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0O60cHoBaHHe. bynnesHbii anuaepmonns KuHanep — opgaHHoe 3aboseBaH1e C ayTOCOMHO-PEeLIECCUMBHbBIM TUITOM HacJie-
Jl0BaHusl; ABNSETCS OAHUM U3 BapuaHTOB BPOMAEHHOro 6y/1e3H0ro anvaepmMmonnsa. s TAKeN0ro TeYeHUs XxapaKTepeH
BbICOKUI PUCK Pa3BUTUSI HEAOCTATOYHOCTHM NMUTaHMs MHOrO(paKTOPHOro reHesa, XpOHMYECKOro BOCnajeHus B CBA3M C peuu-
AUBUPYIOLUMMU BTOPUYHBIMU UHOEKLMAMMU KOXM, @ TaKKe HapyLleHni MeTabo/iM3mMa KOCTHOM TKaHH, YTO MOXET SBJISITbCS
MPUYMHOMN HapyLLeHUH GU3MYECKOro 1 nooBoro pa3sutns y aeter. O4HaKo BaMsHUE 6y/I1IeE3HOI0 anuaepmonn3da KuHanep
Ha QU3n4eCcKoe M oJ10BOE pa3BUTHE NMaLMEHTOB OCTaeTCs Hen3y4eHHbIM. OnMcaHue KIMHNYeCKUX ciy4YaeB. [peacraBieH
CceMeHHbIN caydan 6ynne3Horo anugepmonnsa KnHanep y nauneHtoB 13 n 12 net Tpetein cTeneHn poacTBa no MatepuH-
CKOW JIMHUU (AAA8 — NNEMSHHUK) C TUITMYHBIMW /151 JaHHOIro 3a60/1€BaHUS KIIMHUYECKMMM MPOSBIEHUSAMA. Y 060MX naym-
€HTOB AMarHo3 MoATBEPKAEH CEKBEHMpoBaHMeM 1o CIHrepy v BbisIBJEHUEM UAEHTUYHBIX MaTOreHHbIX BapuaHToOB reHa
FERMT1 (aBe pseneunn B KOMNayHA-retepo3nroTHoOM CoCTosiHMM — ¢.778del, p.Q260Kfs*21 n ¢.1088del, p.L363Wfs*39).
O6HapyKeHbl CHUXKEHHbIEe KOHLIeHTpauum TectoctepoHa M 25(0H)D, To1bKO y cTapluero naymMeHTa — oBbllLUEHHAs KOH-
LeHTpaumsi aapeHOKOPTUKOTPOIHOIro ropMoHa. KoOHUeHTpaLmmu TI0TEMHU3UPYIOLLErO rOPMOHA, GOJITIMKYTIOCTUMYITUPYIOLLENO
ropMoHa 1 3cTpaanona y obomx nauneHToB Oblin B rpesesnax pedepeHCHbIX 3HadyeHui. Y Maaallero nayneHta oTMeqyeHs!
JonybepTaTHble pa3mepbl u 06beM SUYEK. Y 060MX NaymneHToB OTMeYEeHbLl 0COBEHHOCTU ICUXOIMOLMOHA/IbHOrO COCTOSHUS:
HEeyCTOMYNBOE IMOLMOHAIbHOE COCTOSIHUE C BbICTPbIM HapacTaHUEM YPOBHS TPEBOIM y CTaplUero rnauueHTa u TpyAHOCTH
SMOUMOHa/IbHO-BOJIEBOW perynsiuymm — y maajalero. 3akaydeHune. [launeHTsl ¢ 6yn1e3HbIM anuaepmonn3om KuHanep
BBMAY CUCTEMHOIO XPOHUYECKOro NaTo/0rMYECKOro rpoLecca XxapakKTepulyTCs BbICOKUM PUCKOM 3a4ePKKN GU3NYECKOTO
M M0JIOBOro pa3BuTUS, B CBA3M C YEM UM [OJIXKHO ObiTb PEKOMEHAOBAHO AMHaAMUYECKOe HabiojeHne y Bpada-neanartpa
M JETCKOro Bpaya-sHAOKPHUHOIIOra.

