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BPO)KLI,UEHHblVl BYJUIE3HbIV SNMTUAEPMOJIN3
Y OETEV: BOTPOCHI STUOMATOTEHE3A,
KITMHUKU, JNATHOCTUKA U TIEYEHWS

T. M. Comoea
Cypaymckuti 2ocyoapcmeeHHbil yHugepcumem, Cypaym, Poccus.

Llenb - npoBecTyt 0630p COBPEMEHHbIX HayUYHbIX TIMTEPATYPHbIX AaHHbIX, MOCBALLEHHbIX 0COOEHHOCTAM 3TUONATO-
reHesa, KNVHUKK, ANarHOCTUKIN 1 NeYeHns BpoXaeHHoro 6ynnesHoro asnugepmonusa. Matepuan n metogbl. lMpoaHa-
NU3MpoBaHbl NybRMKaLMmM 3apybexHbIX 1 OTEYECTBEHHDBIX YUEHbIX, @ TaKXKe KIIMHUYECKe pEKOMEeHaLUN, pa3meLleH-
Hble B 6a3ax AaHHbIX Scopus, PubMed, KnbepJleHuHka n gp. KntoueBble crioBa afiAa noucka: OynnesHblin Snugepmonus,
reHeTnyeckoe 3aboneBaHune, CTBONOBbIE KNneTku, aeTu. MybrHa noncka — 10 net. Pesynbrarbl. [10o nToram aHanmsa
nuTepaTypbl NpefcTaBneHbl Knaccudukaumsa, KNMHMKA, ANArHOCTUKA, a TakKe pe3ynbTaTbl MCCiefoBaHM opdaHHOro
3aboneBaHuA. BynnesHblil snngepMonus — peakoe reHeTUYeCKU onocpesoBaHHoOe 3aboneBaHme C YacTOTON BCTpeYae-
mocTu oT 1:30 000 go 1:1 000 000 B 3aBUCMMOCTM OT NonynALmMun. 3abonesaHrie BO3HUKAET B pe3ynbTaTe MyTauuin B 18
reHax, Kogupyowux 6e5ku, pacnono)XeHHbIE B Pa3fINMYHbIX CJIOAX KOXN.
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BBEJEHUE

BpoXkAeHHbIN OynnesHblli SNNAEPMONN3 — pel-  JIMYHOTO pa3mepa nysbipen. 3aboneBaHne MmaHubecTr-
KOe reHeTnYecKn AeTepMMHUPOBaHHOe 3aboneBaHune, pyeT C POXAEHMUA; AMArHO3, Kak NPaBuio, KIMHUYECKN
BCTpeyvatoLeecs, No JaHHbIM MeXAYHapOAHOW accouma-  yCTaHaBMBAETCA elle B POAUIbHOM JAOMe C NOC/eayto-
umn DEBRA, c yactoTton 1:30 000 — 1:1 000 000 yenoBek.  WWUM reHeTUYECKUM NOATBEpPKAeHUEeM. TOUHOro Konu-
OCHOBHbIM KJIMHNYECKUM MpoABNieHNEM 3Ton opdaH-  yecTBa 3aboneBlwux B Poccnn HeT, o HenoaTBepKAeH-
HOW MaTONOrNN CYXUT Nlerkasa TPaBMUPYEMOCTb KOXKM  HbIM JaHHbIM B CTPaHe MpOoXMBaeT OKoMo 2-2,5 TbicAY
W CIN3UCTBIX C BOSHUKHOBEHWEM HA HUX NMpY TPEHUK,  BGOMbHbIX OynnesHbiM 3Nngepmonn3om. B HacToswee
NPUKOCHOBEHUW WX fa)e CNOHTaHHO 3PO3Ui N pa3-  BpeMsdA BefeTcsA co3flaHue pernctpa 60mnbHbIX 6ynnesHbix

CONGENITAL EPIDERMOLYSIS BULLOSA
IN CHILDREN: ETIOPATHOGENESIS, CLINICAL
PICTURE, DIAGNOSTICS AND TREATMENT
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The study aims to review current data on the characteristics of etiopathogenesis, clinical picture, diagnostics,
and treatment of congenital epidermolysis bullosa. Material and methods. The publications of foreign and Russian
scientists, as well as clinical recommendations from various sources of scientific literature, located in the databases
of Scopus, PubMed, CyberLeninka, and others, are analyzed. Search keywords are epidermolysis bullosa, genetic
disease, stem cells, and children. The search depth is ten years. Results. According to the literature, classification,
clinical picture, diagnostics, as well as the latest achievements in the field of the orphan disease are presented.
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1,000,000 depending on the population. This disease occurs as a result of mutations in 18 genes encoding proteins
located in different layers of the skin.
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anugepmonmnsom B Poccuinckon Oepgepaumm — MHOro-
rPaHHOM CUCTEMbI B3aMOAENCTBUA MeXAY MNauNeHTOM
1 roCyfapCTBOM, YUTO NMO3BOJIAT TOYHO ONpeaennTb Konu-
yecTBO 3aboneBWwnx. B XaHTbl-MaHCMIACKOM aBTOHOMHOM
okpyre - lOrpe 3apernctpupoaHo 12 geTeli C fMarHo3om
«OynnesHbl SNgepMonn3», 3 Hux 10 yesioBek UMeLT
nerkuim BapuaHT TeueHna 6onesHu, y 2 naumeHToB auna-
FHOCTUPOBAH TAXENbIV TN 3aboneBaHnA, UMEIOLWNA He-
6naronpuUATHbLINA NPOrHO3 B 6yayLLeM.

