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M.b. Apoxguna

KANMHUKO-MOPOOAOIMYECKUE 1 MOAEKYASIPHBIE
OCOBEHHOCTHN BYAAE3HOIO JIIMAEPMOAUMSA,
ITIOAXOABI K KAACCUDOUKAILINN

®TBOY BO Kuposckuit IMY M3 PO, r. Kupos, PO

OmnmcaHbl COBpeMeHHbIe MMPeICTABICHUA 00 dIMUIEMHOJIOTHH, 0COOEHHOCTSIX HACIE0OBAHNS OYILIe3HO-
ro snugepmonusa (bJ) B 3aBucuMocTH OT BhIsIBIeHHbIX reHHBbIX myTauuii (KRT5, KRT14, LAMB3,
LAMA3, LAMC2, COL17A1) u 3ameiicTBOBAHHBIX 0€JKOB (TpaHCIIyTaMHHA3a 5, IIAKOTJIOOMH,
IJIAKOrJIO0uH 1, TeCMOIIAKUH, 9K30(DUIUH, IUIEKTHH, KepaTuH 5 u 14, anTured-1 6yiie3Horo nmem-

tdurouna 1), 4To MO3BOJIAET MPOBECTU IPEHATAIHHYIO U NIPEIUMILIAHTAINOHHYIO JUATHOCTUKY, B IIep-
CIIeKTHBE aPryMeHTHPOBAHHO HA3HAYATH TAPTeTHYIO FreHeTHYeCKyIo Tepanuio. IIpexcraBieHsl HOBbIE
MPUHIUNEI Kiaccuduranuu BY, moMoraroniye 1eTajiu3npoBaTh HO30JI0TUI0, METOAUKH JHATHOCTUKH
(MMMYHO(DIIOOPECIEHTHOE AHTHUTE€HHOEe KapTHPOBaHHE, TPAHCMUCCHUBHAS 3JIEKTPOHHASI MHKPOCKO-
nusa, [JHK-guaraoctuka). B cratse mogpo0HO m3nararorca NMPUHIMIBI HOBOM Kiaaccudurkamuu B9,
mosyuyuBiieii HasBaHue «JIykoBaa kKo:xka». Kmaccuduramusa mompasymMeBaeT <«IIOCIOMHOCTH» pac-
MI@(POBKH JUATHO3A IIOCJIE MOJIYYeHHBIX KIMHUYECKUX, MMMYHOTHCTOXUMUYECKUX U MOJIEKYIAPHBIX
pPe3yJIbTATOB JMATHOCTUUYECKHX MCCJIEJOBAHUI M JeTaJu3upyer TUnbl BY B 3aBHCHMOCTH OT YPOBHSI
MOpPaKeHNsA KOKHM, KINHUYECKHMX U (PeHOTUNMUYECKHMX OCOOEHHOCTel 3a00JieBAaHUA Y KOHKPETHOTO
MaIUeHTa, PACIPOCTPAHEHHOCTH MATOJIOTHYECKOr0 IPOIecca U OTHOCUTEIHHON TIKeCTH IIOPAKEeHUT
KOKHBIX IIOKPOBOB, HAJIUYNSA MJIH OTCYTCTBUS BHEKOJKHBIX IPOSABICHHUN, a TAK)Ke JOMOJHUTEIbHBIX
JIMATHOCTUYECKUX KPUTEepHeB (IMOMKUIONepMuUs, ICeBAOCHHIAKTHINA). B craThe mpeacraBiieHbI ep-
CIIeKTUBBI Ha3HAYEHU JieueHusA npu BI: nmporenHoBas Tepanus, KJIeTOYHAs Tepanus (UCIOJIb30Ba-
HHE CTBOJIOBHIX KJIETOK), TPAHCILJIAHTAI[UA TPAHCTE€HHOH KOKY, BHIPALEHHOI U3 KJIETOK IAallMeHTa,
JaHBI COBPEMEHHbIE IPEACTABJIEeHNs 0 CHMIITOMATHYECKOI Tepanuy 3a601eBaHusI.

Knrouesvie cnosa: 0ynne3nvlil anudepmonus, InudeMuonozus, UMMYHOPLI00pecy,eHmHoe AHMmuzeHHoe
Kapmuposanue, mpaHcMUCCUBHAS ILeKMPOHHAL muKkpockonus, [JHK-Ouaznocmuka, kaaccuurauus
«JIyrosas Koxca», MymanmHubvie 2eHbvl, NePCNeKMUBbL JeUeHUs.

Hum.: M.B. [Ipoxcoduna. Kaunuko-mopgonrozuieckue u moneKyaiapHvle 0cO0eHHOCMU OYJLLe3H020 INU-
depmonusa, nodxodvl k kaaccupurayuu. [Teduampus. 2019; 98 (3): 242-252.
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CLINICO-MORPHOLOGICAL AND MOLECULAR PECULIARITIES OF
EPIDERMOLYSIS BULLOSA, CLASSIFICATION APPROACHES
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The article describes the current understanding of epidemiology and inheritance peculiarities of
epidermolysis bullosa (EB) depending on the identified gene mutations (KRT5, KRT14, LAMB3,
LAMA3, LAMC2, COL17A1) and proteins involved (transglutaminase 5, placoglobin, placoglo-
bin 1, desmoplakin, exophilin, plectin, keratin 5 and 14, antigen 1 of bullous pemphigoid 1),
which allows to perform prenatal and preimplantational diagnostics, and in long term, reasonably
prescribe targeted genetic therapy. Author presents new principles of EB classification, which help
to detail the nosology, diagnostic methods (immunofluorescent antigen mapping, transmission
electron microscopy, DNA diagnostics). The article details principles of the new EB classification,
called «Onion Skin». The classification implies «layering» of diagnosis deciphering after obtained
clinical, immunohistochemical and molecular results of diagnostic studies and details EB types
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Bynnesusniit snumepmonus (BY) mpexncraBaser
Cc0o00#1 reTePOreHHYIO I'PYIIIY PeIKNX HACJIEICTBEH-
HBIX 3a00JieBaHUI, XapaKTepPUIVIOIIUXCI XPYII-
KOCTBIO KOYKHU M IMOSBJEHHEM ITy3bIpeil Ha KOiKe
W CJIMBUCTBIX 000JIOUKAX B pesyjabTaTe MYyTaIlui
FeHOB, KOAUPYIOIIUX IIPOTENHBLI 30HBI 0asabHOM
MeMOpaHbl. B TsiKedbIX ciayuasax oOpasoBaHUe
Iy3bIPe MOYKET IIPOUCXOAUTE B 00JIaCTH CIU3UCTOMR
000JI0UKY KeJTynouHO-KuIiieyHoro tpakra (JKKT).
BoasmimacTBo BumoB BY Hacimemyerca. Kianmmka
3a00JIeBaHMsI OOBIYHO IIPOSABJISIETCSA B MJIAJeHUECTBE
WJINM PaHHEM [IeTCTBe. ¥ HEKOTOPBIX IaIMeHTOB
NPU3HAKKN U CHMITOMBI 3a00/IeBAHUA KJINHNUYE-
CKU He MPOSBJIAIOTCSA 0 MOJPOCTKOBOTO BO3pacTa.
B macrosiee BpeMs BeIaeasaoT okosio 30 (penoTu-
NAYECKM U TeHOTUIINYECKM OOYCJIOBJEHHBIX (DOPM
3abosieBanusa [1].

Inudemuonozusn. CoraacHO TAHHBIM, OMYOJIH-
KOBAaHHBIM HAaIIMOHAJLHBIM peructpom B3O CIITA
[2], sabonmeBaemMoOCTh W paACIPOCTPAHEHHOCTH BI
cocraBuaa 19,6 u 11,07 cayuaa Ha 1 MJIH *KUBBIX
HOBOPOJKIEHHBIX COOTBETCTBEHHO. IIpu sTom 3a60-
JIEBAeMOCTb M PACIPOCTPAHEHHOCTL IIpocToro BI
cocrtaBisaeT 7,87 1 6 cayuaeB Ha 1 MJIH JKUBBIX HOBO-
POKIEHHBIX COOTBETCTBEHHO; 3a00JIeBA€MOCTb U
PacmpoCTPaHEHHOCTh HOrpaHuYHoro B9 — coorser-
cTBeHHO 2,68 1 0,49 coiyuas Ha 1 MJIH "KUBBIX HOBO-
POKIEeHHBIX; 3a00JIeBAEMOCTh M PACIPOCTPAHEH-
HOCTH JOMUHAHTHOTO nucTpoduueckoro B9 — 2,12
u 1,49 cayuasa Ha 1 MJIH "KUBBIX HOBOPOMKIEHHBIX
COOTBETCTBEHHO, PEIeCCUBHOI'0 IUCTPOPUUECKOTO
B9 — 3,05 u 1,35 cayuasa Ha 1 MJIH JKUBBIX HOBO-
POKIEHHBIX COOTBETCTBEHHO. VIMeTCsa NAaHHBIE O
pacmpocTpaHeHHOCTH 3a0oJsieBaHus B HopBerum —
54 cayuas Ha 1 MJIH KUBBIX HOBODPOXKIEHHBIX, B
Anouun — 7,8 cayuaes, B Utanuu — 15,4 cayuaes, B
Ascrpanuu — 10,3 cayuaes, B XopBatuu — 9,6 ciy-
yaes [3]. [To maumHBIM MeKIYHAPOTHOI accoIuaInm
DEBRA International, B mMupe pokmaercsa omguH
6oabHOM B Ha 50—-100 TBHIC YesOBeK. B Poccuu pac-
mpocTpaHeHHOCTh BD B cpegHeM cocraBiser 3,64
crydas Ha 1 MutH HaceneHus [4].

O6wue npedcmaénenus o 3ab60ne6aHUU.
B9 — Hemsieummoe 3a0ojieBaHME, XapPaKTEPU3Y-
[OII[eecsl HEIIPEPLIBHO PEUINBUPYIOIINM TEUeHUEM.
3abosieBaHIE, KaK IIPABUJIO, NeOIOTUPYET B paHHEM
IeTcKoM BoadpacTe. IIo Mepe B3pOCJEHUS IIPOUCXO-
IUT YIYUIIeHNe KJINHNYECKON KapTUHBI HEKOTOPBIX
moATUIIOB 3aboeBaHusA. B mepuog miaagenuecrsa B9
mpoTeKaeT OCOOEHHO TsKeso. ['eHepasn3oBaHHAA
Hy3bIPHAS CBIIb IPU JIO00M IMOATHIIE 3a00JI€BAHMS
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depending on the level of skin lesions, clinical and phenotypic features of the disease in a particular
patient, the prevalence of pathological process and the relative severity of skin lesions, the presence
or absence extra skin manifestations, as well as additional diagnostic criteria (poikiloderma,
pseudosyndactyly). The article presents prospects for EB treatment: protein therapy, cell therapy
(use of stem cells), transplantation of transgenic skin grown from patient's cells, gives a modern
understanding of the disease symptomatic therapy.

