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HacnenctBennsiit Oymiesnsiii snuaepmonus (b3) (Hacien-
CTBEHHAs ITy3BIpYaTKa, MeXaHOOyIe3Hass OOJIe3Hb) MpeCTaB-
JSIeT TPYINY MOHOTEHHBIX KOXKHBIX 3a00J€BaHUM, BKIIOYAIO-
11yto okosio 30 reHOTUNHYEeCKUX U (peHoTunuIeckux Gpopm [1].
Bce ¢opmsr BD cBsA3aHEI ¢ TeHETHYECKH 00y CITOBICHHOH CTPYK-
TYpPHOH HEeCTaOMIbHOCTBIO, BOSHUKAIOIIEH 3a cueT 1e(hEeKTHOTO
WIN OTCYTCTBYIOLIETO CUHTE3a HEKOTOPBIX O€JIKOB SMIUJepMUca
WIN JAePMO-3IHICPMANBEHOTO COCAWHEHUS, KIMHUYCCKH IIPO-
SIBISIIOIETOCST  XPYNKOCTBIO KOXKU. [IpM MHHUMAaabHOM Me-
XaHUYECKOM BO3ACHCTBMM Yy MALMEHTOB BO3HUKAIOT IIy3bIPU
WM 5pO3UM Ha KOXE W CIM3HCTHIX obonoukax. BD oTHOCHTCH
K opaHHBIM, peaKo BCTpedaronmces 3adoneBanusm. Pacnpo-
CTpaHeHHOCTh ero B Poccun HemsBecTHa. IIpuuMHON CiryXuT
OTYaCTH HEAOCTATOYHAs HH(POPMHIPOBAHHOCTH Bpadeil 00 3ToM
penkoM 3a00JIeBaHMU, YTO BBI3bIBAET HEOOXOIUMOCTh B OCBE-
IICHHUH B [IEYaTH MHOTHX IPOOJIeM, CBA3aHHBIX C 9TOH IpyIIon
3a00NeBaHNH.

CoBpemenHas knaccuduKanusi HacyieAcTBeHHOro bD oc-
HOBaHA Ha IMAaTOMOP(OIOTUIECKUX Pa3IUIMSIX, THIIC HACICHO-
BaHMA W BBIACICHWN KIMHHYECKHX BapmaHToB. [lo yokamm3a-
LIUU CTPYKTYPHOTO HAPYIICHUS B KOXKE BBIACISIIOT 3 OCHOBHBIC
IpyMNIbl HACIEACTBEHHOro bD — mpocToil, nmorpaHnuHelii u
nuctpoduaeckuit. Ocoboe MonokeHne B KiIaccH(uKanum 3a-
HuMaet cuuapom Kunmiep. UHTpasnuaepmanbHOe pacionoke-
HUE Iy3bIpel xapakTepHo 1t npoctoro b3. B 3aBucumocty ot

CJI0sI IUIEPMHUCA, B KOTOPOM PaCIIoIaraloTcst IOBPEXKICHUS, OH
TofIpasieNseTcs Ha ABa MOATHIIA — Oa3abHEIN 1 cynpaba3airb-
Heid (TadJ. 1). IIpu norpannynom BD my3bipu J0Kanu3yroTcs
B obnactu mnpo3paunoii miactuaku (lamina lucida) 6asanbHoi
MeMOpaHBI, BBICNAIOT TPU IOATHIIA — JIeTANbHEIN [epnuTiia
(Herlitz), weneranbubiii, unu He-I'epnuria (non-Herlitz), u ¢
arpeswueil npuBparauka. s nuctpoduuaeckoro b xapakrepHa
JIOKaJTM3anus ITy3bIpeH Mox IIOTHOH MIacTuHKOH (lamina den-
sa) 6a3aabHOM MeMOpaHbl SNUIEPMICA, B 3aBUCHMOCTH OT THIIA
HacJIelOBaHUsI OH IOAPA3[eNseTcs Ha ayTOCOMHO-JOMHHAHT-
HBII U ayTOCOMHO-peneccuBHbIi. Cunapom Kunmiep, koTopsiit
110 2008 . OTHOCHIICS K TIOMKHIOAEPMUYECKUM CBETOUYBCTBH-
TEeJbHBIM HAapYyLIEHUSIM, XapaKTEPU3yeTCsl BOSHUKHOBEHUEM ITy-
3bIpell Ha pa3HbIX YPOBHSX dIujepmuca [2].