Lenb — npoBecT 0630p COBpPEMEHHbIX Hay4YHbIX
NNTEPATYPHbIX AaHHbIX, MOCBALLEHHbBIX 0COOEHHOCTAM
TeUeHUs, ANATHOCTMKN U NleYeHUs BPOXAEHHOro byn-
Nne3HOoro anuaepmornmsa.

MATEPUAN U METOADbI

MpoBeneH aHanu3 NybnuKauun 3apybekHbIX 1 oTe-
YeCTBEHHbIX YUYEHbIX, NOCBALWEHHbIX COBPEMEHHbIM
npeacTaBneHnAM o Knaccndurkauum, KIvH1Ke, gmarHo-

CTUKe N MmeTodax JieyeHnAa BpoxXAeHHOro 6ynne3Horo
NNAEPMONIN3a, a TakXKe npuBeneHbl cobCcTBEHHbIE pe-
3ynbTaTbl Haﬁﬂ}OAEHI/IH TeueHnA 3aboneBaHus Yy nauneHT-

Kn [.
PE3YJIbTATbl U UX OBCYXXAEHUE

BpoxpaeHHbln 6ynnesHblin sanugepmonus (b3) —
rpynna reHeTUYeckn AeTepMUHNPOBAHHbBIX O0ne3Hel,
AN KOTOPbIX KIMHUYECKU XapaKTEPHO CMOHTaHHOe
WM CBA3aHHOE C He3HAUYNTENbHbIMN MEeXaHNYeCKUMMN
BO3JeNCTBMAMN 06pa3oBaHMe 3p0o3uii U Ny3bipei Ha
KoXKe U cn3uncTbix. leHeTnuecknin gedekt obpasoBaHUs
CTPYKTYPHbIX 6ENKOB KOXWN ABNAETCA NPUUYNHON Hapy-
WEeHWA MHTPasnuae pMalibHbIX Y SNUAepMogepmMarb-
HbIX cBA3en [1-2].

B HacToAWee BpemMA B n1TepaType OnMcaHO OKOMOo
30 KNMHUYeCKNX BapuaHToB b3, KoTopble 06beaNHEHDI
B 4 OCHOBHbIX TUMNa 1 6 noaTunos (Tabn.) [1, 3-5].

Tabnuya

KnuHuko-naroreHeTnuckas rpynnnpoBKa GYHHQSHOI'O annaepmonnsa

YpoBeHb
OcCHOBHble OCHOBHbIe OCHOBHble
ob6pasoBaHuA Benku-muweHn
TUNDI NoATUNbI KNVHNYeCKne BapnaHTbl
ny3bipa
Cynpab6a3anbHbii HoynuHra — Meapbl (rep- OeCMOMNaKTuH,
MpocTon 6ynnes- | Mb3 NeTMOPMHbBIN); NOKanu3o- | NnakopuimH-1
WHTpasnu-

HbIA 3NMAEPMO-

nu3 (Mb3) AepMalibHbIn

basanbHbin M6

BaHHbIN;
reHepasnn3oBaHHbIN;

. . | a6B4-nHterpuH
C MATHUCTON NMUTMEHTALMEN

Jlokanu3zoBaHHbIn | Ha ypoBHe

NAaMUHNH-332;

Xepnutua (paHee netanb- konnareH XVII Tuna;

MNorpaHnyHbIN Mob3 CBET/ION NNaCTUH- e 684
6ynne3Hblil ki 6a3anbHom ' a6B4-nHTerpuH
3nuae pmMonus Mem6paHbl 3nu- ~EIEDILTI (PERES TEHE-
leHepanu3oBaH- . pann3oBaHHbI aTpodurye- 332
(Mob3) o Aepmuca (lamina . JIaMUHUH
Hbiti Mob3 (noaTnn - CKU)
lucida) (MamunHnH-5)
Xepnutua)
. o reHepann3oBaHHbIN, Nepu-
MNog nnoTHom -
Ouctpoduue- AomuHanTHeIN 1163 A o depuueckuii; npeTnbmanb-
» . nnacTMHKON 6a- ~ .
CKUIN BynnesHbin . HbIV; NPYPUrMHO3HbI;
3anbHOI Membpa- konnareH VIl Tuna
anugepmonus Hb! 3MVIEOMUCA C NOpakeHVeM TOJIbKO HOT-
(OB3) PeueccusHbin 163 AEP Teu;

(sublamina densa)