Keywords: epidermolysis bullosa, epidemiology, immunofluorescent antigen mapping, transmissible
electron microscopy, DNA diagnostics, Onion Skin classification, mutant genes, treatment prospects.
Quote: M.B. Drozhdina. Clinico-morphological and molecular peculiarities of epidermolysis bullosa,
classification approaches. Pediatria. 2019; 98 (3): 242-252.

MOJKeT ObITH OCJIOJKHeHA WHMeKI[neil, CercucoM u
cMmepThio. IIpusHakoMm, OOBEAWHAIONMM BCe pPas-
HOBUAHOCTU B9, ABIserca oOpasoBaHue My3bIpei
B pe3yJbTaTe MaJIeHIIedl MeXaHWYeCKOU TPaBMBbI.
VMeHHO TT03TOMY IIy3bIPU B IEPBYIO OUepPeanb mopa-
JKAIOT YYaCTKU KOMKHBIX MOKPOBOB, MaKCHUMAJIb-
HO TIOABEPsKeHHbIe TPEHUI0 U TPABMUPOBAHUIO
(puc. 1). IIpocroit BO xapakTepusyerca o0paso-
BaHMEM HANPAKEHHBIX, KPYIHBIX IaPOBUIHBIX
My3bIpei, PacloJIOKEeHHBIX BHYTPUSIUAEPMAJILHO.
ITepBoHauasbHbIe TpU3HAKU 3a00JI€eBAHUA OOBIU-
HO TPOABJSIOTCS Ha MEPBOM TOAY KWU3HU, WHOTIA
MOTYT OBITH yiKe IpU PoKaeHUN peberka. Ha mecte
JIETKOIl TpaBMaTHU3aIUM, valle B 00JIacTH KUCTei,
CTOT, CIWHBI, JIOKTEBBIX U KOJIEHHBIX CYCTaBOB,
3aTBLIOYHON obJslacTi, HA HEW3MEHEHHON KOKe
TIOABJIAIOTCA MY3bIPU PA3JIUUYHBIX pasMepos (ot 0,5
Io 7 cMm u 0OoJiee) ¢ TJIOTHOI TMOKPBIMIKOM W IIPO-
3pauHBIM comep:KuMbIM. OOIee cocTogHUE OOJb-
HOTO He uW3MeHseTcs. BO3MOKHa IpeHaTaJbHAS
IUArHOCTUKA 3TOH (pOpMBbI 3a00I€BaHUS 110 BBICOKO-
My COIEPsKaHWI0 B CHIBOPOTKE KPOBU OepeMeHHOM
o-peromporenna Bo II Tpumectpe recranuu [5, 6].
IIpu morpanwuyHOM U AucCTpoduuecKoM Tumax BI
00pas3yoTca BsAJIble IMYy3bIPU, KOTOPbIE MOTYT CBU-
caTh B pesyJbTaTe W3MeHEHUS IIOJOKEHUs TeJa
10/ IefiCTBUEM PaCTATUBAIOIIET0 UX COAEPIKUMOTO,
TMOABJAIOTCA B 00JIaCTH KPYHHBIX CKJIAQJOK, OCO-
0eHHO YaCTO B MOAMBIIIEYHBIX, TaX0BO-0€IPEHHBIX
ckJaaxKax. Kpome TOro, morpaHWYHBIN U AUCTPO-
(uueckuit Tumbl 3a00JieBaHUSA XapPAKTEPUBYIOTCH
JUINTEeJIbHBIM 3a'KUBJICHIEM 3DO3UBHBIX ITOBEPXHO-
creii. Tasxensie GopMbl BO mOBHINIIAIOT PUCK CMEPT-
HOCTH B MJIaZIeHUeCKOM Bo3pacre. Y IMAIUEHTOB C
reHepaJn30BaHHOI TaKeI0M (pamee U3BECTHOI KaK

Puc. 1. IlopaskeHnue HanGoIee TPABMUPYEMBIX YUACTKOB KOKHU.
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Herlitz uau Letalis) dopmoit morpanunuynoro B9
HaubGOJBINNH PUCK (aTaJbHBIX IIPOrHO30B — B MJIa-
JIEHYECKOM BO3PAacTe, C OI[eHOUHBIM YPOBHEM CMEPT-
HocTu 87% B TeueHMe IEePBOro rojga KusHu [5H].
¥V nmanuenToB ¢ B9 B 6osee crapiiem Bodpacte (15—
35 jer) HamboJiee YACTON MPUUUHON CMEPTHU ABJIA-
eTcs MeTacTaTUYeCKas IJIOCKOKJIEeTOUHAsS KapIiu-
woma (IIKK) [7]. IIporu#os mo mpogoIsKUTeIbHOCTHI
JKU3HU IPU IIPOCTOM AOMUHAHTHOM B9, mucrpodu-
yeckoM B9, a Tak/ke mpu Jierkux (popmax morpa-
HuuHOro BD MOKeT ObITH BHOJHE 0JIaronpUATHBIM
IIPU YCJOBUU aleKBATHOTO yXoJa 3a MYy3bIPAMU U
CcOOJITOIeHNN IPYTUX PeKoOMeHIanui (quera u ap.).
i MOCTAHOBKY HPABUJIBHOI'O AMATHO3a, ITOMIMO
YCTAHOBJIEHHBIX T'€HETUUYECKUX MYTAI[Uil, OOJIBIIIOEe
3HAUeHUe MMEIOT CPOKHU Ae0roTa BBICHIIAHUI, pac-
MIPOCTPAHEHHOCTh M Pas3Mepbl Iy3bIpeil, CTeleHb
0oy W 3yma, MOpa’keHue CIUBUCTBIX 000JI0UeK u
BHYTPEHHUX OPTraHOB, a TaKKe CeMelHbIN aHaMHe3.

TepMuH «0yJIJIe3HBIN SIUIEPMOIN3» BIEPBbIE
onL1 yrorpebisien H. Koebner B 1886 r. [8]. IlepBas
MOMBITKA KJIacCU(PUIMPOBATE HACJIEACTBEHHEIE 0y JI-
JieaHble 3a00JIeBaHUS Ha OCHOBAHUU JAHHBIX JJIEK-
TPOHHOI MUK POCKOIINY ObLyIa TpeanpuuAaTas 1962 .
R. Pearson. C 1988 r. 661710 IPOBEIEHO 5 MeKIyHAa-
POIHBIX KOHCEHCYCCHBIX COBEIIAHU 10 JUATHOCTH-
Ke u Kiaaccuduranuu B9. 3a 3170 BpeMs ObLIU BBIAB-
JIEHBI HECKOJIBKO HOBBIX (DEHOTHIIOB ¥ MYTAHTHBIX
MeHOB, OTBETCTBEHHBIX 3a Pa3JIMUYHbIE IOATUAIIBI BI.

Mymayuu zenoe npu BJ. B9 mHacnexyerca mo
ayTOCOMHO-IOMUHAHTHOMY ¥ ayTOCOMHO-PEIleCCUB-
Homy tumy. IIpu BO myranuu o6HAPYKUBAIOTCA B
6osee yem 10 remax. OmucaHbl pasJNYHbIE BUIBI
MyTaIuii — MUCCEHC-MyTallii, HOHCEHC-MyTaIluu,
JIeJIeIuY, MyTallui PAMKY CYUTHIBAHUSA, WHCEPIUH,
MyTaIUy caiiTa CIjaiicuura.

IIpu mambGosiee pacIpoCTPAHEHHBIX IOATHUIIAX
mpocToro BO ob6Hapy:KMBAIOTCA MYTAIlUU B TeHax
KRT5 u KRT14 npumepso B 75% caydaeB, mpu
9TOM BEPOATHO, YTO MYTAIlUU B APYTUX IIOKA He-
UAEHTUDUIIMPOBAHHLIX MeHAX MOT'YT TAKYKe BBISHI-
BaTh pasBurtue npocroro BI [9-11].

IIpu morpamwuunom B9 wuare Bcero myTauu
obHapyskuBatoTcsa B reHax LAMB3 (70% cayua-
eB), LAMA3, LAMC2, COL17A1. B GOJBIIINHCTBE
cayuyaeB 3aboJieBaHME HACJIEAYETCSA IO ayTOCOM-
HO-PEIECCUBHOMY THITY, OJHAKO OIMCAHBLI CJIyYan
COMATHUYECKOTO MO3AWIU3Ma U OJHOPOJUTEIHCKOMN
pucomuu [12—-15].

IIpu gucrpodpuueckom B ommcambl mMyTaruu
B reie COL7A1 B 95% ciayuaeB JOMUHAHTHOTO U
peteccuBHoOro THIOB B [16—-18].

Memods. Oduaznocmurxu npu B9I. marmoc-
TUYECKOe TeCTUPOBaHMe U Kjaaccudpuramuio BI
HAUMHAOT C OIIPeleJIeHUs YPOBHS MOPAYKEHU KOKK
C IOMOII[BI0 UMMYHOMJII00PECIIEHTHOI'0 AaHTUTEHHOT'O
KapTUPOBAHUS U/UJIW TPAHCMUCCUBHOM 3JIEKTPOH-
HOM MUKPOCKOIIMU IIPEMMYII[ECTBEHHO C 00JacTu
CBe:KeoOpasoBaHHBIX IIy3bIpeii. MeTonq HMMMYHO-
(hJIFOOPECIIEHTHOTO AHTUIeHHOT0 KapTUPOBAHUSA
ABJsieTcA OoJsiee uyBcTBUTENbHBIM (97% mpoTuUB
71%) n cuemupuuueim (100% mnporus 81%) mo
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CPaBHEHUIO C TPAHCMUCCUBHOM 9JI€KTPOHHON MUKDO-
crkonueii [19, 20]. [omOIHUTEIBHO WCIIOJL3YETCA
mosieryaapHaa wian JJHK-guarsocturka. PyTuHHBIN
TUCTOJIOTUYECKUNM aHaJIMW3 I0Je3eH TOJBKO [IJid
WCKJIOUEHUA APYTUX MNPUUYWH IIy3bIpeit. Jlydmrmm
IMOJXO0JOM K [AMArHOCTUKe 3a00JIeBaHUA SABJIAETCA
IoJIyueHre ABYX OuomTaToB. AHaIm3 OLHOTO 06pas-
11a IIPOUBBOJUTCS C IIOMOIIBIO AJIEKTPOHHO MUKPO-
ckoruu (9M), a APYTroro — ¢ MOMOIIBI0 UMMYHOMJIIO-
OPECI[EHTHOT'0 AaHTUTEHHOTO KaPTUPOBAHMS.