Knio4eBbie cnoBa: 6y/1e3HbIN 3nnaepmonnd Kunanep, cnHapom KuHanep, BpOXAEHHbIN GYN1e3HbIN 3NMAEPMOINS, KUHA-
JMH-1, pusnyeckoe pa3sBuTue, MNoJoBoe CoO3peBaHUe
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POACTBEHHbIX NMALMEHTOB C ByN1e3HbIM anuaepmMonu3om KuHanep: KIMHUYecKue crnydyaun. Bonpockl coBpeMeHHOH neama-
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OBOCHOBAHME

BpoxkaeHHbIM 6ynnesHbin anngepmonns (BB3) — rpyn-
na peaKuXx reHeTM4eckn n GEeHOTUMUYECKU FeTepOoreHHbIX
NOPaXKEHUM KOMM, OCHOBHbIM KIMHUYECKMM MNPOSIBIEHU-
eM KoTopbix fABnsgetcs GopMUpOBaHUE MNy3blper Ha KOXe
WU/VNN CIN3UCTbIX 060/104KaxX Mpu HE3Ha4YnTeNIbHOM GU3KU-
YECKOM W/UNK XMMWYECKOM BO3AEWUCTBUW WX [axKe
CMOHTAHHO BCMEACTBME HapPYLIEHWUS MEXKIETOYHbIX CBS-
3en B anugepmumce U 30He 6azanbHoM MembpaHbl. BB
BK/IOYAET YeTbipe OCHOBHbIX TWMa 3aboneBaHus: Npo-
CTOM O6yNnne3Hblin 3NMAepMonn3, MNOrpaHUYHbIN Bynnes-
Hbl 3NUAEPMONNS, AUCTPOPUYECKUI BYNNE3HbIN anuaep-
MONN3 1 BynnesHbln anuaepmonu3d KuHgnep (B3K) [1].
PacnpoctpaHeHHocTb BB3 BoO MHOrmnx ctpaHax (ABcTpanus,
Hopeerus, KaHapga, Utanusa, Xopsatusa, CLUA) BapbupyeT

B npeaenax ot 9,6 go 11,1 Ha 1 mnH Hacenexus [1]. OaHako
B psAfe CTpaH pacnpoCTPaHEHHOCTb MOXET OblTb 3Hauu-
TENbHO HUXE (Hanpumep, B AnoHun 4,5, PymblHnun — 4,4,
Poccun — 3,6 Ha 1 MAIH HaceneHus) uau, HanpoTuB, Bbille
(Hanpumep, B LWoTtnanamun 49 cnydaeB Ha 1 MAH HaceneHus)
[1, 2]. No nocneaHum AaHHbIM (2015-2019 rr.), B Poccuun
noa HabnwaeHWem Haxoaunucb 6onee 480 nauMeHTOB
¢ BB3, 13 Hux BI3K 6bin gnarHoctmpoBaH y 6 naumeHTos [3].
Mo apyrum aaHHbIM (CLUA), nons 6onbHbix BAK B CTPYKTY-
pe Bcex cnydyaeB BB3 3HauuTenbHo Bbiwe (250 cnyyaes
13 npumepHo 3300 naumeHToB ¢ BBI) [1].

B3K — 3aboneBaHue C ayTOCOMHO-PELLECCUBHbLIM
TMNOM HacnefoBaHUA, XapaKrtepuadyetcd o6pa3oBaHuem
ny3bIpen B aNUAEPMUCE HA Pa3HbIX YPOBHAX U NPOSBASETCS
aKpanbHbIMK Ny3bIPAMU, BblPaXKEHHOW CBETOYYBCTBUTENb-
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HOCTbtO, aTPODUEN KOXKM, NMPOrpeccupyrolen nomnKunoaep-
MUER M CTEHO3MPYIOWMMM NpoLeccamn B ypoOreHUTaabHOM
W }enyaoyHo-KuwevyHom TpaKTtax [4]. B ocHoBe natoreHesa
B3K nexaT natonorvyeckue nameHeHus B reHe FERMTL,
IOKannM3oBaHHOM B Xpomocome 20pl12.3, Koaupylouem
6€enoK NoKanbHOM aare3anu KuHaunH-1 [5]. BonblMHCTBO
naTo/IorMYeckmMx BapuaHToB reHa FERMT1, accounmpoBaH-
HbiX ¢ B3K, oTHocATCA K Hynb-mMyTauusM, B peaynbraTe
KOTOPbIX MPOMCXOAMT MOSHOE NpeKpalleHne 3KCIpeccuu
reHa [6]. lMNpeanonaraetcs, YTO MWCCEHC-MyTaLMW B TeHe
FERMT1 v geneuuun B paMKe CYMTbIBaHMS Bbi3blBalOT 6osiee
NIerkne KIMHUYECKUEe MnposiBfieHns 3aboneBaHus u 6onee
nosgHee pasBUTUE OCNOXKHEHUN [B].