AEPMOJIN3 HOBOPOXAEHHDbIX

KvuHanep-cuH-
ApPoM

MoMUMO KNUHNKO-ANArHOCTUYECKUX KpUTEepUEB, Ba-
puaHTbl B3 pa3nnuatoTca no rnybuHe nopaeHnsa Koxu
[5-6]. Mpu npocTtom B3 ny3bipn 06pa3yoTCA B BEPXHUX
CNOAX KOXW Ha YPOBHEe 3NnaepMmca, He oCcTaBnAa no-
cne ceba cnepoB. NponcxoauT 3TO 3a CcUeT fe3nHTerpa-
UMM N uuToNM3a KepaTMHoUMTOB. [Tpu norpaHnyHoOMm
B3 ny3bipu 06pa3ytoTca Ha ypoBHE CBETNION MAACTUHKM
6a3anbHom MembpaHbl, pacronaralpoLwenca mexay anu-
AepMUCOM 1 AePMOW, YTO CBUAETENbCTBYET O HEMOJIHO-
LeHHOCTV CBA3EN MeXIY C/IOAMN KOXM, @ UMEHHO MeXay
KpenAawmmn snemeHTamu 1 nonygecmocom. ObpasoBa-
Hue ny3bipel Npu auctpodpuyeckom b ykasbiBaeT Ha
6onee rnybokoe nopakeHne KOXu 3a cyet rubenu Kon-
nareHOBbIX BOJIOKOH, pacnonaratwwmxca B gepme. Mpu
norpaHnyHoOM 1 guctpoduueckom b3 Ha mecTe nysbipen,

Ha pa3HbIx ypoB-
HAX aNngepmmnca

- KUHANWH-1

KaK npasunio, obpasyoTcsa 3po3uu, Wwpambl, pybubl. Mpu
KuHpgnep-cnHapoOMe Koka MoparkaeTca Ha pPasfiNyHbIX
ypoBHAX [4-7]. B3 nopakaeT B paBHO CTENEHUN KaK Masb-
UMKOB, TaK 1 AeBouek [2].

BpoxaeHHbIn b3 xapakTepun3yeTca Tem, UTo Aaxke npu
He3HAUYMTeNbHbIX MEXaHNYECKMX BO3AENCTBUAX (a nNpw
anctpoduuecknx popmax — COHTAHHO) Ha KOXe U CIn-
3UCTbIX BO3MOXKHO 06pa3oBaHme ny3blpei C OTCIONKOM
snugepmuca. B 3aBUCMMOCTU OT noKanmsauum nysbipu
MOTYT 6bITb KaK HaNpPAXXeHHbIMU, TaK 1 ApAGAbIMY U Me-
0T CepO3HOEe NN reMopparmyeckoe cogepkumoe. OHu
Nerko BCKPbIBAIOTCSA, UTO yalle HabnogaeTca B MecTax
TPEeHMNA KOXMW, 0COBEHHO — B eCTeCTBEHHbIX CKNajKax.
Mpwn BCKpbITUM Ny3blpA 06pa3yoTca 3po3nn, HepepKo
O6LUMPHDIE, UTO XapPaKTEPHO AN MOPAKEHUN KOXKMN HIKE



anugepmuca [2, 6, 8]. OHv MoryT 06pa3oBbIBaTbCA TONIbKO
Ha onpepeneHHbIX yyacTKax Tena (Jlokanm3oBaHHble dop-
Mbl) 1M6O NOABNATLCA B IIOOOM MecTe Ha Tesle (pacnpo-
CTpaHeHHble GpopMmbl). YacTo NopaxarTca pyKM 1 HOTW.
MMy3blpy Yalle BCEro Bbi3BaHbl yWMG6aMK, JaBNEHUEM UV
TpeHueMm (ogexpaa, Noary3HuKKM, obyBb, CUAEHbE U T. 4.),
a Tak»Ke MOBblLLeHVeM TeMnepaTypbl TeNa 1 OKpyKatoLen
cpefbl, HO HOrAA NOABAAKTCA CNOHTAHHO. Peynansnpy-
loLee NosABJIeHVE Ny3bIpel, TOMUMO 60U, CONPOBOXAA-
eTCA 3yA0M, MOPON HecTepnMmbIM. 3ya Bbi3biBaeT NoABe-
HVe HOBbIX PaH 1 ycyrybnsaet cywecTsytowme [9-10].

Puc. 1. TunuyHeil ny3sipe npu npocmom 6ys1e3Hom
anudepmornuse [7]

Mpwn camon TAXenon pacnpocTpaHeHHOW dopme
(OaynuHra — Meapsbl) - repnetndopmHom npoctom b3 -
y feTeil Npu poXAeHMN KoXa Jierko oTc/laMBaeTca Ha
60MbLUKX MAOWAAAX NI UMEET MHOTO MY3blPbKOB, HaMo-
MUVHAIOLWUX BbICbINAHWUA Npy npocToM repnece [10]. OnAa
[aHHOrO NoATMNa XxapakTepHbl: Anddy3HbIN NafoHHO-NO-
[OLLBEHHbI rMnepkepaTos, AMcTpodua HorTewn, atpodu-
yeckoe pybueBaHwue, TMMNo- U/UNK rmnepnurMeHTaums,
nopaeHue cnm3mncTbix (puc. 2). B HeKoTopbix cryyasx
obpaszoBaHue Ny3blpei NPUHUMAET TaxKenylo Gopmy, Ko-
TOopasA NPMBOAMUT K CMepTu naumeHTa. 3aboneBaHue Ta-
KM noaTunom b3 npmBoguT K 3aepxke dursnyeckoro
pa3BUTUA 1 CTeHo3y ropTaHm [10-12].