ITpu mpoctom BD Trm HacnenoBaHus Bceraa ayToCOMHO-I0-
MUHAHTHBIH (32 UCKJIIOYEHUEM KpaiiHe pelko BcTpedaroleics
ayTOCOMHO-PENECCUBHOM (DOPMBI), TIPH TTOTPAHUIHOM M CHH-
npome Kunnanep — ayTocoMHO-pelriecCUBHBII.

OcHoBHast pabouas kimaccudpukanus bD yTBepkIcHa B
2008 r. Ha 3-i1 MexnyHapoaHOW COTJIACUTENBFHONW BCTpeue Mo
nuaroctuke u knaccupukanuu bD (Third International Con-
sensus Meeting on Diagnosis and Classification of EB) [3, 4].
Kraccu¢uxarys mo3BossieT 1uaraocTuposars b3 B 3aBucHMO-
CTH OT PacIONIOKEHHsI B KOXKE CTPYKTYPHOTO Aedekra U HMMy-
HOTUCTOXUMHUYECKUX JaHHBIX (CM. Tadu. 1).
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Kaaccupukanus 0y/1/1e3H0ro 3MuaepMon3a

Tabnuma 1

OcHoBHas rpynmna b2

OcuosHoi moarumn D

JledexrHbiii Oenok (0eT0K-MHUILICHB )

Ipocroii B2

Iorpanuuneiii B9

JIoMMHAHTHBIH JHCTpOdU-
yeckmii B9

PeueccuBnblii 1ucTpogu-
yeckuii B2

Cunapom Kunuiiep

Cynpaba3aibHblii:
JICTaIbHBIN aKaHTOJUTHYCCKHA
OTCyTCTBHE MIakoduinHa 1
MOBEPXHOCTHBINH b2
bazanpHEI:
JIOKQJTM30BaHHBIN

reprietudopmusiii Jloymuar—Meapa (Dowling—Meara)

JpyTrHe reHepaTn30BaHHbIC (POPMBI

C ISTHUCTOW MUTMEHTAlUEH

C MBIIIEYHOH qucTpodueit

¢ aTpeswueil nuopyca

ayTOCOMHO-perieccHBHast hopma

Orna (Ogna)

KOJIbLIEBUIHBIA MUTPUPYIOLIUI
Ocrtpslit netanbhbiii [epiuria (Herlitz)
Ienepanu3oBanHas hopma (HEOCTPOIPOTEKAOIIIAs)
Jlokanm3oBanHas ¢popma He-I'epnutia (non-Herlitz)
C arpe3sueii muiopyca
WuBepcuas ¢popma
C nozaHel Manudecramnmeit
JIOK-cunapoM (JapuHr0-OHUXO-KOXKHBIN CHHAPOM)
T'enepanmsoBannas Gopma
AxkpainbHas popma
Y3noBas popma (IpeTHONaNBHBIN)
IIpypurnnosnas gpopma
C mopakeHHEeM TOJILKO HOTTEBBIX IIACTHHOK
Bymesnslit nepMonn3 HOBOPOXKAESHHBIX

PeneccuBnblil quctpoduueckuii b3, octpas renepannzoBan-
Hast popma Amutono—Cumenca (Hallopeau — Siemens)

Jlpyrue resHepann3oBaHHble HOPMBbI (HEOCTPOIPOTEKAIOIINE)
WuBepcHas popma

VanoBas popma (IpeTHOHANTEHBII)

IIpypurnnosnas gpopma

LenTtpocrpemutensHas popma

Bynnesnslit nepMoiin3 HOBOPOXKIEHHBIX

JlecmormakuH
[Mnakopummn 1

Hert nanubix

Keparun 5, keparun 14

Keparus 5, xeparun 14
Keparun 5, keparun 14
Keparun 5

[InexTun

[Tnextun, nHTErpUH 0634
Keparun 14

IlnexTun

Kepatun 5

Jlamuunn 332
Jlamunnn 332, komnareH 17-ro tumna
Kosnaren 17-ro tuna
Wnrerpun a6p4
Jlamunun 332

Her manubIx

Jlamunun 332, a3-1ens
Komnmaren 7-ro tuma
Kosnaren 7-ro tuma
Komnmaren 7-ro tuma
Kosaren 7-ro tura
Kosnaren 7-ro tuma
Komnnaren 7-ro tuma

Kosnnaren 7-ro tuma

Kosnaren 7-ro tuma
Kommaren 7-ro tuma
Komnnaren 7-ro tuma
Komnmaren 7-ro tuma
Konnaren 7-ro tuma
Kosnaren 7-ro tuma

Kunpun 1

MOHeKyJIﬂpHO-FeHeTI/I‘IECKl/le pasjinuusd

HacnenctBennstii B9 — rpymma 3aboneBanuii, mpu KOToO-
PBIX MyTaIlUU SABIAIOTCA OCHOBHBIM STHOJIOTMYECKUM (PaKTO-
pom. B Hacrosiiee BpeMsi OCHOBHBIC TeHBI, H3MEHEHHS B KOTO-
PBIX IPUBOAAT K Pa3BUTHIO 3a00I€BaHNUS, OIpeaeeHs! [5—15].