M3BeCTHO, 4YTO y AeTen C XPOHUYECKMMU 3abosieBaHus-
MW 4acToO OTMeYaeTcs 3ajepiKKa MOoSoBOro pas3BuTUS,
COMPOBOXAAOLWaACa COKpalleHUEM MPOAOIKUTENBHOCTHU
M MHTEHCMBHOCTM MNy6epTaTHOro CKayka pocTta W Hapy-
WweHneMm GepTUNbHOCTM He3aBWMCUMMO OT nofa nauueH-
Ta [7]. O cocTosiHUsA NonoBoro pa3sutua y aeten ¢ B63 uns
nccnefoBaHUM NMpakTUYECKU HUYEero He M3BecTHOo. B atom
CBfA3M OblI0 NMPOBEAEHO M3y4yeHWe MOA0BOro pa3BUTUS
OBYX POACTBEHHbIX MNauumeHToB ¢ B3K ¢ nomoulblo Kiu-
HUYECKUX (onpeneneHne ctaguMum MOMOBOrO Pa3BUTUSA MO
WwKane TaHHepa), nabopaTopHbIX (KOHLEHTpaLWUK NtoTEU-
HU3MpylOLWero U GONTUKYIOCTUMYIMPYIOWEro FOPMOHOB,
TECTOCTEPOHA, 3CTPagMona) U MHCTPYMEHTasbHbIX METOAO0B
(ynbTpa3ByKOBOE UcCCnefoBaHMe OpraHoOB MOLLUOHKHM, onpe-
[leneHne KOCTHOro Bo3pacTa C MOMOLbO peHTreHorpadum
KWCTew), onpeaeneHo COOTBETCTBME KasleHJapHOro Bo3pac-
Ta KOCTHOMY W Pa3BUTUIO BTOPUYHbIX NMOIOBbLIX MPU3HAKOB.
C Uenblo MCKIYEHUS COMyTCTBYKOWEN NAaTONOrMK Naum-
€HTaM MpoBeAeHO UccnefoBaHWEe 3HAOKPWUHHOM CUCTEMbI
(KOPTWM30/1, UHCYNUH, NPOSTAKTUH, TUPEOTPOMHbIM FOPMOH, T3,
T4, 170H-nporectepoH, Ar3A-cynbdat, AKTI). Y naumeHToB
OblNIM U3YYeHbl NOKa3aTeNn CaMOOTHOLWEHUS U OCOBEHHOC-
TeN couuann3aumMmM METOAOM MCMXON0ro-neaarormyeckoro

KOHCYNbTMpOBaHus (onpocHuK no C. bam, meToamka «pucy-
HOK yenoBeka» K. Maxosep, TecT [l. Bekcnepa). M3yyeHne
COCTOSAHMS (PU3MYECKOro W MOMIOBOr0 pPas3BUTUS Yy OeTen
¢ BBE3, B Tom uucne b3K, mMoXKeT npeactaBnsTb MHTEpec
4N OpraHu3auMM WHAMBMAYyaNbHOW Tepanuu nauueHToB
C LLeNblo NOBbIWEHUS Ka4YecTBa UX KU3HMU.