Puc. 2. upkadHo cepynnupogaHHsle 8010bIpu, ampoguyeckoe
pybuesaHue Koxu ¢ sapuaHmom Joynurea — Meapel [7]

MorpaHnyHbin B3 xapakTepun3yeTca CNOHTaHHbIM
nosABneHnemM ny3sblpen B pesynbraTte XPYyNKOCTU KOXK
W CM3NCTbIX 060NoYeK 1 AeNUTCA Ha ABa NOATMUNA: NOA-
TN Xepnutua (paHee neTanbHbIN) 1 NoATUN He-XepnuTua
(paHee reHepann3oBaHHbIN, aTpoduryeckmi) [11, 13].

CuMNTOMOKOMMAEKC noatuna Xepnmtua xapakre-
pu3yeTca NoNMMOpPPU3IMOM KIMHUYECKUX NPOABIIEHUN.
Yaue Bcero o6pasoBaHue Ny3blpeil HOCUT pacnpocTpa-
HEHHbIV XapaKTep, NOC/e UX BCKPbITUA, B 3aBUCUMOCTHA

OT rny6urHbl NopaeHus, 06pasyoTca 3po3unm C nocneay-
owum GopMrnpoBaHMeM Ha 3TOM MecTe aTpoPUUecKmx
py6LoB. [opa)keHne HOrTel Ha pyKax U Horax (OHUXo-
LMCTpOodUA) NPUBOAMUT B fanbHelweM K NoSIHON yTpaTte
HOFTEBbIX NIACTVH N PyOLIeBaHUIO HOFTEBBIX JIOXK. TakxKe
XapaKTepHbl TAXKeN0e NopaxeHne MArknx TKaHem B po-
TOBOW MONOCTW, TMMOMNAa3uA 3Manu N TAXenblil Kapurec
3y608 (puc. 3). Npu nopaxeHnn CNU3NCTbIX 060NOUEK CO
CTOPOHbI KeJTyJOUYHO-KMLIEYHOro TpakTa popmupyeTtcs
OCNOXHeHMe B BMae pyOLIOBOI CTPUKTYpPbI NULLEBOAA.
Mpu 3ToM pebeHOK NCMbITbIBAET TPYAHOCTA NPU KOPM-
JIEHW CHayana TBepAOoW, a B NOC/eRYOLEM N XNOKON
nuwen. Koppekuna faHHOro COCTOAHUA — TONIbKO XMpYyp-
rmyeckas (banoHHaa gunatauma CTPUKTYpPbl NULWEBOAA).
JaHHbIN NoATUN XapaKTepu3yeTcs o6pa3oBaHNEM FPaHy-
NALMOHHON TKaHW Npex[e BCero Ha KoXe nuua — BOKpYyr
HOCa 1 NepuopanbHO, a TakXe Ha KOXe BepXxHen YyacTun
CMVHbI, B aKCUIIIAPHBIX 06/1aCTAX U HOFTEBBIX BalIMKax
(puc. 4). Co BpemeHeM, 0COOBEHHO Npu TAXKENbIX AUCTPO-
duryecknx popmax, poT OTKpbIBaETCA He NOJIHOCTbIO (MU-
KPOCTOMMA) 1 A3blK CTAHOBUTCA MeHee NOABMXHbIM (aH-
Kunornoccmsa) [2, 13-14].

Puc. 3. [lny6okue usvAzeneHus smanu y nayuesma c lob3 [7]

B TAXKenbIx cnyyaax BO3HMKAET Cy>KeHne nuesoaa,
rnoTaHve 3aTpyfaHAeTCA ele 60nblue 1 CONPOBOXKAAET-
CA pBOTOW 1 olylleHnem «6noKay, YTo NPUBOANUT B pe-
3ynbTaTe K HEAOCTaTOYHOCTM B OpraHM3Me BUTaMUHOB
N MUKPO3NEMEHTOB, B TOM Yucie BUTaMunHa [, ceneHa
M UMHKa. Hapywaetca akT gedekaumm — npu nopaxe-
HUW CNN3KCTON 060NOUYKIM 33 HEFO NPOXOAA Y HANNYMK
aHanbHbIX TPELWH OH CTaHOBUTCA 6one3HeHHbIM. YacTo
BCTPEeYaloTCA 3anopbl, MHOrAa CTokme, 0CO6eHHO npu
anctpoduyecknx popmax.

OCHOBHbIMW CUCTEMHbBIMW MPOABNEHUAMU NOATU-
na Xepnurua ABNAIOTCA MNONNITUONONMYECKasa aHeMus,
6efKoBO-3HepreTUYeckas HefoCTaTOYHOCTb, PyOLIOBbIE
CTPUKTYPbl CO CTOPOHbI XKeNy[OUYHO-KMLIEYHOro TpaK-
Ta (YalLe nueBoaa), MopaxKkeHne CN3NCTbIX 060510UeK
BEPXHUX AblXaTeNIbHbIX MyTen, MOYEMNOI0BOWN CUCTEMDI,
Hapy»KHbIX 060NOYEK FNa3a, MopaxXeHnsa KUCTen pyk. Ta-
Xenas 6e5IkoBo-3HepreTuyeckas HeJoCTaTOUYHOCTb, reHe-
pann3oBaHHaa MHdEKLMSA, OBCTPYKLMA FOpTaHn U Tpaxeu
3a4acTylo NPUBOZAT K NeTanbHoMy mncxogy [10-11, 13-14].