HauGonee yacro npu BD BBIACIAIOT TOYEUHBIE MYyTallUH,
NP KOTOPBIX MYTAI[HOHHOMY BO3ICHCTBHIO ITOABEPraeTCs
oquH Hykneorun JHK mimn PHK. ITo Mexanu3My ToueuHble My-

TalUK TOJPA3/CISIOT Ha TPAH3HULHIO M TPAHCBEPCHIO, 10 -
(ekTy, OKa3bIBAEMOMY Ha TPHIUIET, BBIIEIAIOT HOHCEHC-MyTa-
uro (Hanbornee Tsokensle popmbl B3, Hare mpu perneccHBHOM
quctpopudeckoM bBD), MucceHC-MyTanuIo (Yale BCTpedaeTcs
HpHeMIIeMasi MUCCEHC-MyTalusl, MPUBOAAIIAS K Pa3BUTHIO JO-
MUHAHTHOTO JucTpodraeckoro b3), Momganryto MmyTanuio (Ha-
NPSIMYIO HE BBI3bIBACT CrELM(pUIECKUE MPOsBICHHs 3a001eBa-
HHSI, HO ONpEAEIIsieT HHANBHIYaJIbHOE pa3BUTHE 3a00JICBaHNS,
€ro TSHKECTh, OTBET Ha JieueHue) [16, 17].
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TaGnuuma 2

I'pynna b5 ‘

JedexrHblit 6es10K (OeI0K-MHIICH)

I'eH, kopupytomuii 6eok

Ipocroii B
Cynpaba3aibHblit:

JIETaTbHBIN aKAHTOIUTHYECKUI Jlecmornakua
OTCyTCTBHE IUTakoduimua 1 ITnakodumun 1
MOBEPXHOCTHBIN Het nannbix
bazanbHblii:

JIOKAJIN30BAHHBIH

repreTu(OpMHBII

JIpyTHe reHepan30BaHHbIe

C ISTHUCTON MUTMEHTALNEN Keparun 5
C MBIIICYHOH AucTpodueit IInexTun

C arpe3uel nuiaopyca

ayTOCOMHO-PELIECCUBHBIH Kepatun 14
Orna (Ogna) [TnexTun
KOJIBLIEBUIHBIN MUTPUPYIOIIHUH Keparun 5

Horpanuynstii B9
OcCTpBHlii IeTaTbHBIH Jlamunans 332

I'eHepann30BaHHBIN (HEOCTPOIIPOTEKAIOIIMI)

JlokanuzoBauHbli He-I'epauTna

C arpesueil nuaopyca Wnrerpun o634

WuBepcHblii Jlamunus 332

C nozaneit Manudecranueit Her nannbix
Juctpoduueckuii b9
Bce dopmbr

Cunnpom Kunnnep Kunpmn 1

KepatuH 5, keparun 14
Kepatun 5, kepatun 14

Keparun 5, xeparun 14

IInexrun, uarerpun a4

Jlamunun 332, koutareH 17-ro tumna

Komnnaren 17-ro tumna

Kosnaren 7-ro tura

DSP
PKP-1

KRTS, KRT14
KRT5, KRT14

KRTS, KRT14

KRT5

PLEC

PLEC, ITGAG6, ITGB4
KRT14

PLEC

KRT5

LAMA3, LAMB3, LAMC2

LAMA3, LAMB3, LAMC2, COL17A1
COL17A1

ITGA6, ITGB4

LAMA3, LAMB3, LAMC2

COL7A1
KIND1

OTaenpHO BBLACISIOT MyTalluy caiita cruaiicunra (Splice-
Site mutations), KOTOpBIC BOHUKAIOT B OONACTH JOHOPCKOTO
5’-caiiTa win B 00JIaCTH aKLENTOPHOTO 3’-caiiTa, KOHTPOIUPY-
IOLIMX Npolecc ciaiicunra. JJaHHbIH TUII MyTallMM Hapylla-
€T BbIpE3aHUE UHTPOHOB U3 IepBUYHOro Tpanckpunra MPHK,
YTO MPUBOJIUT K CIIEAYIOIIUM H3MeHeHusM. B 3penyro MPHK
MOYKET BKIFOYAaThCS YaCTh WIIM BECh HHTPOH, MOXKET BBIPE3aTh-
sl BECh CIICAYIOMHUIT 32 HHTPOHOM 3K30H, BOSMOXKHO HCIIOIb-
30BaHUE aJIbTEPHATUBHBIX aKIENTOPHBIX U JOHOPCKUX CAaHTOB
[2, 15, 18—24].