KAUHUYECKWUA NPUMEP

O nauueHTax

B otaeneHve peTckon AepmartonorMM OAHOBPEMEHHO
nocTynuaun aBa nauuneHTa, 13 1 12 neT, TpeTen cTeneHun poa-
CTBa MO MaTEePUHCKOM JIMHUK (ASa8 — NAEMSAHHUK) C xaso-
6aMW Ha BbICbiNaHUA Ha CAM3UCTOM O0OOJSIOYKE MOJSIOCTU
pTa, HOCa, KOXe N1La W LLen, TYNOBULLA, BEPXHUX U HUKHMUX
KOHEYHOCTEN, YMEPEHHbIN 3yA, NOBbILWEHHYIO CBETOYYBCTBMU-
TEeNbHOCTb C YCWUNEHWEeM MPU3HAKOB KOXHOro naTtosiornye-
CKOro npouecca npv AnutelbHoM BO3AENCTBUM COSTHEYHbIX
Ny4yen, 3aTpygHeHue npuvema Mnulu B CBSA3M C BONE3HEeH-
HOCTbIO M YacTbiM MOMepxMBaHWEM NpU Mpume TBepaown
MULLK, 3NU30ANYECKM BONIe3HEHHOE MOYenCcnyCcKaHue, 3ano-
pbl U 6ONE3HEHHOCTb NpU AedeKaumu.

NMauuent 1

Manb4uK, Bo3pacT 13 neT, oT 3-h 6epemMeHHOCTH, Npo-
TeKaBlWwen Ha GoHe aHeMWKn, MHoroBoaua M detonnaueH-
TapHOM HeaoCTaTOYHOCTH, POAbl B CPOK, 6€3 OCNOXHEHUN,
Macca Tena npu poxageHnn — 3900 r, poct — 59 cwm.
Mcxoabl 1- M 2-n 6epeMeHHocTen — poabl Ha 37-#
M 39-" Hea COOTBETCTBEHHO, 6€3 OCNOKHEeHWN. KnnHuyec-
Kne nposisneHns b3K npu poxaeHuu n B HacTosiliee Bpe-
Ms 'y cM6COB OTCYTCTBYIOT. [1pn pOXKAEHWKW Y MauMeHTa Ha
KO)Xe 06eunx CToMn M rosieHen umenncb nysbipu. MNpu BCKpbI-
TMKM Ny3blper 06pa30BbIBAINCL A/IUTENbHO He3axuBato-
wme aposun. AunarHoctupoBaH BB3. lNposBoannacb cumn-
TomMaTM4ecKas Tepanus, BK/OYaloLWas BCKPbITUE My3blpen
CTEPWUSIbHOM UrNoK € nocneayrouen o6paboTKON MOACYLIN-
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Physical Development and Puberty in Related Patients
with Kindler Epidermolysis Bullosa: Case Study

Background. Kindler epidermolysis bullosa is orphan, autosomal recessive disease and it is one of the variants of congenital
epidermolysis bullosa. Its severe course is characterized by high risk of multifactorial malnutrition, chronic inflammation due to recurrent
secondary skin infections, and also bone metabolism disorders, what can lead to disorders in physical development and puberty in
children. However, the effect of Kindler epidermolysis bullosa on patients’ physical development and puberty remains unexplored.
Clinical case description. Family case of Kindler epidermolysis bullosa was presented in 13 and 12 years old patients, third degree of
kinship (maternal, uncle — nephew) with typical clinical manifestations for this disease. The diagnosis was confirmed in both patients
via Sanger sequencing and revealing identical pathogenic variants in the FERMT1 gene (two deletions in the compound-heterozygous
state — c.778del, p.Q260Kfs*21 and c¢.1088del, p. L363Wfs*39). Reduced concentrations of testosterone and 25(0H)D
were revealed, whereas, increased concentration of adrenocorticotropic hormone — only in the older patient. The concentrations of
luteinizing hormone, follicle-stimulating hormone and estradiol in both patients were within the reference values. The younger patient
had prepubertal sizes and volume of testicles. Both patients had specific features of psychoemotional state: mood swing with rapid
increase in anxiety level in the older patient and difficulties in emotional-volitional regulation in younger one. Conclusion. Patients with
Kindler epidermolysis bullosa have high risk of physical development and puberty delay due to its systemic chronic pathological process.
Thus, these patients require dynamic follow-up by pediatrician and pediatric endocrinologist.
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BaloOWMMK CPeacTBaMM Ha OCHOBE LMHKA; aHTUCenTuye-
CKMe, aHTMGaKTepualbHble, PereHepupyloWwmne HapyKHble
cpeacTBa — MO NOKas3aHWSAM, 3MOJIEHTbl Ha BECb KOX-
HbI MOKPOB; HeaaresvnBHblE NEPEBA30YHbIE MaTepUanbl —
B 3aBMCMMOCTM OT XapaKTepa paH v CTaaun UX 3aXMnBNEHHMS.
K Bo3pacty 5 netr oTmedvanucb MNpeKpalleHne nosiBiaeHus
MHOXECTBEHHbIX My3blpel M Mnporpeccupylollee passutme
NOMKNIOAEPMUM C OTCYTCTBMEM CBA3M C NPEALLECTBYIOWNMM
ny3bIpAMU ¥ 3PO3UAMU Ha KOXKE W YXYALWEHWEM TeyeHus
3a6oneBaHns (eANHMYHbIE MY3bIPK U 3PO3UU Ha KOXKE U CNK-
3MCTOM 060/104KEe NOMOCTU pTa) NPU AIUTENBHON MHCONSALMK.
B BospacTte 11 net nauuveHTy 6blla NpoBedeHa mMeaToTo-
MU B CBSI3U CO CTEHO30M HapYXHOro OTBEPCTUS YPETPbI
W 3aTpyAHEHMEM MoYeuncnyckaHus. B aHamHese y poguTenen
1 CMOBCOB NPU3HAKOB KOXHbIX 3a60/1eBaHNI He 6blfo.

