeKTUBHINII TUISIXA 1HAUWBIAyanbHOI mpodinakTuku. bararto
JOCTI/DKEHh HEIOCTaTHhO CTaHIApTHU30BaHI Ta BiITBOPIOBaHI, MI0 3yMOBIIIOE
HEOOXIJTHICTb 1X YAOCKOHaJIEHHA. JJI1 moanboro po3BUTKY crenu@iuHuX METO/IB
JIarHOCTUKH, @ TAaKO PO3pPOOKH 1HJIMBIAyaJIbHUX METOIB Teparii Ta mpo(iIakKTHKA
HEOOX1JHUN KOMIUIEKCHUH I1JIX1]] O BUBYEHHS aTOMYHOTO JEPMATUTY 3 BKITFOUEHHSIM
TCHETUYHHUX JOCTiKCHb.
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