NMMmyHOMDIIOOPECIIEHTHOE aHTUTeHHOe KapTu-
poBaHMe OIpeiesiAeT HaJINUre U KOJIUYEeCTBO OeJiKa,
BXOJSAIIEI0 B COCTAB PAa3JUUYHBIX CTPYKTYp SIIH-
nepmuca u 6asajabHOl MeMOpaubl. Vcrnosb30BaHme
MOHOKJIOHAJIbHBIX AHTHUTEJ, HAllPaBJIEHHbBIX IPOTUB
KOMITOHEHTOB 0a3ajibHON MeMOPAHbI KOMKHU U DIIU-
IepMaJibHBIX AHTUI'E€HOB, MOXKET JOIOJHUTEIHHO
00JIeTUYNTD CYOKJIacCUPUKAIINIO, ITIOCKOJIbKY 00pas-
bl KOXKM y OOJIBIIMHCTBA HoATUIOB B pasnuua-
IOTCSI 110 MHTEHCUBHOCTHU OKPAIIIUBAHUS AHTUTE€HOB
crienuPUUecKux CTPYKTYPHBIX OEJIKOB, UTO COOT-
BETCTBYET HAJWYUIO MyTAIlMU B IpeJesiax acCOoIu-
MPOBAHHOTO reHa. UMMyHO(MIIOOPECIIEHTHOE aHTU-
reHHOEe KapTHUPOBAHMUE C MCIIOJH30BAHUEM AHTUTE
K IeMUIecMOCOMAJbHOMY aHTHUreHy (Hampumep,
BP230, mosyueHHOMY U3 CBIBOPOTKU OOJBHOTO C
B9) u antuTen K 6enxkam lamina densa (manpumep,
KosutareHa IV Tuma) MosKeT AMarHOCTUPOBATH IIPO-
croii B9, morpaHmuHbii B3 m guctpoduueckumit
B9. Hanpuwmep, npu npoctom B9 anTurensr 6yayT
JIOKQJIN30BaHBI HA JHE My3bIpsA. IIpu morpaHuYHOM
B9 BP230 nokanmsyercd B 00JIaCTH ITOKPBIIIIKU
my3sIpd, a KosutareH IV tuna — Ha gHe y3wIpd. Ilpu
nuctpoduueckom BO oba aHTHUreHA JOKAJIU3YIOTCS
B 00JIaCTM IIOKPBIIIKK IIy3LIPs. B JomMoJiHeHUE K
peaocTaBIeHHON nHpopMauu 06 ypoBHe ITopake-
HUSA KOKHU HUMMYHO(JIIOOPECIIEHTHOEe aHTUTEHHOe
KapTUpPOBaHUE MOXKET ObITH IOJIE3HO B IIPENOCTaB-
JIEHUY BayKHOM IMMOACKAa3KH OTHOCHUTEJIHbHO OCHOB-
HOTO MOJIEKYyJsApHOro aedexrta. Hampumep, Jsabo-
paropus CrToHGOPICKOTO0 YHUBEPCUTETA U3ydaeT
OMOIICMOHHBIE 00PA3IILI C TAHEJIBI0O AHTUTEN K KasK-
IOMYy U3 AQHTHUI'E€HOB, yYaCTBYIOIIWX B IATOreHE3e
B9 [21-23]. IIpu sTOM 3aYacTyi0 MOKHO BBIIBUTH
crenu(UUecKnuil MOJEKYJIAPHBIA medeKT, OTBeT-
CTBEHHBIN 3a Ty WA UHYO (Qopmy 3abosieBaHUA
yoKe Ha sTalle MpeHaTaJbHON IUarHoCTuKu. B Kaue-
CTBe QUArHOCTHUUYECKOTO MaTepuaja MUCIOJb3YIOTCA
00pasIbl XOPUOHWYECKUX BOPCHUHOK ysKe Ha 9-it
Henesie 6epeMeHHOCTH. AJIBTEPHATUBHO BO3MOYKHO
KCII0JIb30BATh AMHUOTUYECKYIO JKUAKOCTh, B3ATYIO
mocJie 11-#1 memenu GepeMeHHOCTH, UTO MOYKET 00e-
cneunTs Heobxoxaumyo [THEK.

OHK-nmarHocTuKa mo3BoJiAeT Hanbojiee TOYHO
ompeneauTsh moATun B9, 4TO MMeeT Ype3BBIYANHYIO
Ba’KHOCTb B IJIaHE IIOCJIEVIOIEro IreHeTHUUYEeCKOTo
KOHCYJIbTUPOBAHUA U OIpPENeJIeHUs THUIla HacJe-
IoBaHUs 3a00jieBaHUA. ITO HEOOXOAMMO AJIA TOTO,
YTOOBI MOYKHO OBLIO ITPOBECTH IIPEHATAIBHYIO U P/~
UMILIAHTAIIOHHYI0 quarHocTuky. Korma mosery-
JIAPHBIE METOIbl JIEUEeHUS CTAHYT PeaJbHOCTHIO,
9TO ITO3BOJIUT IPOBOAUTH J€UCHNE HA MAKCUMAaJIbHO
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PaHHUX CPOKaxX TUATHOCTHUKU UM Ha3HAUaThb TapreT-
HYI0 Tepamnuio. B HacToslee BpeMs paHO TOBOPUTH
00 0THO3HAYHBIX KIMHUUYECKUX IIPOTHO3aX HA OCHO-
BAHUM TOJBKO JHIIL AUATHOCTHPOBAHHBIX MYyTAa-
Ui, TaKk Kak Jaske B IIpeJejax OJHOTO MOATHUIIA
B9 mosker mHabmiomaThbes (QEeHOTUIIMUYECKU pasHasd
KJIVHUYEeCKas KapTuHa II0J BJIUSHUEM CPeJOBBIX
/WK COIYTCTBYIOIIUX MOLU(MDUIMPYIOIIUX TeHe-
TuyecKuXx PaxTopoB. OOHAKO reHeTHUYEeCKUe UCCIe-
MOBaHUA MIOMOTAIOT UAEHTUPUIINPOBATH HE TOJIBKO
MYTaHTHBIA T'€H, OTBETCTBEHHBIN 3a TO WJIU HMHOE
3abojsieBaHMe, HO U O0OBEIMHUTD HA MEPBBINA B3TJIAT
KJIMHUYECKU TeTeporeHHble 3a00oJieBaHUA W3 pPas-
JUYHBIX TPYIII, YTO B IIOCJEAYIOIEM ITI03BOJIUT pPas-
paboTraTh equHBIE CXeMBbI JeueHus. Tak, HampuMep,
B pe3yJIbTaTe BBLIABJIEHUA €IMHOTO MYTUPOBAHHOTO
reHa OBIJIO MOKAa3aHO, UTO SPUTPOKEPATOAEPMUI
cuMMeTpuuYHass ['OTTpoHa ABJISETCS Pa3SHOBUIHO-
CTBIO SMUAEPMOJUTUUECKOTO MXTHO3a, a HE CaMo-
CTOSATEeNbHBIM 3aboJieBaHMeM, KaK 9TO CUHTAJIOCh
pamee [24]. Ognako B Hactosainee Bpema [[HEK-
TUTTPOBaHMUE MTOKA He SBJISETCS JUATHOCTUUECKUM
TEeCTOM IIePBOM JuHUU AJA BI.

ITpunyuns. coépemennoll Karaccupuryuu.
CorsiacHO pPeKOMEeHIAIUAM 3-TO MeKIYHapPOIHOTO
COTJIaCUTEJLHOTO COBEIaHUA II0 AUATHOCTHUKE U
Kiaaccupuranuu BI (2008) u mo mepecMoTpy ero
B 2014 r., pasauuaioT 4 OCHOBHBIE TPyHIELI U 6
moarpynn BposkaenHoro B3 [4]. Oxumako B 2014 1.
HavYaJl MOABIATHCSI OOHOBJIEHHBIE JAHHBIE MHOTO-
YUCJIEHHBIX WCCJEIOBAHUIN TeHEeTUUYECKUX MyTa-
U, JeKaluX B OCHOBe TeX WM WHBIX ¢opMm B3I,
YTO II03BOJISET TOBOPUTH O BO3MOKHOCTH BBeJe-
HUS HOBOU KJlacCu(PUKAIINY JTaHHOTO 3a00/ieBaHUA.
Psamom aBTOPOB OBLIM IIPEAJIOMKEHBI COBpeMeHHAas
KJIaccupuKamusa u HOMeHKJaTypa B9, B ocHOBe
KOTOPBIX JICXKUT TAK HA3bIBAEMBIHA IPUHITUII «JIYKO-
Basg Koxka» (2013) [8]. Kimaccupukamnusa moayuniaa
CcBOe Ha3BaHUE B pe3yJbTaTe «IIOCJTOMHOCTH» pac-
mu(GPOBKYU AUATHO3a ITOCJe MOJYUeHHBIX KINHUIYE-
CKUX, IMMYHOTI'MCTOXUMUYECKUX ¥ MOJIEKYJISIPHBIX
pesyJbTaTOB MAUATHOCTUUYECKUX UCCJIETOBAHUIM.
IlepBrlii «cioii» Kaaccu(puKamy OrpeaeaaeT TUIIbI
B9 B 3aBHUCHMMOCTH OT YPOBHS ITOPaKE€HUSA KOIKMU.
B macTosIiee BpeMs BBIAENAIOT 4 OCHOBHBIX THIIA
B9: mpocToil, mOrpaHUYHBIA, AUCTPOPUUECKUN U
cuagpom Kuumnep. MHOTrMe HO30J0THU, BBIAEJAE-
Mble paHee, ObLIN IIpeoOpa3oBaHbl UJIU IEPENMEHO-
BAHBI.