MauueHt 2

Manb4yuK, Bo3pacT 12 neT, NNemMaHHUK nauveHTa 1, ot
2-1 6epeMeHHOCTH, NpoTeKaBllen Ha GOHe aHeEMUU, POJbI
Ha 39-1 Hen, 6e3 OCNOXHEHWI, Macca Tena npu poxie-
HUKM — 3985 T, poCT — HET AaHHbIX. Micxon 1-1 6epemeHHoc-
TM — poabl Ha 37-i Hen, 6e3 OCNOXHEeHWH. KanHu4eckue
nposiBneHna b3K npu poxaeHMnM M B HacTosiliee Bpems
y pe6eHKa OTCYTCTBYIOT. [1pK pOXKAEHMM ¥ NALMEHTa Ha KOXKe
HUXHUX KOHEYHOCTEN UMENUCH MYy3blpy, NPU BCKPbITUKN KOTO-
pbix 06Pa30BbIBA/INCL A/IUTENBHO HE3AXKMBAIOLWIME 3PO3UMN.
[OwnarHoctnpoBaH BB3. lMpoBoauMnacb cumnToMatvyeckas
Tepanus, BK/OYaloWAs BCKPbITUE My3bipen CTEPUNbHOM
WIoN ¢ nocneaytoulen o6paboTKOM NoAcyLWnBaloLWUMK cpea-
CTBaMM Ha OCHOBE LIMHKA; aHTUCENTUYEeCKue, aHTUbaKTepu-
anbHble, pereHepupytoLmne HapyKHble cpeacTBa — Mo NoKa-
3aHMAM, 3MOJIEHTbI Ha BECb KOXHbIA MOKPOB; Heaare3nBHble
nepeBs304HbIE MaTepuanbl — B 3aBMCMMOCTHM OT XapaKTrepa
paH ¥ cTaguu ux 3axkuBnenus. K Bo3pacty npumepHo 4,5 net

Puc. 1. MauwneHT 1. Monkunoaepmns

B 061aCTV N1LLa U LUEeU, HEPE3KO
BblparKeHHblE 3KTPOMUOH U MUKPOCTOMMUS.
3Jposua B obnactv rnabennbl, NOSBUBLLASACS
B MOMEHT pa3rnbaHus Lewu

Fig. 1. Patient 1. Poikiloderma on the face
and neck, slight ectropion and microstomia.
Erosion in the glabella area appeared due
to neck extension

NOBEPXHOCTM rpyau

Puc. 2. NMauwneHT 1. NMonknnoaepmms
B 06/1acTv nnua, Wweu, nepeaHen

Fig. 2. Patient 1. Poikiloderma on the face,
neck, and anterior chest surface

oTMeYanocb npeKkpaleHne o6pa3oBaHUS MHOMECTBEHHbIX
ny3blpen ¢ HapacTaHWeM ABEHUI NONKMNOAEPMUMN U Bblpa-
EHHOW CBETOYYBCTBUTENIbHOCTbIO. OTMEYanocb BO3HUKHO-
BEHME eMHWUYHbIX Ny3blper Ha KOXe WM CNU3UCTbIX 060M0Y-
Kax. B aHamHe3e y poauTtenen n cubcoB NPU3HAKOB KOXKHbIX
3abo5eBaHu He 6blno.