Mpn noaTMne He-XepnuTtua KNMHMYECKaa KapTuHa
MeHee BbIpaXkeHa, He COMPOBOXKAAETCA BbICOKMM PUCKOM
npexaespeMeHHON CMepTnl.

B anctpodurueckom b3 BbigenaoT cnegyowme noa-
TUNbI: ANCTPOPUYECKNIA LOMUHAHTHBIN U AUCTpodmye-
CKNI peLeccnBHbIN.
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MomMumo peuungmsmpyiolwero obpasoBaHus Ny3sbipen
n MI/U'II/IIZ, cMMNTOMOKOMMNNEKC AOMUHAHTHOIO ANCTPO-
¢durueckoro b3 BknouaeT aTpodmueckoe pybueBaHue,
ancTpoduio NpUAaTKOB KOXN, BMAOTb 10 NOMHONW yTpaThl
HorTen. OTNMUNTENbBbHON OCOBEHHOCTbIO ABMSAETCA U TO,
UTO yXKe C 5-6-NeTHero Bo3pacta o6pa3oBaHMIO NMy3blpen
npeaLwecTByeT 3aMeTHas TpaBma (NageHue, ywmbel, Tpe-
Hue, pacyechl). My3bipn BO3HMKAOT MOBTOPHO Ha pybLax
B MeCTaX 3a*XUBJNleHNA npeauecTeyowmnx 3po3|/||7|, n3nto-
ONIeHHbIMN MecTamm KOTOPbIX ABNAKOTCA WeA, KpynHble
CycTaBbl (JIOKTeBble, KONIEHHbIE, FONIeHOCTOMNHbIEe). No-
paXkeHue KOXu valle reHepanvsoBaHHoe. C BO3pacToMm,
B pe3ynbTaTe MHOFOKpAaTHOro obpa3oBaHUs ny3bipen
B OCHOBHOM B ONpefesieHHbIX MecTax (e, rpyab, CnvHa
BAOJIb MO3BOHOUYHUKA, MOACHMLA), pOPMUPYIOTCA yyacT-
KW LarpeHeBom KOXK B Buae 6enecoBaTbix 6/ALEK 1 Na-
nyn. Mpu 3TOM yYallle 0TMeYaloTCA OCNOXKHEHUA CO CTOPO-
Hbl XeNyA04YHO-KULLIEeYHOro TpaKTa (ancdarus, pyoLoBble
CTPUKTYPbI NULLEBOAA, 3aMOopbl N aHallbHble TPeLHbI)
[10, 14].

Puc. 4. [paHynayuu Ha Koxe weu U 8epxHel 4acmu CnuHel
y nayueHma c [1ob3 (noomun Xepnumua) [7]

OfHUM 13 Hanbonee KIMHUYECKUN TAXKENbIX ABAAETCA
peueccuBHbl auctpoduyecknin b3, KOTopbli, NOMUMO
06pa3oBaHuA Ny3blpeit, 3po3ui, aTPoPUUeCKnX pyoL OB,
oHMxoancTpoduii 1 yTpaTbl HOrTeN, XapakTepmyeTtca
nceBAoOCMHAAKTUANEN NanbLeB PyK 1 Hor (puc. 5). Boige-
NAT ABa NOATUNA: TAXKENbI reHepann30BaHHbIN NOATUN
(Annono - CumeHca) 1 reHepann3oBaHHbIA APYron noa-
TN (He-Annono — CumeHca).

MoparkeHne KOXM HOCUT OBLUNPHBIN 1 YCTOMUYNBDIN
K Tepanuu xapakTtep. lMocTeneHHo C BO3pacToM Y nauueH-
TOB GOPMUPYIOTCA OCNIOMKHEHUA CO CTOPOHbI KOCTHO-CY-
CTaBHOW CUCTEMbl, @ UIMEHHO KOHTPaKTYpbl KPYMHbIX
N MeNKUX CYCTaBOB (TOKTEBbIX, KOJIEHHbIX, KUCTEN pyK
1 cTon) n octeonopos. OCNOXKHEHUA NPUHUMAIOT CUCTEM-
HbIA XapaKTep, Yalle NopaxalTca »KenyqoUYHOo-KuMLeu-
Hbl/l TPAKT U MOYenosioBas cMCTeMa, TakxKe B npouecc
BOBJIEKAETCA BHELLHAA 060/104Ka a3, AuarHoCTMpyoTcs
XpOoHMYecKas NonmaTUoNornyeckas aHeMusa, 3ageprkka
dur3myeckoro 1 nonosoro passutna [10-11, 13].

KuHgnep-cMHapoOM xapaKkTepusyeTtca o6pa3oBaHu-
€M My3blpen Ha KOXe U C/IM3NCTbIX C POXKAEHMS, C 0Opa-
30BaHVeM 3po3uii, pybLIOB, KOHTPAKTYpP CO CTOPOHbI CY-
CTaBOB, MCEBAOCMHAAKTUNNA. Kpome 3TOro, oTMmeuvatoTca
pas3nuyHble gedopmaumn ckenerta, GoToceHCMbUNM3a-
LuA, NOpPa)KeHre Kenyqo4yHO-KULLEYHOro TpakTa, Moye-
NMONOBOW CUCTEMbI, 3 UMEHHO CTPUKTYPbl MOYETOUHNKOB
1 BRaranuuia.