IIpocroit BI (IIBY) xapakTepusyeTcs obpaso-
BaHMEM ITy3bIPei Ha MeCTaX MeXaHUYeCKUX TPaBM,
ymiuboB, TpPeHUs, MaBJIEHUs, MaKke B TOM cJydae,
ecJim MexaHuuecKoe BO3AeNCTBIe He3HAUUTeIbHOe.
IIpeumyiiecTBeHHO 60JielOT MadbuuKu. Ha Bugmmo
3I0POBOI KOsKe 6e3 COIMMyTCTBYIONINX U IPEAIIeCTBY-
IOIUX BOCIAJUTEIbLHBIX WM3MEeHEHU o0pasyioTcs
Ty3bIPU PA3JIUYHOMN BEJUUYUHBI C CEPO3HBIM, CEPO3-
HO-THOMHBIM WJIA I€MOPPATrMYECKUM COAEPIKUMBIM
Ha BBICTYIAIONNX yYacTKaX: HA KUCTAX, Tepes-
HUX IIOBEPXHOCTAX BEPXHUX M HUMKHHUX KOHEU-
HOCTel, Ha CToIax, IOJeHAX, AToAUuIlax. ¥ AeTei
TPYAHOTO BO3pacTa TY3bIPWM BO3HUKAIOT BOKPYT
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pra. CausucTteie 000JIOUKY MOJOCTHA PTa U IOJOBBIX
OPraHOB MOPAXKAITCA PEeAKO, JUIlb y 2—3% 00Jb-
HBIX. VI3MeHeHUT 3y00B, BOJIOC 1 HOTTEH HE OTMeyYa-
eTcs, WJIM OHU TOABJIAIOTCS BecbMa peako. [lysbipu
OBICTPO BCKPBIBAIOTCS, OOHAKasg COUHBIE, OBICTPO
SIUTEIUSUPYIONHECs 5po3un 6e3 00paszoBaHua pyo6-
1oB. Cy0O'beKTUBHO OTMeUaeTCA 3y NN JKIKeHIe Ha
MecTax IMysbIpeii u aposuii. O6iiee cocTogHME O0TIb-
HBIX He u3MeHsercsa. I[Ipomecc nmMeer TeHAEHIIUIO K
CIIOHTAHHOMY Pa3PeIIeHni0 K BO3PAaCTy IOJIOBOTO
co3peBaHusd. Yaire Bcero sTot Tun B Haciegyercsa
ayTOCOMHO-IOMMXHAHTHO, HO UMEIOTCA JaHHBbIEC 1 06
ayTOCOMHO-PEIeCCUBHOM THUIIE HACJEeJIOBAHUA JaH-
HOI Pa3HOBUIHOCTU 3a00jeBaHUsdA. Uepes HECKOJIb-
KO [MHeH Iy3bIpuU BCKPBIBAIOTCS, 00pasys SpO3uWH,
MOKPHIBAIOIIMECA KOPKaMU 1 OBICTPO SIIUTETUSUDY -
foruecsi. Py01ioBble u3aMeHeHUA HA KOYKe WU aTPo-
¢uu mocisie paspelieHUA BJIEMEHTOB He 00pasyioT-
csi. KomuecTBo my3bipeil yBeIMUMBAETCS B TEILIOE
BpeMdA roga, IIPW BBIPAXEHHOM TIHUIIEPruapose.
C BOBpAcCTOM IIOpa’KEHUs JOKAJIM3YIOTCA B OCHOB-
HOM Ha KOHEYHOCTSAX, 0COOEHHO Ha CTOaX 1 KUCTAX,
YeMy CHOCOOCTBYIOT OOJIbIlIad TpaBMaTU3AIUA
9TUX YYACTKOB KOYKU, TeCHAsd, IJIOXO MOL00paHHad
00yBb, a TaKsKe HA yU4aCTKaX TECHOTO MPUJIEraHusd
omeskabl. Ily3bIpu HOABJIAIOTCS HA MPOTSKEHUU
BCeHM JKW3HU, HO B IOCTHYOEPTATHBI IEPUOJ UX
KOJIMYeCTBO yMeHbItaeTcsa. CamusucTbie 000JI0UYKH,
HOI'TU H€ IIOPpaKalTCA WMJIMW NX U3MEHCHUA MUHU-
MaJbHHI [5, 6]. Onncano HECKOJIBKO CEMEMHBIX CJIY-
yaes II1B9, ¢BA3aHHOIO C IIATHUCTON IUTIMEeHTa e
(motikumomepmueii) [25].

IlorpasmuyHbIli THUO BKJIOYAET BCE MOATU-
nel BO, mpu KOTOPBIX My3hIPU JOKAJIUIYIOTCA B
cpenHel yacTu 6as3aabHON MeMOpaHBI, B TAK HA3bI-
Baemoll lamina lucida, — smuaepmomepMaIbHOTO
COeIMHEHNS, PACIIOJOKEHHOTO MEKIy IlIa3MaTu-
yecKOW MeMOpaHOIl 0asajJbHBIX KEePaTUHOIMTOB
u OasanbHOU MeMOpaHOII Ko:Ku. B ouarax mopa-
JKeHUs Pas3BUBAIOTCA aTpopUUecKre H3MeHEHUS
KO)K1. BosMoOskHA mpeHaTaJbHAsA TUATHOCTHUKA C
IOMOIIbI0 OMOICHUM KOXKU 18-HemelbHOTo ILIOAA
HAa OCHOBAHHUMU BBIABJIEHUA YKA3aHHBIX HU3MEeHeHU.
Tun HaciaemoBaHUA ayTOCOMHO-peIleCCUBHBIN [6].
IIporecc xapakTepusyeTcsi MOSBJIEHUEM ITy3bIpei
¥ 9pO3Uil yiKe MPU POKAeHUN pe0eHKa MU BCKOpPe
nocJie Hero. B TeueHUe HeCKOJNBKUX AHEU mpoiliecc
renepanusyercd. OCHOBHAA JIOKAJIW3aIllUA BBICHI-
MaHuii — KOKa TI'PYAU, T'OJIOBBI, CIU3UCTHIE 000-
JIOUKY pTa, TOPTAHU, Tpaxeu. XOTA KOXKa KUCTEeH
" CTOII He M3MEHEHa, HOI'TeBbIe IIJIACTUHKU OIC-
TpoUYHBI, PA3BUBAIOTCA AHOHUXUSA, AKPOOCTEO-
aus. O6pasyrIimeca Ha MeCTe ITy3bIpeil 3pPO3UB-
HBbI€ IOBEPXHOCTU 3a’KUBAIOT MEJJIEHHO, OCTABJIAA
yuacTKku aTpoduu Koxxku. PyOGI[oB 1 MUJINYMOB HET.
Muorue OeTHU YMUPAIOT B IIEPBbIE€ MECAILbI JKM3HU OT
cericuca, anemuu [9].

Huctpoduueckuit B (B mpomioM Has3bIBAJICA
WHOTA «IePMOJUTUYECKUM ») BKJIOUAeT B ce0si Bce
moAaTumbl BY, B KOTOPHIX 00pa3oBaHUe Iy3bIPs IPO-
UCXOMUT UyTh HUKe lamina densa 30HbBI 6a3aJIbHOMN
memOpaunbl. Jlamabiii Tun BY dopmMupyerca BHY-
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TPUYTPOOHO U BBIABJIAETCA B MEPBbIe AHU KUIHU
pebenka. Ha mecTax, mogBepramoIiuxcsa TpaBMaTH-
3aIuu, BOSHUKAIOT My3bIPH, 4 3aTeM dPO3UU U I3BEI
c oOpeIBKamMu snuaepmuca. IlopaskeHue 3aBepiia-
eTcsa AUCTPOMUUECKUMU PyOIlaMu, MHOTOa KeJo-
ugHOTO Xapakrtepa. Haubosiee 4acTo mopaskaroTcs
BBICTYIAIONINE YYACTKU KOMKHOTO IIOKPOBA — IepPej-
HUEe IIOBePXHOCTU JIOKTEBBIX W KOJIEHHBLIX CyCTa-
BOB, TZie Ha GoHe aTPOPUUECKUX YUACTKOB JIUJIO-
BO-KPaCHOTO IIBeTa BO3HUKAIOT IIy3LIPU C TeMoppa-
THYECKUM COIEPKUMBIM M UYeIlyHdYaTo-KOPKOBbBIE
HACJOeHUdA, IJIOTHO IpuUJjerarpInme K Koxke. [Ipu
yoaJIeHUuU YelryeK WM KOPOK OOHAaKaITCA YUaCTKU
pyo1moBoit arpodpuu. Koka HemopaKeHHBIX yUacT-
KOB cyXas, cepoBaTO-0JIeJHOTO OTTEHKA CO CTOMKUM
6esbIiM gepMmorpadusmom. Ha staJoHAX U IOAOIITBAX
OBIBAIOT TUIIEPTUAPO3, TUIlepKeparo3. Hortu crom
U KucTell yToJIIeHbl, gedopMupoBanbl. CuMmITomM
Huxkonbckoro mogosxutenabubiii. ¥ 20% 060IbHBIX
OPa’KaloTCsa CIAUBUCTHIE O0OJOUKU PTAa, IOJOBBIX
OpraHoB, KOHBIOHKTUBLI. Ha aTUX MecTax IIy3bIpu
OBICTPO BCKpbIBatoTCcA. OcCTamolluecs SPO3UU SIIU-
TEJIUBUPYIOTCA BAJO, HEPEAKO IIpeBpalialmTcAd B
IOBEPXHOCTHBIE A3BHI. [lociie 3a/KMBIEHUA OCTAIOT-
cdA pybOIoBad aTpodusA 1 ouaru JeiiKkokeparosa [5].

Cunapom Kunanep mnpexacraBiser u3 cebds
OTIeJbHYIO U OYEeHb MHTEPEecHYI0 Hoszojioruioo. O
OBLJI IPUCOENUHEH K KJjaccupuranuu BD TOJBKO B
2008 r. CuaapoM xapaKTepusyeTcd YHUKaJIbLHBI-
MU KJINHUKO-(PEHOTUINUYECKUMHU OCOOEHHOCTAMMU:
Oy3LIPM BO3HUKAIOT B aKpaJbHBLIX 00JIACTAX, Ha
HECKOJbKUX YPOBHAX, BHYTPU U/UJIU TOJ 6a3ajb-
HOM MeMOpaHoOil, y IallieHTOB OTMEeUAIOTCsA BhIpa-
JKeHHasaA (POTOCEeHCUOMIMBANUA U IPOTPECCUPYI0-
miasa moiKuiaofepMus. 3abojieBaHUE HacCJeoyeTcs
10 ayTOCOMHO-PEIleCCUBHOMY THUITY.