dusuKkanbHaa AMarHocTuka

Mpn ocmoTpe y 060MX NaLMEHTOB BbIIBNEHbI MAEHTWY-
Hble UBMEHEHUS: KOXKHbIM MaToNOrMYeCcKMin npouecc umeet
reHepasn3oBaHHbIN xapaKTep v NpeacTaBneH eauHUYHbIMM
ny3bipsmu (amameTp ot 0,5 go 1,5 cm) Ha cnM3ucTon 060-
NI0YKe NOSOCTM pTa, KOXe B 06/1acTv 6OKOBOWM NMOBEPXHOCTH
nanbLeB 1 TaJOHHON MOBEPXHOCTU KUCTEN, pa3rnbate/ibHon
NOBEPXHOCTM 060OMX JIOKTEBbIX CYyCTaBOB, NMOMKWIOAEPMHUEN,
OCOGEHHO BbIpaXKEHHOW Ha KoXe B 06nacTu nvua v weun
(puc. 1-3), TbiNbHOM NOBEPXHOCTU 06eunx Kucten (puc. 4, 5),
crmbaTenbHOM MOBEPXHOCTM JIOKTEBbLIX CYCTaBOB (puC. 6),
BHYTPEHHEN MOBEPXHOCTM O06OMX MNaed WM MNOAMbIWEYHbIX
BMNafMH C OTCYTCTBMEM pocTa BOSIOC (puc. 7, 8), MaxoBbiX
CKMaoK, rMnornapo3omM, atpoduen Koxu, HeBycamu BB3
(B3-HeBychl) (puc. 9), 3pO3MAMU U CEPO3HO-reMopparnyec-
KUMKW KOPOYKaMW, NajoOHHO-NOAOLWBEHHON KepatoaepMu-
e, yniaoTHeHMeM K nobeneHnem B 061acTU AUCTanbHbIX
danaHr nanbueB, crubaTeNlbHOM KOHTPaKTypou nasnbLeB
(c™m. puc. 4, 5), AUCTPOPUYECKUMU UBMEHEHUSMU HOITEBDIX
NNacTvH (MCTOHYEHWE, M3OTHYTOCTb, JOPCANbHbIA NTEPUTMYM)
(puc. 10), Hepe3KOo BbIparKEHHbIM ABYCTOPOHHWUM 3KTPO-
NMMOHOM (CM. puc. 1, 3), MUKPOCTOMUEN, aHKMUNOINOCCUEN,
4aCTUYHON BTOPUYHOM afleHTUEN U Kapuecom.

MpepBapUTenbHbIA AUArHo3
B o6oux cnyyasx yctaHOBNEH npeaBapuTeNbHbIN auar-
HO3: «bynnesHbln anuaepmonunsa KnuHanep».

Puc. 3. MauuneHT 2. NMonknnoagepmms

B 06/1aCTH IMLA U LLEUN, HEPESKO
BbIPaYKEHHbIE 3KTPOMUOH U MUKPOCTOMMS
Fig. 3. Patient 2. Poikiloderma on the face
and neck, slight ectropion and microstomia
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Puc. 4. NauuneHT 1. NoiKknnoaepmMusa TbilbHON NOBEPXHOCTU 06EUNX
KWUCTEN, yNNOTHEHWE M noGeneHne B 061acTi AUCTanbHbIX GanaHr
nasnbLeB, crubaTeNbHas KOHTPaKTypa nanbLeBs, AUCTPODUYECKUE
M3MEHEHUSI HOTTEBbIX MNACTUH (MCTOHYEHWUE, U3OMHYTOCTb,
flopcanbHbli NTEPUTrMYM)

Fig. 4. Patient 1. Poikiloderma on opisthenars, induration and
whitening of distal phalanges of fingers, flexion contracture of
fingers, dystrophic changes of nail plates (thinning, curvature,
dorsal pterygium)