IIpu BD BO3MOKHO JONOIHUTEIBHOE BKIKOUEHUE HYKIIECO-
TUIOB (MHCEPLHMS) WM UX YIaJIeHHe (Iesenust) U3 CTPYKTyphI
reHa. [Ipu BCTpauBaHUU WM YAAJICHUN TPEX WU KPATHBIX TPEM
HYKJICOTHIOB TIPOIECC CUUTHIBAHUS MH(OPMAIMK HE HapyIla-
eTcs. B maHHOM ciy4ae BO3HUKAIOT Oonee jerkue ¢popmbl bBD.
ITpu BCcTpauBaHUU WM YIQJIEHUH JPYToro yucia HyKJI€OTHI0B
CUNTHIBAaHUE WH(POpPMAIMU OyIEeT OCYIIECTBISTHCS JTOKHBIM
00pa3oM TOJIBKO A0 U3MEHEHHOT0 y4yacTKa reHa. [10q00HbIH B
MYTaIH BCTpevaeTcs mpu Oosiee Tshkenbix popmax B3 [25, 26].

Bce BBIIENEpednCICHHBIE MyTallMH IIOBPEXKIAIOT pPas-
JIMYHBIE TeHBI, KOAUPYIOIINE CTPYKTYPHBIE OETIKU SMUAepMHICa
WIN JIepPMO-3MHIepMaIbHOTO coeauHenus. Jledekr Toro mmm
nHOTO Oenka ompenenseT ¢popMmy b3, dTo cocrasiser ocHO-
By COBpeMeHHOW kiaccupukauuu (cMm. Tada. 1). B tada. 2
yKa3aHbl TCHBI, KOJUPYIOIINE OCHOBHBIC CTPYKTYPHBIC OCIKH,

ydacTByolue B naroreHese b B ciyyae Bo3aeiicTBUS Ha HUX
MmyTtanuu [27, 28].

B ciydasx TOMHHAHTHOTO THIa HAClIEIOBaHUS Ae()EKTHO-
ro reHa y oosaaaresieif roMO3UrOTHOTO TeHOTHIIA HAOIIOaeTC st
Gornee Tshkenoe TedeHne b, UeM y ManmeHToB ¢ TeTepo3UToT-
HBbIM FeHOTHIIOM [29—36].

INatomopdonornyeckue pazaudust GopM 3a00JICBaHUS
MOTYT OBITh BBISIBIICHBI C TTOMOIIBIO CBETOBOW W AIIEKTPOHHOU
MHUKPOCKOIHH, & TaK)Ke aHTUTeHHOTO KapTUPOBaHUS (MIMMYHO-
IMCTOXUMHUYECKH).

Merto cBeTOBOM MHKPOCKOIMM HE TO3BOJISIET OIPEICITUTh
cnerupuyeckre ocodeHHocTr B, a BBISBISET TOJIBKO KOCBCH-
Hble Tpu3HaKu 3aboneBanus. [Ipu mpoctom BD ormedarorcs
1ieny (Iry3bIpH) B 0a3aIbHOM CIIO€ STHEPMHUCA BhIIIE 0a3aabHON
MeMOpansbl. J[aHHBIHA MPU3HAK JOCTOBEPEH TOJIBKO B CIIy4ae BU3Y-
anu3aluy 0a3ajabHbIX KepaTMHOLUTOB Wi PAS-nonoxurtensHon
0azaipHON MeMOpaHBl HIDKE My3bIps. KOCBEHHBIM NPH3HAKOM
MHTPASIHACPMATIBHON JIOKAIU3aMY ITy3bIpsl SIBISIETCS [IUTONN3
Y BaKyoJM3aIys 0a3aibHbIX KepaTuHOMTOB [2, 37]. [1pu morpa-
HUYHOM B cy0ommaepManbHble My3bIpH CHU3Y OTPaHMYMBACT
PAS-nionoxurenpHas 0azanpHas memOpana. [Ipu aucrpodu-
geckoM BD my3bIpu pacnoynioxkeHbl CyOsmuaIepMaibHO, HHOTIA
BHUJIHA OTCJIOMKA SMUTENHS BOJOCSIHBIX (OIUTMKYIIOB. B oTmimame
ot norpannyHoro b2 PAS-nonoxuTenbHas 0azanbHas MmeMOpa-
Ha pacrojyiaraeTcst HaJ| Iy3bIpsIMU, 4acTo He BuaHA. [Ipu nomu-
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HawuboJiee pacnpocrpaHeHHbIC MPU3HAKHA IKCIIPECCUH AHTUTI'C€HOB B KOKE IPH Pa3/IMYHBIX MMOATHIIAX ﬁy.m]esﬂoro MUAEPMOJIn3a