Crhenyromuii ypoBeHb («CJ0i») cyOKJIaccuu-
Kallui YYUTHIBAET KJIWNHUUYECKUE U (PeHOTUIIHUe-
CKue O0COOEHHOCTH, IPUCYTCTBYIOINE Y TaHHOTO
marueHTa, B IIePBYIO OUepenb pacipeaesienne (JIoKa-
JIN30BAHHOE MJIV FeHEePAJIN30BAHHOE) U OTHOCUTEIb-
HYIO TAKECTb IIOPaKeHNA KOKHBIX IIOKPOBOB U BHE-

OcHOBHBIE THIIBI U

KOXKHBIX IIpoaBjeHuii. Haauuue DOMOMTHUTEIbHBIX
OIUarHOCTUYECKUX KpurepueB (IOMKUIOLEPMUS,
TICEeBIOCUHIAKTUINA U AP.) MOXKET ITI03BOJIUTH 00oJiee
IeTaJbHO KJaccuuiupoBaTh 3abojieBaHNe Ha TaH-
HOM ypOBHe. AHajin3 MyTalluili B ONpeJeJeHHBIX
reHax, KOTOpPbIE NUATHOCTUPYIOTCSA UMMYHOTHCTO-
XUMHUUYECKUMU METOJaMU C UCIIOJIb30BAHUEM CIIEIIU-
(ryecKUX MOHOKJIOHAJBHBIX AHTUTEJ, IIO3BOJIAET
PaCHIUPUTh UMeIoIuecd IPeJCTaBIeHUA O PasHo-
o6pasuu popm B 1 BBIHITH HA CIEAYIONNI YPOBEHb
KJaccupuKamuu ¢ BepuduKanueil THUIIA HaCJIeIo-
BaHUA 3aboJsieBaHUA. BapuaHThl MyTanuili reHOB,
OTBETCTBEHHBIX 3a IPOSABJIEHUA TON MJIU WHOM pas-
"HOoBUAHOCTH B, ipeacraBieHsl B Tabu. 1.

Hexoroprie wmcciegoBaTesn NOPEAIOYUTAIOT
IPOBOAUTEL MOJIEKYJIAPHBIA CKPUHUHT 0e3 IIpenBa-
pUTeJSBHOTO moyueHus pesayabraToB UDPA. Takasa
OIUarHOCTUKA IIPUBETCTBYETCS HEe BCEMU WCCJIe-
JOBaTeJAMU U BO3MOKHA TOJHKO B TOM CJIydae,
KOTZla KJIMHUYECKU ABHO OIpeHesdeTcs TAsKesas
reHepanusoBaHHas (Gopma BI. B manmHoM ciayuae
9TO PaA3yMHO U 9YKOHOMUUYECKHU I[eJIeco00pasHo.
ITO He ABJAETCA CTAHAAPTOM AUATHOCTUKU, IIPU-
HATBIM OOJILIIMHCTBOM MCCJefoBaTesieil, OJHAKO
Ui TOATUIIOB BO, B KOTOPBHIX HECKOJLKO TI'€HOB
MOTYT BBI3BIBATh UIAEHTUUYHBbIE (DEeHOTUIIBI, YUUTHI-
Basgd TEKYIIYI0 CTOMMOCTbL U BpeMsdA, HeoOXOoZuMoe
Ui CKPUHUHTA HECKOJBbKUX TeHOB, TaKas JTall-
HOCTh JUATrHOCTUUECKUX MAaHUIYJIAINI BO3MOKHA.
B Oynyiem 3aMeTHOe CHUMKEHUE CTOMMOCTU BBITIOJ -
HEHUA MACCUBHOI'O IapaJlieJbHOTO CEeKBEeHUPOBa-
HUA IeJIeBBIX TeHOB BO MOKeT JaTh BOBMOYKHOCTH
cpasy INepBOHAUYAJbHO HPOBOAUTH MOJEKYJIAPHOE
TEeCTUPOBaHUE.

Hmeromnuecsa o000IIeHHbIE AaHHBIE O TeHEeTH-
YeCKUX MYyTaluax U OeJKax, OTBETCTBEHHBIX 3a
dopMupoBaHUe TOH NI UHOU pasHoBUgHOCTHU [1B9,
IpeaCcTaBJIeHBI B Ta0JI. 2.

IIpu oTCcyTCTBUY MOJIEKYJIAPHBIX JaHHBIX ¥ TEX
PeAKUX TAaINeHTOB, YV KOTOPBLIX YPOBEHBL pacIie-
IJIeHUS KOKU YCTaHABJINBAETCA MCKJIIOUUTEIHHO C
TIOMOIIIBIO BJIEKTPOHHOM MUKPOCKOIUU, B KJACCHU-

Tabauuya 1

moaTumnsl B [8]

Y poBeHB MOPAaKEeHUT

KON Tunst B9 IToarunsr B9 OTBeTCTBEHHBII 0€JI0K
TpaucrayramuHasa 5;
CynpabasaiabHbIi miaaxkouanH 1; TeCMOIJIaKWuH;
. ILJIaKOTJIOOMH
NurpastuaepmaabHO IIpocToit B
Keparun 5 u 14; niekTuH;
BasanbHbIi aks3oduaus 5 (Slac 2b); anTUreH

oysnesHoro nmemguronga 1

TenepanusoBanusii [IB9

Jlamuanu-332; xKomaren X VII;
0634 uHTETPUH;
0.3 UHTEerPUH CYyOYHUT

Buyrpu lamina lucida ITorpanuunsiit B9

Jlorkanusosauusiii ITBY

Komnaren XVII; mamuaun-332;
o634 unTErpUH

HomuuanTHb B9

Konnaren XVII

ITox lamina densa Huctpoduueckuit BI

Peneccusnsiii [JB9

Konnaren XVII

Pasubie ypoBHU Cunzppom Kungiep

DepMUTHUH ceMelHbIi roMoJIor 1
(kuHAINH-1)
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Tabaruua 2

Mopdosaornueckmne 1 MOJEeKyJIAPHbIE 0COO€HHOCTH 0CHOBHBIX moaTumios 115 [8]

YposeHb hopMHUPOBAHU ST

Tuner B9
y3bIPS

OTBeTCTBEHHBIN 0€JIOK, ero

YPOBEHB MyTHpOBaHHBIH reH /bl

TpaHcrIyTaMUHEA3a 5:
HOPMAaJbHBIN,
MOHMYKEH UJIU OTCYTCTBYET

TGMS

ITpocroit B9,
cynpabasaibHBIN

(yssIpb 06pasyercs Cynpa6asannHbi

Hecmomnrakuua
(usu C-TrepMuUHYyC):
OTCYTCTBYET UJIU IOHIKEH

DSP

nuaepMuc
BBIIIIE 6a3aTbHBIX Aep

KepaTUHOI[UTOB)

IInaxormobus:
MOHMKEeH WU OTCYTCTBYeT

JUP

IInaxormobusn 1:
MOHMIKEH UJIN OTCYTCTBYET

PKP1

Keparun 5 nin 14:

. KRT5, KRT14
06BIYHO HOPMAJIBHBIN

AxsopuauH 5 (Slac2-b):

EXPH5
OTCYTCTBYET

ITpocroit B, 6asaitbHbIi BasaabHBIN sntugepmMuc

ILnexTum:
CHUJKEH HJIA OTCYTCTBYET

PLEC

Anruren-1 0yJiesHoro
nemburonga 1 (BPAGL;
BP230): orcyTcTByeT

DST

bukamuu nanmeHTa OYAYT WCIOJIb30BATHCA COOT-
BETCTBYIOIHNE YJIbTPACTPYKTYPHBIE OCOOEHHOCTH.
TaKOBBIMU MOTYT CTAaThb N3MEHEHUS B CTPYKType
U/WIN KOJUYecTBe AKOPHBIX (hUOPUII UIU TeMu-
IecMOCOM, WU HaJIuyue aHOMAJbHBIX arperaToB
KepaTUHOBBIX HUTell. Hanmpumep, Ipu perieccCuBHOM
reHepaJIM30BaHHOU (popme aucTpoduyueckoro BI B
pesyJsibTaTe mopaskeHus kKoJstaresa VII Tuma sxop-
Hble QUOPUJIIBI He (POPMUPYIOTCA BOOOIIE MJIU UX
KOJIMYECTBO PEe3KO CHUKAeTCsA IPU APYTUX pelec-
cuBHBIX opmax 3abosieBanus [26]. W, maobopor,
mpu JOMUHAHTHBIX (hopMax 3abojieBaHUSA KOJIMUe-
CTBO SKOPHBIX (GUOPUJJI CHUKEHO HE3HAUUTEeJb-
HO [26]. IIpu mOBepXHOCTHBIX (hopMax OoTMeUaeTCA
MepuHyKJIeapHas PeTPaKIIusA, IPU MOHKUIOAePMU-
yeckoMm BI — arperamnus mesmanocom [26].