Puc. 6. MNMauueHT 1. NMonknnogepmms

B 06/1acT1 crubaTenbHOM NOBEPXHOCTU
JIOKTEBOrO cycTaBa

Fig. 6. Patient 1. Poikiloderma on the elbow

Puc. 7. MNauunenT 1. Nonknnogepmmsa

Ha BHYTPEHHEN NOBEPXHOCTH nney

M NOAMbILIEYHbIX BNAAWH C OTCYTCTBMEM
pocTa BOSIOC U TMNOrMaPO30M

Puc. 5. NMauuneHT 2. NMonKknnoaepmms TbilbHOM NOBEPXHOCTH

06enx KUCTEN, IpO3UN U remopparmyeckmue Kopouku, b3-Hesyc

Ha TbINIbHOW NMOBEPXHOCTH NMPABOM KUCTH, YNOTHEHWE U NoGeneHve
B 06/1acTv AMCTabHbIX GanaHr nanbLes, crubéatenbHas
KOHTPaKTypa nanblUeB, ANCTPOGUUECKME NBMEHEHWUS HOITEBbIX
NNacTUH (UCTOHYEHWE, M30THYTOCTb, A0PCAsbHbIA NTEPUTrMyM)

Fig. 5. Patient 2. Poikiloderma on opisthenars, erosions and
hemorrhagic crusts, EB-nevus on right opisthenar, induration and
whitening of distal phalanges of fingers, flexion contracture of fingers,
dystrophic changes of nail plates (thinning, curvature, dorsal pterygium)

Puc. 8. MauwneHT 2. Monkunogepmus

Ha BHYTPEHHEN NOBEPXHOCTHM nney

1 NOAMbILIEYHbIX BNAAWH C OTCYTCTBUEM
pocTa BOSIOC U TMNOrMaAPO30M

joint flexor surface

Fig. 7. Patient 1. Poikiloderma on the inner
surface of shoulders and axils with no hair
growth and hyphidrosis

Fig. 8. Patient 2. Poikiloderma on the inner
surface of shoulders and axils with no hair
growth and hyphidrosis

Pe3ynbratbl 06cnegoBaHusa

MaymeHt 1

[ns onpepenenus TsxecTn 3a6oneBaHUs UCMNONb30BaH
MHOEKC aKTMBHOCTM W py6ueBaHWsa OGynne3Horo anuaep-
monusa (The Epidermolysis Bullosa Disease Activity and
Scarring Index; EBDASI), pa3paboTaHHbiv s onpefeneHuns
AKTMBHOCTU 3a60/1eBaHUs OTAENbHO OT MPU3HAKOB XPOHW-
4yecKoro nospexaeHus [8]. JIerkon, yMEpeHHON U TSXenon
TAXECTW 3a6oneBaHusi COOTBETCTBYIOT CYMMapHbIE OLIEHKM

0-42, 43-106 1 107-506 6annos no wrane EBDASI [9].
Y nauueHTa Ha MOMEHT MOCTyrNNeHns CyMMapHas OLeHKa
no wkane EBDASI coctaBuna 95 n3 506 6annos (19 u3
276 6annoB OLEHKW aKTMBHOCTM U 76 n3 230 6annos —
CTEMEHW MNOBPEXAEHMUS), YTO COOTBETCTBYET YMEPEHHOM
TAXECTH 3a60s1eBaHUS.

B pesynbrate nabopaTopHbIX MCCNedOBaHUM CbIBOPOT-
KW KpOBW OBHapyxeHbl ysBenudeHue Tutpa IgG K ruva-
anHy — 14 Ep/mn (Hopma O-7 Ea/mi), KOHUEHTpauuu



Puc. 9. NauneHT 1. B3-HeByC 1 AnCTpodUYECKNE NBMEHEHUS
HOITeBbIX MACTUH
Fig. 9. Patient 1. EB-nevus and dystrophic changes of nail plates