TaGnuuma 3

Tlorpannunslit

AHTHTEH IIpocroii

TMorpannunsli,

PeneccuBHbli
JCTPO(UIECKUIA,

PereccuBHbIi 1uc-

JloMHHaHTHBIH o
Tpoduueckuii Amo-

Tepnuria npyrue Gopmbl | qucTpoduuecKuid o Crmenca JpyTHE dopMBI
Keparun 14 N* N N N N N
ITnexTiH N N N N N N
Jlamunus 332 N OtcyTCcTBYET HIH YMeHblIeH N N N
YMEHbILICH
Komnaren 17-ro tuna N N OTcyTcTBYET N N N
WIN YMEHBILIEH
Wurerpun a6p4 N N N* N N N
Komnnaren 7-ro tuna N N N N OTCyTCTBYET ‘YMeHblIeH

[Ipumevanue. * MckioueHus: Ipu IpOCTOM ayTOCOMHO-PELIECCUBHOM b3 — 0TCyTCTBHE MM 3HAYUTEIIBHOE YMEHBUICHUE KOJIHYE-
cTBa KepaTHHa 14; ¢ arpe3ueil MuIopyca u MBIIIEYHON JUCTPO(dHEl — OTCYTCTBHE UM 3HAYUTENFHOE YMEHBIIIEHHE KOTUIECTBA IIEeKTH-
Ha, 1pu BD ¢ arpesueii muopyca — OTCYTCTBHE HJIM 3HAUYUTEIILHOE YMEHBIICHUE KOJIMYEeCTBA HHTErpHHA 0.634.

HAHTHOM JaucTpodmyeckoM BD smunepmuc oOBIMHO yMEpEeHHO
YTOJIIEH, MPH PELIECCHBHOM BCEIZIa UCTOHYEH, SMUAEPMaIbHbIC
BBIPOCTHI CIVIAYKEHBI B 000X CITyJasix.

DIeKTPOHHASI MHKPOCKOIUS — OIWH U3 OCHOBHBIX METOJIOB
nuarHocTuku. MiMeHHo 3toT MeToa no3sonwi B 1962 1. P. TTup-
cony (R. Pearson) [2] pazaenuts BD Ha pyOryromuiics u He-
pyOrmyrommiica. Ha coBpeMeHHOM 3Tare 3IeKTPOHHAsS MHUKPO-
CKOIHS TOTIONHACTCSI MIMMYHO(III0OPECIIEHTHBIM aHAJIN30M, UTO
MO3BOJISIET H30e3KaTh CYObEKTUBHBIX OMHOOK [2, 39]. DiekTpoH-
Hasi MUKPOCKOTIUS TTO3BOJISIET YBUIETH IIABHBIN MTaTOTHOMOHHY-
HBI TIpU3HAaK BD — my3bIpu B pa3HbIX CIOSX SIMUACPMHUCA U
JepMo-3nuJepManbHoro coenunenus. I[Ipu npoctom B nHom
My3bIpsl CIYXKHUT IHUTOIUIa3MaTHuecKas MeMOpaHa Oa3asbHBIX
KJIETOK C COXPAaHUBIIMMUCS MOJIYIECMOCOMaMU OOBIYHOTO CTPO-
€HMUsI, TIOKPBIIIKON — anuKajibHas 4acTh KIeTok [2, 37]. [Ipu B
C MBIIIEYHOH AUCTpoduel My3BIpH JTOKATH3YIOTCS HEHMOCPE.-
CTBEHHO HaJ| MOITYAECMOCOMaMH, IPH MPOCTOM ITOBEPXHOCTHOM
BD — mexny 3epHUCTBIM U porosbiM cioeM [2, 38]. ITaroruo-
MOHHUYHBIM MPU3HAKOM ITPOCTHIX (YOPM SIBISIETCS TAKKE U3MEHE-
HUE TOHO(UIAMEHTOB [2]. DTO MOPQOIOrHYECKOE BhIPAKEHHE
HapyIICHUs CHHTE3a KepaTthHa 5 U 14, xotopsle U GopMUpyIOT
KepaTWHOBbIC (PHIAMEHTHI WM TOHO(QHIaMeHTHI. [Ipu moBepx-
HOCTHBIX (popMax OTMEYaeTCsl UX MEPUHyKIeapHas PeTPaKIus,
npu reprerudopmaom B3 — arperanus [1, 2]. [Ipn Hanbonee
PEIKO BCTPEUAIOIIEMCS M HAaHOOJIee TSHKETIOM IIPOCTOM ayTOCOM-
HO-perieccuBHOM bD kepaTnHOBbIE (UIAMEHTBI OTCYTCTBYIOT
WJIM MX KOJIMYECTBO 3HAUUTENILHO CHIKEHO [ 1, 2]. [t mpocToro
B3 ¢ maTHUCTOI TMTMEHTaIeH, TIOMIMO H3MEHEHUIT TOHO(DH-
JIAMEHTOB, XapaKTepHa arperaius MeJaHocoM [2].