CorsacHo coBpeMeHHO# KJaccudukranuu [8],
MPUHATO BBIAEAATL 2 moarpynmnel IIBI: cympaba-
3aJIbHBIN U 6a3ajbHbBIH, B 3aBUCUMOCTH OT T'HCTO-
MIaTOJIOTUYECKOT'0 YPOBHS PACIIEIJIEHUA B SIUIep-
muce. Pamee IIB9D ObLI0 IPUHATO HA3LIBATEH «DIIH-
IePMOJUTUYECKUM», XOTS STOT TEPMUH SBJIAETCS
HETOUHBIM, IOCKOJIbKY KJIETOUHBIN JU3UC HE ABJIA-
eTcs1 OCHOBHOM OCOOEHHOCTBHIO JO00Or0 THUIA WU
noaruma BI. Cynpabasanpubrii Tum IIBD moapasme-
JseTcs Ha 3 MOATHIIA: JETAJTbHBIN aKaHTOJUTHYE-
CKUI, ¢ AeUIINTOM IJIaKO(MUINHA U IIOBEPXHOCT-
HbI. BasaJIbHBIN TN B HACTOSAIIlEe BpeMs IPUHATO
MmoApasAesATh Ha JIOKAJW30BaHHBIN (paHee Ha3bl-
Bamuiica IIB9 Weber—Cockayne), remepasinso-
BaHHbI Tsokenwlni IIBY (IIBS Dowling—Meara),
reHepaJIM30BaHHBIN IPOMEKYTOUHBIH (panee Ha3bl-
Basiuiicsa IIB3 Koebner), IIB ¢ mofikuaogepmueit
(c marHucTOM murMmeHramueii), IIB9 ¢ MbIeuHon
nucrpodueit, IIB9 ¢ nmpuBpaTHHUKOBOU aTpesuei,
ayTocoMHoO-perieccuBHbIN [1B9, ITB9 Ogna, murpu-
pyromuii Koabiesunubiii IIB3. O6Go0IIeHHEBIE HaH-
HbIe 0 KINHNYecKuX noatumnax I1BD npeacraBieHbl
B TabJ. 3.
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ITorpaunuusiit B9 BKJIOuaeT B cebsa 2 OCHOB-
HBIX MMOATUIIA: TeHePaJTU30BaHHBIN (TSKeIbIi; cpe-
OIWHHBIN; ¢ aTpe3ueil MPUBPATHUKA; C MMO3THUM
HAYajJoM; C PEeCIIMPATOPHBIM M IIOYEUHBIM IIOpa-
JKeHUeM) W JIOKAJM30BaHHBIN (IIPOCTOI; MHBEPC-
HBIN; JIADUHTO-OHUXO-KOXKHBIN cuaapom) [8]. Ho
2013 r. OBLIO TIPUHATO BBIAEJNATH ITOTPAHUYHBINA
B9 Herlitz u non-Herlitz. B macTosiee Bpemsa ¢
y4eToM HOMEHKJATyphl «JIyKoBas KoKa» morpa-
auuHblii B Herlitz meperMeHoBaH B IOrpadHnuHBIN
TeHepaJIM30BaHHBIA TAMKeJbId B9, accomumupoBaH-
HBIH C OTCYTCTBUEM JIAMUHWHA-332, BHI3BAHHBIN
LAMAS3, LAMB3 niu LAMC2 wmyranuamu. Non-
Herlitz morpannunsiii B9 nmepenMeHoBaH B morpa-
HUYHBIN TeHepaJu30BaHHBIN cpeAuHHBINA B9, acco-
IMUUPOBAHHBIA C HEJOCTAaTKOM JIAMUHUHA-332 UIN
koJsutarena X VII, BeidaBaHHBIN MmyTanuavu LAMAS,
LAMB3, LAMC2 nnu COL17A1. YpoBeHb (popMu-
pOBaHUS My3bIPeii, IlejieBble OTBETCTBEHHbBIE OEIKU
Y MYyTUPOBAaHHbBIE M'€HBI, BLIABJIEHHBIE IIPU Pa3JINU-
HBIX (popmMax morpanumusoro B9, mpexacraBieHBI B
Tabu. 4.

Huctpoduueckuit BO B HacTosAllee BpemMsA
MPUHATO IOAPa3aessiTh HAa ayTOCOMHO-IOMUHAHT-
HBII M ayTOCOMHO-PeIleCCUBHBIN. K moMMHAHTHO-
My THUIY OTHOCSTCS: TeHepaJM30BaHHBIN (paHee
HasbIBaBIIHuiica mo aBropam Pasini m Cockayne—
Touraine), axkpaJbHBIN, NPETUOUATLHBIN, IIPYPU-
TUHO3HBIN, C M30JUPOBAHHBLIM IIOPAaKE€HUEM HOT-
Tel U OyJIJIe3HBIN AepPMAaTOJN3UC HOBOPOIKIEHHBIX.
AyTocoMHO-periecCuBHBIN auctpopuueckuii bBI
BKJIIOUAeT B ce0dA: TAMKeJbIH reHepaan30BaHHBIN
(panee maswiBaBinuiica Hallopeau—Siemens), rexne-
pPain30BaHHBIN CPEAUHHBIN (paHee Ha3bIBABIIUUCS
none-Hallopeau—Siemens), axpajibHBII, MHBEpPC-
HBIH, MPeTUOMATbHLIN, IPYPUTUHO3HBIN, IEeHTPU-
netanbHbIN. IIpu pelecCUBHOM IUCTPOMUUECKOM
B9 uarre, yem npu Apyrux gopmax HabI0gaeTcs
MCeBAOCUHIAKTUINSA KUCTEH M CTON — TsMKeaoe

YPbI

247

27.05.2019 12:55:38




Kaunanueckue mogrumnsl ITBI [8]

Tabruua 3

eJ1eBOil OTBETCTBEHHbII
Tuns! IIBD ITogTuns: ITBY o TpoTes
AxpanbHbIHi nuanHr-cuaapom (APSS) TpaHcrayTamMuaasa 5
ITosepxuocTHbI 1B (EBSS) He usBecren
Axanronuruueckuii [IB9 (EBS-akanth) IecMomIaKkuH, MJIaKOrJIOONH
CHHAPOMBI XPYIKOI KOMKM:
Cynpabasansabrit 1. Jedunur MeCMOILTAKHHA (EBS-desmoplakin; HecMomnarym
CUHIPOM XPYIIKOU KOYKU U IIIEPCTUCTHIX BOJIOC)
oM XDy KO, 1o & AedbHITATON ErAKOLTOGHHa) Inasornobun
3. Hedumur IIaKOpuInHA (EBS-plakophiliUn; . TLraxodumma-1
CUHIPOM XPYIKOU KOYKU C SKTOJepMAaJIbHON AUCILIa3ueit)
IIB9 nokanusosauubiii (EBS-loc) K5, K14
I1B9 renepasnsoBaHHBIN TsaKenbii (EBS-gen sev) K5, K14
TIB3 renepasmn3oBaHHblil npomeskyTouHblil (EBS-gen intermed) K5, K14
TIB9 c moiikuaogepmueti (mecTpoi TUrMeHTaIUE ) K5
1153 murpupyomuii KoabneBugablil (EBS-migr) K5
IIB3 ayrocomuo-peneccuBHblil K14 (EBS-AR K14) K14
BazanbHbIN IIB93 ¢ meieunoi gucrpodueii (EBS-MD) IlnexTun
IIBS c aTpesueit npusparauka (EBS-PA) IInexTnH, 0.634-uHTETPUH
II1B3 Orua (EBS-Og) IlnexTun
IIB9 ayTocoMHO-pelecCuBHbBIN, BEI3BBAHHBIN fedumuTom BP-230 Awnruren-1 6yJe3Horo
o (EBS-AR BP230) nemburounna (BP-230)
Z IIB9 ayTocoMHO-peIeCCUBHBII, BEIBBAHHBIN Je(DUITUTOM
> BRBO(I)I/}IIJII/IHa'5 pen redu IxzodumH-5
=)
=
(=]
-

Tabruua 4

Mopdoaornueckne 1 MOJEKYJIAPHbIE 0COOEHHOCTH OCHOBHBIX MOATUIIOB morpanuuyHoro B9 [8]

Tunsr YpoBeHb YpoBens
MOTPAHUYHOTO ITogTnns! dopmuporanusa | IleseBoii 6eJIOK | comepsKaHUST MyTHpOBaHHBII I'eH /bl
B9 y3BIPs Oeaka
T'enepasu- OrcyTCcTByeET
30BaHHBIN Buytpu lamina } Wi
. lucida JlamuuUH-332 O —— LAMA3, LAMB3, LAMC2
(JEB-gen sev) CHUKEH
Tenepasu- JlaMmuauH-332 CHm)KeH LAMAS3, LAMB3, LAMC2
c:;)%lj:;ﬁf;llfﬁ BHyTpn'lamina OrcyTcTBYyeT
(JEB-gen lucida Konmaren XVII | oVTemayer COL17A1
intermed)
. OrcyTcTByeT
ITorparnuyHbI#i C arpesueit ;
b - IpUBPaATHUKA BHyTpH.lamlna Nurerpun o634 iy ITGB4, ITGA6
reHepaJin lucida 3HAUUTEJIHHO
30BaHHBII (JEB-PA) CHIKEH
PR — Buayrpu lamina
A lucida manm
HAYaJI0OM 6es BIIIMEIX Kommaren XVII CHmKeH COL17A1
(JEB-LO) mysbIpeit
C
pecnupaToOpHLIM . OrcyrcTByer
U IOYEYHBIM BHyTlglgihimma HWurerpun a3 uin ITGAS3
opaKeHuEeM HOPMAaJIbHBIHN
(JEB-RR)
OtrcyTcTBYyeT
Joxamu- Bryrpu lamina Kommarer XVIL | - @ er COL17A1
. 321;%1;1;1%14 lucida Murerpun 0634 CHmxeH ITGB4
HorpanuaHeIit Jlamuane-332 CHuskeH LAMAS3, LAMB3, LAMC2
JIORamm- | u . Bryrpu lamina
30BAHHBIIL HBEPCHBIN lucida JlamuuuH-332 CHMKeH LAMA3, LAMB3, LAMC2
JlapuHro- Jlamuuuu-332,
OHUXO-KOKHBIN Bes (1?[622;?0:;}1“’1 nensb n3odopma | HopmanbHbIR LAMA3A
CUHIPOM YBBIp a3
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Puc. 2. OHuxosm3uc Ha cTonax.

Puc. 3. OHUXOIN3UC HA KUCTAX.

BHEKOJKHOE OCJIO)KHeHre BD, KoTopoe pasBuBaeTCsA
BCJIEJICTBYE ITOCTOSTHHOI'O0 00pa30oBaHuUs My3bIpeil Ha
KHUCTAX U CTOIAX, YaCTO COUETAETCH C JIM3UCOM HOT-
TeBbIX IacTtuH (puc. 2 u 3). Mopdosoruueckue,
MOJIEKYJIsIpHbIE, KJIUHUYECKUe OCOOEHHOCTH pas-
JIMYHBIX TOATUIOB qucTpoduueckoro BI mpexcras-
JIeHBI B Ta6J1. 5 u 6.

IIpakTuyecKu Mpu BCeX MOATUIAX BO BhIsBIIE-
HBI Pa3HOOOpPAa3HbIe BUALI MyTAI[WIl B BHINIEYKa3aH-
HBIX TeHax [8].

IIpeacraBieHHble B TA0JIUIAX JAHHBIE O BBIAB-
JIEHHBIX I[JIEBBIX OeJKax W MYTAHTHBIX TIeHax

TIO3BOJISIIOT I'PAMOTHO IIOJOMTH K Bepu(UKaIuu 1ua-
THO3a ¥ KajKJOro KOHKPETHOro mainueHTa. B ciydae
WUCIIOJIb30BAHUA HOMEHKJIATYDPHI «JYKOBas KOXKa»
MBI IIOJIy4aeM IIpeNeJbHO KOHKPETU3UPOBAHHBIN
IUArHO3 C IOCJEVIOIIell BO3BMOMKHOCTBIO TepareB-
THUECKOI'0 BO3IEMCTBUS Ha MOJIEKYJIAPHOM YPOBHE.