Puc. 5. McesdocuHOakmuauu y nayueHma ¢ msxensim
peyuccusHsiM ducmpoguyeckum 6ynesHom snudepmoruse [7]

Y nayuneHTOB C NorpaHuyHbiM B3 (NnoaTmun Xepnutua)
N peLeccuBHbIM gnucTpoduyeckum b3 Hanbonee BbICOK
PVCK OHKOJNIOrMYecknx 3aboneBaHnii, B YacTHOCTU 006-
pa3oBaHNA arpecCMBHbBIX NMIOCKOKIETOUHbIX KapLUHOM,
CKJIOHHbIX K ObICTPOMY MeTacTa3upoBaHuio [13-14].

[JunarHo3s 6ynnesHoro anvaepmonnsa ycTaHaB/MBaeT-
CA Ha OCHOBAHWUM XapaKTePHOMN KNVHNYECKON KapTUHbI,
JaHHbIX aHaMHe3a (6nM3KOPOACTBEHHbIN 6pakK, Hanu-
yme B CEMbE AaHHOW NaToNOrnu), AONOMHUTENbHbIX Na-
60pPaTOPHbIX METOAOB UCCNEfOBaHMA OMONTAaTOB KOXMU,
a UMEHHO CBETOBOW MUKPOCKOMUW, HEMPAMOW peakumn
nMMyHobnoopecueHUM U TPaHCMUCCUOHHON 3NeK-
TPOHHOWN MKpocKonuw [15].

3a nocnegHne HeckosIbKo neT 3HaHua o b3 3Hauun-
TENIbHO PACLIMPUINCDE KaK Ha KINHUYECKOM, TaK U Ha
MONEKYNIAPHOM YPOBHAX. Kaxkabli TN XapaKTepunsyeT-
CA CBOUM CMEKTPOM TAXKECTU KIUHNYECKNX NPOSBIEHUN
N BCEBO3MOKHbIMI COMETaHMAMU MyTaLUWiA B Pa3fiNYHbIX
reHax. B HacToAwee Bpema n3BecTHO 18 reHoB, BO3HUK-
HOBeHVe MyTaluum B KOTOPbIX CBA3AHO C Pa3fINYHbIMU
noatunamm b3 [16-17].

[ina BbiIABNEHWNA TMNa HacnefoBaHWA, HaNUUUA My-
Tauui B reHax Heobxoanma reHeTnueckas Beprndmrkauymus
AnarHo3sa. leHeTuyeckoe nccnefoBaHre WHUPOKO Npu-
MEHSAETCA TakXKe NPU MIaHNPOBaHUN BEPEMEHHOCTM KakK
B cembax ¢ b3, Tak 1 6e3 Hero. B cembsax, rae yxe ecTb pe-
6eHOK C YCTaHOBJIEHHbIM ANAarHO30M, NPOBOANTCA [OPO-
[oBadA AMarHoCTUKa Nocneayowero noToMCcTBa MeToA0M
NPAMOro CeEKBEHMPOBaHWA. B cnyyasax c ycTaHOBNEHHbIM
TMMOM MyTaLuUM BO3MOXHa NperMiaHTaunoHHasA ama-
FHOCTVKa OTAeNbHbIX TUMOB B3 ¢ ncnonb3oBaHuem BCno-
MoraTefibHbIX penpoayKTUBHbIX TexHonornn [17].

HekoTopble ¢peHOTUNNYECKN NOEHTNYHbIE MOATUMDI
B3 MoryT 6bITb pe3ynbTaToM MyTauui B Pa3HbIX reHax,
yTO NMPMBOAUT K HEOOXOAMMOCTU UCCNefOoBaHNS He-
CKObKMX reHoB. C 1990-x rogos 6b110 BbifiBNeHO 18 npu-
UMHHO-CNIeCTBEHHbIX FT€HOB, UTO MPUBESIO K YNyYULLEHWIO
anarHoctnkm b3. OgHMM 13 nocnegHux 6bin BblgeneH
reH COL7A1 (konnareH 7-ro Tuna), OTBETCTBEHHbI 3a [0-
MMWHAHTHBIN 1 pPeLecCcrBHbIN NOATUMbI NPETNOMANbHOro
anctpoduyeckro b3 [18-20].

PagnkanbHOro neyeHna B HacTodAlee BpPemMA HeT.
YT100bl KaK-TO YyNyylWnNTb KAaUECTBO KM3HU NALMEHTA, He-
0o6xoaMM TLIaTeNbHBbIN eXefHEBHbIV yxof 3a paHamu. [ins
3TOro NCMONb3YIOTCA aTpaBMaTUYHble Henpuaunatowme
MaTepuanbl (BUHTbI, 6GaHAaXK), cneynanbHas oaexaa
1 obyBb. [epeBA3KM OCyLLECTBAATCA C UCNONIb30BaHU-
eM PaHO3aXXMUBNAOLWMX, MPOTUBOBOCMANNTENbHBIX Kpe-
MOB 1 Ma3el. Bo n3bexxaHune BCKPbITUA U faSIbHENLEro



pa3pacTaHuA Ny3blpsA ero akkypaTHO ApPEeHUpyoT cTe-
PWNbHON UTNON ANA CKOpenLwwero 3aXKMBeHNA U anuTe-
nusaumm Koxkun. Ocoboe BHUMaHMe yaenaeTcs nanablam
KNCTel pyK 1 cTon: Heobxoammo nepebrHTOBbIBaTb OT-
AeNbHO KaXkAblil Nanew, Bo nsbexxaHne GopMnUpoBaHuni
nceBAOCUHAAKTUNMIA [21-22].