Js norpanmgroro BD crienmpuyna mokanu3anus my3sipei
B 30HE MPO3PAavYHON TUIACTUHKHU 0a3aibHON MemOpansl [1, 2].
ITomMuMo nokanu3zanuu Mmy3blpeil, UMEeT 3HaUYeHHEe KayeCTBEH-
HOE M KOJIMYECTBCHHOE U3MEHEHHE MOITYAECMOCOM, ITOCKOIBKY
B ITPOIIECC BOBJICUCHBI OCIIKH, BXOAAIINE B IX COCTAB (HHTETPUH
a6p4, namunun 332, koyutared 17-ro tuna) [1, 2, 40]. dus He-
JIeTaNbHOM (GOPMBI U ¢ aTpe3ueit mropyca XapakTepHO yMCHb-
IIEHHE Pa3MepPOB M KOIMUYECTBA MOIYICCMOCOM, IS TeTaTbHON
(opMBI — HX MOJHOE OTCYTCTBHME MJIM HE3HAYUTENILHOE KOJIH-
gectBO [1, 2, 40]. SxopHble pumaments! (anchoring filaments)
OTCYTCTBYIOT [2, 40, 41].

IIpu aucrpoduueckoM BD my3bipu JOKATU3YHOTCS TIOA
IUTOTHOM TIACTUHKOM 0a3anbHOi MeMOpaHusl [ 1, 2]. [TopakeHue
KOJIJTareHa 7-TO THUIa, KOTOPBIH (hOPMHUPYET SIKOPHBIE (pHOPHII-
JIbl, 00YCJIOBIMBAET MOJIHOE UX OTCYTCTBHE NPU PELECCUBHOM
TeHEepaIM30BaHHON (opMe MM YMEHBIICHHE UX KOJIHYECTBA H
HapyIIeHne CTPYKTYpBI TIPH APYTHX PEHEeCCUBHBIX Gopmax [1,
2,21, 42, 43]. Tlpu noMuHAHTHBIX (OpMax KOJIUYECTBO SKOP-

HBIX (puOPHIT yMEHBIICHO He3HAYNTENbHO [1, 2, 44]. Crnenyet
OTMETHTB, UTO IIPH IOMHUHAHTHOM JUCTPO(uIecKoM OynIe3HOM
JIEpPMOJIN3€ HOBOPOXKJEHHBIX I'PaHyJIbl KOJUIareHa 7-ro Tuma Ha-
XOIAT B IIUTOIIIa3Me 0a3aJbHBIX KePAaTUHOUTOB [2, 44].

Buoxumunyeckne pasnuuus. B Hactosiiee Bpems IIMPOKO
HCTIONB3YeTCS METOX MMMYHO(IIFOOPECIICHTHOTO aHTHUTEHHOTO
KapTUPOBaHUs1, KOTOPBI JOMOIHAET MUKPOCKOIIMYECKUE METOIBI
U TO3BOJISIET ONPEAETUTh HAIUUME U KOJIMYECTBO CTPYKTYPHOTO
0OerTka, BXOIAIIECTO B COCTAaB TOW WM MHOW CTPYKTYpEIL, T. €. KOC-
BCHHO OIICHUThH YPOBEHB IKCIPECCHH Ae(DEKTHOTO I'eHa. AHTHTe-
HBI TIPE/ICTABJICHBI OCIKaMu 3MuiepMuca U 0azaibHOH MeMOpa-
Hbl. OCHOBHBIE U3 HUX KEPATUH |, KepaTuH 5, KepaTuH 8, KepaTuH
10, xeparuH 14, nnextHH, nHTErpuH 0634, mamMuHNH 332, KoMmTa-
red 4-ro tuna, komareH 7-ro tuna, BPAG1, BPAG2. Haunbomee
pacnpoCTpaHEHHbIE IPU3HAKU SKCIIPECCHU AHTUTEHOB B KOXKE
[IpU pa3au4HbIX noarunax b3 npexncrasnensl B Ta0l. 3 [2].