CoruslacHO KJaccu(UKAIUU «JIYKOBas KOXKa» B
HaCTOsAIlee BpeMA IPUHATO BHIHOCUTH B JUATHO3 Y
mamueHTa He TOJBKO TUI U moaTui BY, HO u 1ese-
BOIi OEJIOK W KOOUPYIOIIYI0O ero MyTanuio (ecau
BBIABJI€HA). ITO IOMOTAeT AeTaJNu3UpPOBATH HO30-
JIOTUIO, & B OyAyIIIEM IIOMOYKET apryMeHTHUPOBAHHO
HasHauaTh IeHEeTHUUYECKYyI0 Tepamnuio. Hampuwmep,
cTapoe HasBaHUE IIPOCTOrO JOKAJIM30BaHHOTO BI ¢
YYEeTOM HCIIOJIb30BaHUA HOMEHKJIATYPHI «JIyKoBas
Ko:ka» OymeT 3ByuaTh Tak: IIpocToii JIOKaIn30BaH-
HBIL BY ¢ HOpMaJabHBIM YPOBHEM OKpAaIlIUBaHUSA
KepatuHa b u 14, KRT5 - wiu KRT14 -myramnusa.
Crapoe HasBaHwue: morpanunuHbiii BO Herlitz B
HOBOM HOMEHKJIAType OyZeT 3ByYaTh CJIEAYIOIIUM
o0pas3oM: HOTrpaHUYHBIA B9, reHepaInm30oBaHHBIN
TSKeJbIII TOATUII, ¢ OTCYTCTBUEM JaMUHHHA-332,
c ykasanuem myrtanuu B renax LAMA3, LAM B niau
LAMC2.

Kpowme TOro, He06X0JUMO OTMETUTh, UTO B PALIE
WCCIeNOBAHUN KJIWUHUYECKUE U MOJIEKYJAPHbBIE
ITaHHBIE TOKA3BIBAIOT, UTO PasiesieHne HeKOTOPBIX
HOB30JIOTUH ABJIAETCA UCKYCCTBEHHBIM. JTO KacaeT-
cdA, HAPUMepP, PasHOBUAHOCTEI ayTOCOMHO-IOMU-
"HaHTHOTO auctpoduueckoro BI Cockayne—Tou-
raine u Pasini.

IIpunyunwt newenusa BI. B Hacroamee BpeMsa
He CYII[eCTBYEeT PaANKAaJIbHBIX METOHOB JeUeHUI HU
oxuoit m3 opm BI. HecmoTpsa Ha 5TO, CYIECTBY-
10T 3(h(eKTUBHBIE TPEBEHTUBHBIE U CUMIITOMATHYE-
CKUe MEeTOJBI Tepanmuu. B IiejioM JiedeHUe TOJIMKHO
OBITH KOMILJIEKCHBIM U OCYIII€CTBIATHCI MEKJUCIIN-
MJINHAPHOM KOoMAaHaoll Bpaueii, Tak Kax BO — aTo
cucteMmHoe 3abosieBarue [27, 28].

CyI1ecTBYIOT TPU OCHOBHBIX II€PCIEKTUBHBIX
moaxoja B JieueHnU BD — mpoTrenHOBasd, TeHHAA U
KJIETOYHAA Tepamus.

Tabauuya 5

Mopdosoruuyeckue 1 MOJIEKYIsIPHbIE 0COOEHHOCTH MOATUIIOB AucTpoduueckoro BI [8]

YpoBeHb GOpMHUPOBAHUST MyTHupoBaHHBIH
ITogTuns! gucrtpoduueckoro b9 Hy3hIps Y POBEHB IIeJIEBOTO 0esIKa Tem/Er
JoMUHAHTHBIN JUCTPODUUECKU
B9 (Bce moxTume! 3a UCKIIOUEHTEM HepMasbHBIT Kousnaren VII tuna: COL7AL
OyJIJIE3HOI0 AePMOJIN3a (mox lamina densa) CHUKEH UJIU HOPMAaJIbHBIT
HOBOPOYKIEHHBIX)
PerneccusBubliii nuctpoduueckuit B9, HepmanbHBIHT Koanaren VII Tuna: COL7A1
OyJIJIe3HBIN AePMOJIN3 HOBOPOKIEHHBIX (mox lamina densa) CHUKEH
. . . Komamnareu VII Tuma:
P UBHBIA JUCT uueckuii b MaJIbHBII .
enecc Auc upoq) ECK! 9, Hep alx OTCYTCTBYET MU 3HAUUMO COL7A1
reHepaJIn30BaAHHbBIN TAMKEIbIH (mox lamina densa)
CHUKEH
PerneccusBusbliii nuctpoduueckuit B9, HepmanbHBIHT Kounaren VII Tuna: COL7A1
reHepaJInu30BaHHbBIN CPeIUHHBINA (mog lamina densa) CHUKEH
PeneccuBnsbiit nuctpoduueckuit B9, HepmanbHBIHT Koanaren VII Tuna: COL7AL
JIOKaJIN30BaAHHBIH (mox lamina densa) CHUKEH UJIU HOPMAaJIbHBIN
PerneccusBusblii nuctpoduueckuit B9, HepmanbHBIHT Koamnareu VII Tuma: COL7A1
BCe APYyTrue MOATUIIHI (mox lamina densa) CHUIKEH
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Tabauuya 6

Kanauueckue moaTunsi guctpoguueckoro b9 [8]

Jucrpoduueckuit B9,
0O0JIBIIINE TTOATHIIBI

Bce moaruns1 nucrpoduueckoro b9

IlesneBsie
OTBETCTBEHHbIE 0CJIKH

T'enepanusoBanusiii (DDEB-gen)

Axpasabubiii (DDEB-ac)

JoMUHAHTHBII

IIperudbuanpubiii (DDEB-pt)

nuctpobuyeckuit B9

IIpypurunosusiii (DDEB-pr)

Kommareu VII

C mopaskenueM ToabK0 HorTeit (DDEB-na)

Bynnesusiii nepmonns HoBopokAeHHBIX (DDEB-BDN)

Tl'enepanusoBanHbIi TsKenblii (RDEB-gen sev)

Kosnnaren VII

I'enepaJsin3oBaHHBIN CpeAMHHBIHN

W aBepcHBINH
PerneccuBHbINI JIoKa/IM30BaHHBIN
puctpoduueckuit B9 IIpeTuOuaIbHLIR Konnaren VII
IIpypurnHo3HBIN
ITenTpuneTaJbHBIH

Bynnesublit 1epMoan3 HOBOPOKIEHHBIX

IIpomeunosas mepanus 3aKJIOYaeTCS BO BBe-
IeHUU B KOXKY OejiKka ¢ HOPMAaJILHON CTPYKTYpPOH U
(PYHKIMEH, OCYIIIeCTBJISAIONIEro 3aMelrenre gepexT-
HOro Oeika. [[aHHBIA BHUJ Tepalmuy HMeEET OIIpeje-
JIEHHBIE€ TPYLHOCTH, TAK KAK IJISI 9TOI'0 MCIOJIb3YIOT
cuenuduuecKkue CTPyKTypHBbIe 0esKku (Kostaren VII
THIA, CYOBeAUHUILI JaMuHuHa-332) [1, 29], Koro-
PBIM AJId TPOABJIeHUA (DYHKIIMOHAJIBHON aKTUBHO-
CTU HEOOXOAMMO IPOUTHU PN 3HAUUTENHHBIX H3Me-
HEHU, YTO COCTABJIAET OCHOBHYIO CJIOXKHOCTH WX
npumeHeHusi. Hampumep, Ipu perecCuBHOM JUCTPO-
¢puueckom B xosnarer VII Tuma goJKeH IPOUTH
BCe cTaanu KOH(popMaIlum IJd OONTUMAaJILHOTO BCTpa-
WBAHUSA B CTPYKTYPY AKOPHBIX Gubpuaa [1, 29].
Kpome Toro, He06x0a1uM0 00eCIIeUnTh IIOJTHOIIEHHYIO
aZre3uio MOJIEKYJ KoJjlareHa K JUTraHgaM 0asalib-
HOII MeMOpaHbI suugepmuca. IIpoTernHOBas Tepans
B CJIy4Yae IIPEeOJOJIeHUS BO3HUKAIIINX TPYIHOCTEHR
CMOJKeT 00eCeuuTh OBICTPOe, KJIMHUUYECKU 3HAUMU-
MOe€ YJIYUIIIeHNe B COCTOSHUN HAIlNEeHTOB.

I'ennas mepanus B3aKJIOUYAETCA B 3aMeHe
ne)eKTHOrO reHa Ha HOPMAaJbHO (PYHKIMOHUDPY-
fomuii. IIpu BY mcooab3yioT gBa MeToZa: 3aMeHy
ne()eKTHOrO T'eHa B YUYACTKe KOMKU C IIOCJIemyIolnei
TPaHCIIJIaHTAIlNe! HaleHTy NN BBeaeHue papma-
KOJIOTMYECKHUX CPENCTB JJIA KOPPEKIUU IIPOIeCCOB
penauKanuu, TPAHCKPUOIUUN, TpaHcaanuu [29—
35]. Ilpu mepBOM cImocobe JeueHUs B 3aBUCUMOCTU
OT IIyTH BBEIEHUS FreHeTUYEeCKOr0 MaTepraJia BolIe-
JISIIOT METOAUKY in vivo u ex vivo. Cmoco6 in vivo
OCHOBaH Ha CIIOCOOHOCTH KJETOK abcopOmpoBaTh
maasmunuyio [THEK, comep:xamiyo HoOpMaJbHBIE
reHbl. [IpegBapuUTEIHLHO OCYIIECTBIACTCA «YIAKOB-
Ka» reHeTHMYeCKOro MaTeprajia B BEKTOPHYIO MOJIe-
Kyay (Hampumep, JUIIOCOMBI, BuUpychl) [29, 36,
37]. 10 mosi6pa 2017 r. yHuBepcUTETCKAA KINHUKA
r. Boxym (I'epmanus) sagBuia 06 yCIeIITHOM OKOH-
YAHWU JIEYEHUSI METOIOM TPAHCILIAHTAIUU KOMKHU,
KoTopoe ajaujaock 2 roma. Pebenky, 6oapHOMYy B9,
yIaJIoCh 3aMEHUTDb HPaKTUUYeCKH BCIO KOXKY (80%)
Ha 3J0POBYIO TPAHCTEHHYIO KOYKY, BEIPAII[EHHYIO U3
ero JKe KJIEeTOK, B KOTOphIe ObljIa BcTaBJeHa paboTa-
forrfas Bepcus reaa LAM B3 [38].
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Knemounas mepanus 3akjaiodyaeTcsa BO BBe-
JIeHUV B OPTaHU3M UYejloBeKa KJIETOK, CIIOCOOHBIX
3aMEeHUTh (PYHKI[MIO TeHEeTUUYECKU IOBPEXKIEHHBIX
KJeTOoK. MeTon KJIETOUHOW Tepanuy BKJIOYAET B
cebsa MHBEKIMOHHOe BBeaeHHe (pubpobacToB B
KOXKY, HCHOJIb30BaHMWE IOJUIIOTEHTHBIX CTBOJO-
BBIX KJIETOK, & TaKJKe mepecajKy KOCTHOTO MO3ra.
ITepBhIii crmoco6 KJIETOUHOII Tepamuy OCHOBAH Ha
croco0HOCTH (PruOPOOIACTOB CUHTE3NPOBATEL JOCTA-
TOYHOE KOJIMYECTBO KoJlaareHa s obeclieueHUs
TOJTHOIIEHHOM CBA3U MEXKIY SUUAEPMUCOM U JIep-
moii. KilerouHnas Tepamusa sBJSETCS MMEPCIEKTUB-
HBIM METOJOM B JieueHuu B, HO B HACTOAIIee BpeMs
B Poccuu ee IIPMMEHEeHNe OI'PAHNYEeHO OTCYTCTBHUEM
3aKoHOZATeJbHOI 6assl [29, 36, 37].