CnoXHO NpeaCcTaBUTb, Yepes UTO BbIHYXKEHbI exe-
[HEBHO NPOXOAUTb B TEUEHUE BCEWN CBOEN XU3HU AeTH,
CcTpagawLlme 6ynnesHbiM SNULepPMONN3oM. YaepxKaHume
BUKM UKW JIOXKKN NpUUnHseT 60nb, a xoabba Ha Hebonb-
LINe PACCTOAHNA Bbl3blBAaeT O0NE3HEHHbIE BOSAbIPY, 006-
pasyioLueca Ha nogoLusax Hor [23].

B nouckax cnoco6oB fieyeHna n obneryeHnsa cum-
NMTOMOB KOXKHOIO 3aboNieBaHNA, XapaKTepU3syoLerocs
06pa3oBaHUEM My3blipen, NCCIefoBaTENM ObHaPYXuUu,
YTO HEeOCTATOK BUTaMUHA D ABnaeTcsa noTeHUManbHbIM
KnioueBbiM pakTopom B pa3suTun b3. Vicnonb3ysa moge-
N MbILLER, OHY MOKas3anu, YTo nepopasnbHoe BBeAeHne
KanbuuTpurosna — aktueHon ¢popmbl BUTaMHa D — cHu3u-
NO TAXKECTb 3a60M1eBaHNA 1 YNYYLLUIO OTBETHYIO BOCMa-
nuTenbHyto peakuuio. NepopanbHas Tepanna umena fo-
NONHUTENBHOE UMMYHOMOAYNVpPYoLee AeliCTBUE, B TOM
yncne n yBenmyeHne KonuyecTsa perynaTopHbIX KNeTok
MMMYHHOW CMCTEeMbl, KOTOPble HECYT OTBETCTBEHHOCTb
3a ee nogfepxaHue. No pesynbratam aHanusa obuero
YPOBHA 25-rngpokcnButammHa D — 0CHOBHOW LMpKynu-
pytoLiein popmbl BUTammHa D — 60NIbLIMHCTBO NaLMEHTOB
¢ b3 (73 %) nmenu 3HaunTenbHO 6onee HNU3KKIA ero ypo-
BEHb B CPaBHEHMWM C MaLMeHTamMmu C ApPYruMin BUgamm ay-
TOUMMYHHBbIX 3aboneBaHunin Koxu. [poBegeHHoOe nccne-
[lOBaHVe B LLeNIOM CBUAETENIbCTBYET O MONOXUTENbHbIX
pe3ynbraTax nprema BuTamuHa D n ero aHanoros y nauu-
eHToB ¢ b3 6narofapsa X MOLHOMY MMMYHOMOZYUPYIO-
wemy aencrauio [24-25].

OpfHMM 13 HEraTMBHO CKa3blBaOLWMXCA Ha KayecTBe
>KM3HM MALUEHTOB KIWHMYECKUX NPOABNIEHUI ABNAETCA

Hanuumne XpoHMYecKkoro 3yfa. B HacTosLlee Bpema Brep-
Bble NPOBOANTCA PAaHAOMM3MPOBAHHOE KIMHMUYECKOoe 1C-
cnefoBaHMe fencTBUA NepopanbHoro npenapata Cepno-
MUTAHT — aHTOrOHMCTa peLenTopa HeMPOKNHMHA 1, yya-
CTBYIOLLErO B Nepefaye «CUrHana 3yfa» ot KOXu B MO3r
naumeHToB ¢ b3 [23].

HayuHble uccnefioBaHus n paspaboTkm MeToaoB fe-
yeHuA b3 akTMBHO NpoBoaAaTcA Kak B Poccuinckon Oepe-
paumu, Tak 1 3a pyoexxoM B TPeX HamnpaBieHMAX: FeHHast
N KneTo4Has (ncnonb3oBaHMe CTBOJIOBbIX KNETOK) Tepa-
nmA, a TakxKe nepecagka KOCTHOro Mosra.

CTBONOBbIE KNETKM NOCTaBAAOT NPaBUIbHYIO BEPCUIO
reHa KonnareHa 7-ro tmna yepes HeMHbEeKUNOHHble BU-
PYCHble HOCUTENN B COOCTBEHHbIE KNETKM KOXW NauMeHTa
(kepaTuHOLWTBI), CObUpPaeMble 13 BLUOMNCUI KOXU U Kyb-
TUBMpPYeMble B 1abopaToOpHbIX YCOBUAX. TN reHHO-MO-
OMOULMPOBaHHDBIE KIETKY 3aTeM NepecaxrBaloT 06paTHO
naumneHTy, BOCCTaHaBNMBAA HOPMasbHYI NPOAYKLMIO reHa
KonnareHa 7-ro Tvna B KOXke, u3Mepsaemyto Nno npoussoj-
cTBY GMOPUAN — HATEI, KOTOPbIE UMEIOT PELLaloLLee 3Haue-
HUe ANnA CBA3bIBaHWA aNnaepmMuca C AePMON U1, Kak cnes-
CTBUE, 3aKMBMEHNA PaH 1 NPefoTBpaLLEHNA NOABEHNIA
HOBbIX Ny3blpeit. MoMUMO 3Toro, 601bHBIMU ObINIO OTMEYe-
HO 3HauUUTENIbHOE CHIXKeHre 6onu 1 3yaa [21, 23-24].