Hcnoab30BaHUue HOBBIX JAHHBIX B IMATHOCTHKE

JuarHoctuky B3 MOXHO pa3fenuTh Ha NpeHaTalbHYI0 U
MOCTHATaNIbHY0. Bce METOMpbI, UCTIONb3yeMble B MPEeHATATBHOM
JIMarHOCTHKE, — OMOICHs KOKU IJI0Za, OMOICHS BOPCHUH XO-
pHOHA TpaHCIEPBUKAIbHAS MM TPaHCAOIOMHHAIBHAS (aMHHO-
LIEHTe3) — CBSA3aHbI C MHBA3MBHBIMH BMEUIATEIbCTBAMHE, HEOO-
XOJUMBIMU 7SI TIOSTyYEHHs MaTepuaia 1Jisl uccnenoBanuii [45].
B OuorncuitHoM Matepuaie KoxH Tuioza (Toy4JaroT B cpoke 16
Henl OepeMEHHOCTH) C TIOMOILBIO CBETOBOW M DJIEKTPOHHON MU-
KPOCKOIUY ONPENEISIIOT PacIioNoKEeHUe My3bIpel, a UCIIONb3ys
MOHOKJIOHAJIGHBIE aHTHUTENA K Pa3INYHBIM OelkaM, — UX HaJlu-
YHe WIK OTCYTCTBHE B KOXKE IUI0a. Tak, MOHOKJIOHAJIbHBIC aHTH-
tena LH 7.2, CENEKTUBHO CBA3BIBAIOLIMECS C KOJUIArEHOM 7-TO
THITa, ICIOJIB3YIOT B AKCIIPECC-AHATHOCTHKE PEIIECCHBHOTO JIHC-
tpoduueckoro b3, anturena GB3 u 19-DEJ-1 — norpanudsoro
I'epnutiia, anTu-06P4-unterpun — BD ¢ arpesuei nuiopyca,
AHTHIUIEKTHH — BD ¢ MpImedHo auctpodueii [2, 46, 47].

Ilomyuenure BopcuH XOpHOHa BO3MOXHO Ha 9—11-if Henene
O6epemenHocTH (MakcuMaiibHO 110 12-it). [lomydeHHbIN MaTepuan
noaseprator JIHK-ananm3y. B xome maHHOrO uccienoBaHust
OTIPEAEIAIOT JIOKANIM3AlMI0 MyTanud. MeTonsl npeHaTaabHOU
JMArHOCTUKH TPUMEHSIOT TOJBKO IIPU HAJMYUM 3a00JIeBaHUS Yy
POZICTBEHHHKOB FITH OOJIEHOTO pebeHKa B ceMbe. D(HPEeKTHBHOCTh
9TUX BHUJOB JWArHOCTHKU ObLIa JOKa3aHa MCCIeIOBaHUEM
TPYHIIBl IO TEHETUYECKUM 3a00JeBaHUsIM KOk JIOHIOHCKOro
uHcTHTYTa AepMmaroiorud (St. John’s Institute of Dermatology),
TIPOBOAMBIIMMCS B TedeHue 25 et [2, 48, 49]. V GepeMeHHBIX
JKEHIIMH C PHCKOM Pa3BUTHS TSDKENOI (POPMBI HACIICICTBECHHOTO
3a00JIeBaHus KOXKHU (TIpeuMymiecTBeHHO BD) mpoBenu OWOICHIO
KOXH T1071a, Y 86 — OHoITicHio BOPCHH XopHoHa. M3 195 sxeHmmH
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y 142 B OmomnTatax KoxH IUiona oOHapyxumu npusHaku b9 (90
cilydaeB OOHApy>KeHHS MPU3HAKOB MorpanudHoro b m 49 —
muctpoduyeckoro). M3 86 KeHIIMH, KOTOphIM ObLTa MpOBEICHA
Ouoricusi BopcuH XopuoHa ¢ mocnenyronmm JIHK-anammuzom,
y 85 obmapyxwum npmHaku BD (y 46 morpanmuseni u y 39
muctpoduueckuii B2). Jloponosast TMarHoCTHKa BO3MOXKHA TOJIBKO
B TOM Clly4ae, KOIJa ee IUIaHUPYIOT 3apaHee. Jlo HacTyIuleHUs
0epeMEHHOCTH Hy»KHO YCTAaHOBHTH TOYHO TeHETHIECKHUIT Ie(DeKT y
OoJerolero WwieHa ceMbu. [ eHeTHueckoe Ucce[oBaHue 3aHUMaeT
MHOTO BPEMEHH — MHOT/IA Ha TIONCK JIepeKTHOTO TeHa YXOIUT JI0
2 mec. Ecm nedexTHBIN TeH yke M3BECTEH, TO MOMCK TaKOH ke
MOJIOMKH Y TUIOZA 3aHUMAET BCErO HECKOJBKO JHEH, YTo co3aaer
BO3MOXXKHOCTB ITPOBEICHNUS a00pTa B Oe30TacHbIe T OepeMeHHOH
JKEHIIUHBI CPOKU. TPYIHOCTBIO B AMATHOCTHKE MOXKET SBIATHCS
MO3aMIM3M, TIPU KOTOPOM Y pebeHKa MOTYT IPHCYTCTBOBATh BE
TEHETHYECKH Pa3NIYHbIC MOMYJISIMN KIeTOK U Oonee [50, 51].