B cBsABu ¢ upe3BBIUATHO BBICOKOW CTOMMOCTBIO
BBIINIEOIIMCAHHBIX COBPEMEHHBIX METOAOB Tepa-
OUU, a TaKiKe ITPOMOJIKAIOIUMCI MX U3YUEeHUEM,
o0IenpusHaHHoOe JieueHue BO B HacTosAIee BpeMs
0OCTaeTcs, TJIaBHBIM 00pa30M, CUMIITOMATHUYECKIIM.
OcHOBHBIM B JieueHHUN BO sBJIsdeTCS yXOJ 3a paHa-
MU C IIeJIBI0O UuUX 6I:ICTpOI‘O 3aXUBJIEHUA U 3IIU-
TeIu3anuy KOMKHBIX MOKPOBOB. OCHOBHOU 3ama-
yell ABJsSETCA He MONYCTUTL pa3pacTaHUs pasme-
POB TY3BIPS U COXPAHUTH MOKPHIIIKY ITy3bIPA IJIA
OpoUIAKTUKYN BPO3UN M JYUIIEro 3a’KUBJIEHUSA
paubl. BosabmimHCTBO paH 0O0JbHBIX BY MOKpPHIBA-
IOTCA aTpaBMAaTHU4YHBIMHN, ACEIITUYEeCKMMU, HEIIPM-
JUTIAIONIUMH MaTepruajaMyd W MHOYKECTBOM CJIOEB
OMHTOB, UTO IIPW3BAHO OOECIEUHUTH JOCTATOUHBIE
IPEeHUPYIOI[ie CBOICTBA, CIIOCOOCTBOBATH CTUMY-
JISIUYU TIPOIIECCOB SIUTENUBANNY U PereHepanuu
[39]. K ceTuaThiM MOBA3KAM OTHOCAT PAa3JIUYHBIE
IOKPBITUA Ha TUAPOreJIeBOM, JIMINAOKOJJIONITHON
WU CUJINKOHOBOM ocHOBe (Bpanosnuung, Menuresb,
Arpaywman, I'pacconuun, xemoner, @PuOPOTIOND).
IToBaA3KM MOTYT COAEpP:KaTh U aHTHOAKTepUaIbHEIE
mpemapaThl, TaKue Kak cepedpo M XJOPTeKCUIWH.
IlokpeiTHE (hUKCHUPyeTCcs HETKaHOU caja(eTKon u
aTpaBMaTUUYHBIMU OMHTAMU, 3aKpeIiseTca PuKca-
TopoM (Hampumep, Tyoudact). ['TaBHBIT TPUHITUAT
Ipu 3aMeHe IMOKPBHITUHN paHbl — HE JOIYCTUTH IIPU-
JUTIaHUA MaTepuaja K paHe, YTO MOYKeT 3HAUUTEJ b-
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HO yCYTr'yOUTh IATOJIOTUYECKUI Ipolecc. XOopoInue
pesyJIbTaThl pereHepanuu ObLIN MMOJYYEHBI TaKIKe
npy TPUMEHEHWHU TIeJid Ha OCHOBE THaJiypoHaTa
nuuKa [40].

JleueHre JIOOBIX OCJTOKHEHUH TaKiKe HOCUT
CUMIITOMATUYECKUI XapaKTep W HAIPaBJIEHO Ha
noggepskanue pabOTBHl BCeX OPraHOB U CHCTEM.
ITamueHTsI ¢ TSAKEABIMY ToATUIIaMY B yacTo HyK-
IaloTcs B XUPypruueckoM Bmerareabetse Ha JKKT
U B OIlepaIuaX [0 pa3aeeHnuIo nmaabies [41-43].

B HacTosAIee Bpema 3a pyOesKoM BeIyTCA UCCIe-
JOBaHUsA II0 JieyeHHI0 BO B Tpex HaMpPaBICHUAX:
reHHadA Tepanusd, IpoTenHoBasd (6eJIKOBasI) Tepanusa
¥ KJeTouHas Tepanus (MCII0Jb30BAHNE CTBOJOBBIX
KJIeTOK). Bce 9Tu BUBI JJeUeHUA HAXOQATCA Ha pPas-
HBIX dTamax pas3paboTKu.

Wsyuenuem u jJeuernrem B Bo BceM Mupe 3aHU-
maercsa Mesxayumapoguasa acconuanusgs DEBRA
International, Koropasa 6bl1a ocHoBana B 1978 1.
B BeaukoOpuTanuu. Acconuainus HaCUUTHIBAET
6osee 40 cTpaH-yYaCTHUIL, B KaKJOM M3 KOTOPBIX
IefiCTBYIOT HAI[MOHAJbHbIE HAYYHO-MEIUIIMHCKNE
1eHTphl usydeHus BO. IlpexcraBuTeseMm accorua-
nuu B Poccuu apaserca goun «B. 3. JI. A. Iletu-
6ab0UKM» .

JKCcIepuMeHTaJIbHOE HCCIe0OBaHNe, ITPOBEIEH-
Hoe B 2015 r., cBUAETEIHLCTBYET O TOM, UTO CUCTEM-
HBIJ I'PaHyJIONUTAPHBIN KOJOHUECTUMYJIUPYIONIUHI
darrop (G-CSF) moskeT cmocoO0CTBOBATL YCUJICHUIO

3aKMBJICHUS PaH y IAIUEHTOB C JUCTPOPUUECKONR
dopmoit BA. B sTtom mcciaemoBanum 7 maiueHTaM
¢ pucrtpopuueckuM B9 erKeJHEeBHO IIPUMEHSIN
G-CSF B Teuenue 6 mHeii, a 3aTeM IOBTOPHO OIlEHU-
BaJIi CUMIITOMATUKY Ha 7-# meHb. [locyie 6-1HEeBHO-
ro seueHus G-CSF pasmep OTKPBITHIX IIOPaKEHUI
yMeHbITuICA Ha 75,5% , a KOIUUecTBO IMy3bIpei u
9pO3uii y mallMeHTOB COKpaTuaoch Ha 36,6% [44].
Hecmorps Ha TO, uTo BY sABIsAETCA TAMKEIBIM,
YIPOKAINUM MKU3HM IIaTOJOTMYECKHM IIPOIiec-
COM, 3HAUNTEJLHO YXYAIIAIIIAM KaueCTBO MKU3HU
pebeHKa 1 B3POCJIEIOIIEro IallieHTa, B HACTOsIIee
BpeMs B HaIllell cTpaHe JaHHOe 3a00JIeBaHIe U3yda-
eTcs HeJOCTAaTOUYHO aKTUBHO. HeT equHoi 6a3nl JaH-
HBIX IIAI[MEHTOB, IIPEHATAJbHAA AUArHOCTHUKA He
sABJseTcs obOuienocrTynHoi. IIpeascrouT pabora 1o
YCOBEPIIIEHCTBOBAHUIO TEePAIeBTUUECKNX METOIOB,
IIOMOTAIOIIUX OOJIErYUTh COCTOSHUE IIAIMeHTOB,
a, BO3MOYKHO, W JOCTUYb AJUTEJIbHON PEMUCCHIU.
0O6o0ITIeHHbIe JaHHbIE, MIPeACTaBJIeHHbIE B CTAThe,
IIOMOT'yT I'PAMOTHO BepU(MUIMPOBATH AUATHO3 U
IIPEJOCTABUTh HOBBIE BO3MOYKHOCTH B H3YUYEHUU
MHOTOUYMCJIEHHBIX pasHOBUAHOCTEH BI.

dunancuposarue: agmop cmamwvu nodmeepxicdaem
omcymemaeue PUHAHCO80il noddepicKu uccredo8aHus, 0

KOMmMopoil Heobx00umMOo cooouLumb.

Drozhdina M.B. @ 0000-0002-7689-8350
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PEMEPATBI

OBCYKIEHHE HHHOBAI[HOHHOH BHYTPHYTPOBHOH
KAPITHOXHPYPIUYECKOH ITPOLJE/]YPBI BBICORKOI'O PHCEKA

Y 20-nedenvrozo naoda Ovbia O0uazHOCMUPOBAH
Kpumuueckuil cmeno3 KJAANAHA Je204HOU apmepuu.
Yyumuteas pezyavmamuvr Y3H, ucxod 6bvlni0 mpyoHo
npedckaszams. KapOuonozu obcydunru 603moxHocmb
0aNIOHHOU 6ANbEYNONAACMUKY (IKCNEePUMEHMANbHAA
npoyedypa ) ¢ podumenamu. B xode npoyedypv. npasbiil
Jsceaydouex naoda npoxanvieaemcs OAunHOU uznoil 18G,
uepe3 KIANAH JLe2OYHOlU apmepuu 8800umcs Kamemep ¢
0anJIOHOM, KOMOPbLIL N0360Jiem pPAcuupums 001aCMmb
CYXHCeHUsl KAANAHA. DKCNepumeHmaavbHyio npoyedypy
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yace npoeoduu 8 HeCKOLbKUX yenmpax. Podumeau oopa-
muaucy 6 00un u3 MeOUUUHCKUX UeHmpo8 no nosody
OdanHoll npouedypuL, HO 8PALU He PeKOMeHA08ALU ee NPO-
gedernue. Podumenu nacmaueanru. Bo3HUK amuyeckuil
KOH@AUKmM medxndy podumeniamu u 6pavamu, oocyidas-
WUMU apeymenmyl 34 U NPOmMuUe 6HYmpuympooHoil onep-
YUU 6bLCOKO020 PUCKQ.
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