Co6¢cTBeHHOe HaGnwogeHue. [leBouka [l., 7 nert, ot
nepBoi 6epemMeHHOCTU OT GIN3KOPOACTBEHHOIO Gpa-
Ka, 6epeMeHHOCTb NpoTeKana Ha ¢oHe NpesKknamncuu,
poabl NyTeM KecapeBa ceyeHus. MNopakeHne KoXu oT-
Meuanochb C poxkaeHus. B Bo3pacTe 3 Heenb BbiCTaBNeH
[VAarHO3 reHepanu3oBaHHbIN auctpoduryeckmin b3. Mpo-
BeleHO reHeTuYeckoe obcnefoBaHue, BbiABNEHa MyTa-
umnA reHa COL7AT (HapylweHue cMHTe3a KonnareHa 7-ro
Tuna). laTonornyeckun KOXHbl Npouecc npeacTaBneH
3PO3MBHbIMW YYaCTKaMU Pa3fIMyHOM CTeneHn AaBHOCTY,
HeKOTopble Yy4acTKU C Npr3HakaMn BTOPUYHOTO UHGULK-
poBaHus (puc. 6).

6)
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8)

2)

Puc. 6 g, 6, 8. 2. [lesouka []., o6luupHas naowaob NopaxeHUs Koxu, 3po3uu pasauyHol cmeneHu 0asHocmu (pomo aemopa)

PoT oTKpbiBaeTcA Ha 1 naneu, MUKPOCTOMMA, aHKU-
nornoccmA. Hortu Ha pykax, Horax oTCyTCTBYIOT (puc. 7).
benkoBo-3HepreTnyeckasa HeLOCTAaTOYHOCTb TAXKENON
cteneHun (macca Tena — 15 kr, poct - 112 cm, UMT - 11,8).
TAXecCTb COCTOAHUA YCYrybnaeTca Hannumem nuLeBoi
anneprum y pebeHka. C 3-neTHero Bo3pacTta OTMeyaeTcs
OCNOXKHeHMe 0CHOBHOTrO 3aboneBaHusa B BUae py6LoBO-

a)

ro cTeHo3a NULLEBOAa, ABaXKAbl NPoBoAUNIack 6annoHHas
Aunatauma CTPUKTYpbl nuweBoaa. Takxke AnarHoCTMpoBa-
HO NMOpakeHue rnas, a UMEHHO POrOBUYHO-KOHbIOHKTU-
BaslbHbIN KCepo3 CpefHen CTeneHn TaxXecTu (MpuBbIYHan
3po3uA porosuubl OU, yacTMyHOEe NOMYTHEHNE POTrOBULIbI
OU), CNoXHbIV TMNEPMETPONMYECKII aCTUIMaTM3M 060UX
rnas, NoNM3TUoNornYeckas aHemus, rMnoBUTaMmMHo3s [l.

6)

Puc. 7 a, 6. [legoyka []., omcymcmeaue Hozmel Ha pykax u Ho2ax, KOHMpakmypel nansyes pyk (pomo aemopa)



3AKJNTIOYMEHUE

bynnesHbin anngepmonns asnaetca opdpaHHbIM,
reHeTMYeCcKkn AeTeEPMUHMNPOBAHHbIM, TAXENbIM U UHBa-
nuansupylowmnm 3aboneaHvem. Npu fokasaHHON re-
HeTUYECKOW NPUPOAE Pa3NNYHbIX MyTauun B 18 reHax,
OTBETCTBEHHbIX 33 LLeSIOCTHOCTb KOXMW U CIU3NCTbIX, OT-
MeuaeTcA BblpaXKeHHbI NONMMOPPU3M KINHNYECKMX
NPOoABJIEHNI, BIUAIOWNIA Ha KaueCcTBO XM3HU NaLMeHTa.
YueHble BO BCEM MUpPE 3aHMMAIOTCA Nouckamm 3dpdek-
TUBHbIX METOAOB JleueHna ana obneryeHnA CUMNTOMOB

JINTEPATYPA

b3. Co3paloTca KneTkn KoK, KOTopble HECYT FeH, Bbl3bl-
BalOLWMI NOABMIEHME BONAbIPEN. DTN KNEeTKN NCNOMb3YIoT
[J1A NOVCKa COeIHEHWI, CMOCOBHBIX YNYULINTb YCTONYN-
BOCTb KNeTok K 6onesHun. 1o HacToALero BpemeHu 6bi10
npoTtecTnpoBaHo 6onee 100 NpenapaToB 1 COEAUHEHNI.
Mommmo 3Toro, BeayTcA paboTbl MO TpaHCMNaHTaLUK
KOCTHOrO Mo3ra.

KoHnuKT nHTepecoB. ABTOPbI 3aABNAIOT 06 OTCYT-
CTBUM KOHNUKTA MHTEPECOB.
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