Bce meronpl mocTHaTanbHOW AMArHOCTUKM MOYKHO pasjie-
JIMTH Ha JIBE TIOATPYIIIBI — MOJIEKYJISIPHBIE U HEMOJIEKY ISIPHBIE.
K HeMoJeKyIIpHBIM METO/aM THArHOCTHKH OTHOCSAT OCMOTP,
cOop aHaMHe3a, CBETOBYIO H JJIEKTPOHHYIO MUKPOCKOIHIO,
AQHTUTeHHOE KapTupoBaHHe. K MONEKyIsIpHBIM MeTojaM Jua-
THOCTUKHM OTHOCHTCS ToiuMepasHas uernHas peakuusi (ITLIP).
JHK-ananu3 npoBOANUTCS MaMeHTaM C (PEHOTHITHYECKH yCTa-
HOBJICHHBIM JMarHo30M B3, KOTOpble XOTAT UMETh I'eHETHYe-
CKOE 3aKJIIOYeHHe O 3a00JICBAaHWM; WICHAM CEMBH IallMCHTA,
cTpajaroniero b3, mis MCKIIOUeHHs y HUX MOJYAIlUX MyTa-
1uif. JlaHHBIH METO UMEET P NPEUMYIIECTB U HEJOCTATKOB.
M3 mperMyIiecTB CTOUT OTMETUTh YHHBEPCAJIBHOCTh METOJa,
€T0 BBICOKYIO CIEIU(UYHOCTh M UyBCTBUTEIBHOCTH, MAIbIH
o0beM 3abupaemoro marepuana. HecMoTps Ha Bce nepeuuc-
JeHHble focTonHCTBa, I[P He MokeT OBITH HCHOJIB30BaHA B
KauecTBE PyTUHHOTO METOJA AMATHOCTUKHU y BCEX MAlMCHTOB.
OTO CBS3aHO € TeM, 4To Npu BD CyliecTByeT CIUIIKOM MHOTO
TEHOB, B KOTOPBIX MOTCHIMAIEHO MOXET OBITh nedekT. [Tomck
HAYMHAETCSI C CAMBIX YACTHIX Je(PEKTOB, HO MOXKET 3aTSHYThCS,
ecnu gedext peakuid. OpueHTUPOBOYHBIA KIMHUYECKHH 1ua-
THO3 BHYTPH IpyHIel b CyIecTBEHHO CyKaeT MOUCK Ie(eKT-
HOTO TreHa. Yem TouHee KIMHHYECKHH THATHO3, TeM MEHBIIE
BPEMEHH YXOIUT Ha MOUCKH Ae()EKTHOro reHa (MU TeM MeHee J10-
porocTosiuM OyAeT UCCIEI0BaHUE).

Taxum 00pa3zom, HCCIETOBAHUS MOCIESIHNX JIET TO3BOIMIN
3HAUUTEIBHO JONOJHUTH 3HAHUS 00 THOJIOTHM U IATOTeHe3e
b3. TlomydeHHBIC TaHHBIC PACIIMPSIOT BO3MOXHOCTH ITOCT- U
MIpeHaTaabHON AMATHOCTHKU pa3nn4HbIX (opMm BD n oTkphIBa-
10T HOBBIE ITyTH Pa3pabOTKU METOAOB JICUCHHUSI.
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