TpaHcdeppuHa po 377 mr/on (Hopma 130-360 mr/an),
b-CrossLaps/serum (C-KoHUeBble Tenonentuabl Konnare-
Ha | Tvna) — 2,27 ur/mn (Hopma < 0,584 Hr/mn), PANP
(N-TepMUHanbHbIR NponenTtua npoKosiareHa 1-ro tuna) —
200 Hr/mn (Hopma 15-115 Hr/m1), @ TaKXe CHUXEHWUE KOH-
ueHtpaumm 25(0H)D go 14,2 Hr/mn (Hopma 30-100 Hr/mn)
n bepputuHa — fo 12,97 Hr/mn (Hopma 14-152 Hr/mn).
3HayeHus ocTanbHbIX NoKka3atenen kposwu (AT, ACT, I'TTI,
wenoyHas d¢ocdarasda, KpeaTMHKMHa3a, anbda-amuna-
3a, aMuiasa naHKpeaTuyecKkas, anbOymMuH, G6ENoK 06LMHA,
OUNUPYOUH 06K, BUANPYOUH MPAMOMK, IMIOKO3a, KpeaTtu-
HWH, MOYEBWHA, MO4YEBas KUCNOTa, TPUMULLEPUAbLI, XOne-
CTEPUH OOLWMKN, Kanumn, HaTpui, docdop HeopraHUYecKum,
KanblLMK, »eneszo, C-peaKTMBHbIM 6GENOK, aHTUCTPEenTo-
nm3nH O, peBMartouaHbii GakTop, aHTUTeNna K 3HAOMM-
3ut0, napaTupeonsHblin ropmoH, IgG K TpaHcrnytamuHase,
IgA K TpaHcrnytamuHase, IgA K ruaguHy, BUTaMuH B,,
donueBas Kucnota, oCTeoKasbUWH, IGE) 6binM B npefge-
nax pedepeHCHbIX 3Ha4YeHU, COOTBETCTBYIOLLMX BO3PacTy.
Mpu uccnepoBaHMK nabopaToOpHbIX MOKa3aTenen CoCcTos-
HUA 3HAOKPUMHHOW CUCTEMbI BbISIB/IEHbl BbICOKME 3Haye-
HUS aAPEHOKOPTUKOTPOMHOro ropMoHa — 16,46 nmonb/n
(Hopma 1,6-13,9 nMonb/n); KOHLEHTpauun KopTu3ona,
WHCYNMHA, NPOJSIaKTUHA, TUPEOTPOMNHOro ropmoHa, T3, T4,
170H-nporectepoHa u [AI3A-cynbdata 6biiv B npegenax
pedepeHCHbIX 3HAYEHMN.

lpuU pEeHTreHoNIorM4ecKkomMm wuccnefoBaHuMK nuwesola
OGHapyXeHbl 30HbI CYXXEHUA NULLEBOLA B BEPXHEN TPETH.

MoneKkynapHo-reHeTM4eCcKoe UuccnefoBaHne MeToAoM
CceKBeHMpoBaHua Mo CaHrepy BbISBUIO MaTOreHHbIM Bapu-
aHT reHa FERMT1 (aBe pgeneunn B KOMMayHA-reTepo3unror-
HOM COCTOSIHMM — c.778del, p.Q260Kfs*21 n ¢.1088del,
p.L363Wfs*39).

Mo peaynbratam MNCUXOOrO-NefarorMyeckoro KoH-
CYNIbTUPOBaHUA YCTAHOB/IEHO HEYCTOMYMBOE 3MOLMOHASb-
HOE COCTOSIHME C ObICTPbIM HapacTaHWMEM YPOBHS TPEBOIM
Y UCMONHUTENIbHOIO NOAPOCTKa C OCOGEHHOCTAMU Pa3BUTUA
CaMOCO3HaHWs B CUTyaLMK rocnutanmsaunu.

Puc. 10. MauueHT 2. MNorKknnogepmus, 3po3nn 1 remopparmyeckme

KOPOYKM Ha cToMax, AUCTPODUYECKME M3MEHEHUS HOTTEBbIX NNACTUH
Fig. 10. Patient 2. Poikiloderma, erosions and hemorrhagic crusts

on feet, dystrophic changes of nail plates

dusmnyeckoe 1 NoaoBoe pa3BuUTHE

Mpun noctynneHun pocT nawuueHta coctasnan 176,5 cwm,
Macca Tena — 57 Kr. BennumHa OTKIOHEHWS B eAuHMLax
CTaHOapTHOrOo OTKJIOHEHUSA 3HaA4YeHWW z-score [ng pocTa
(HAZ) n uHpekca macchl Tena (BAZ) o1 cpefHero 3HaveHus
ans nonynsumm (Bbl4UCIEHUS BbIMONHEHbI ¢ nomolbio WHO
AnthroPlus, Bepcusa 1.0.4) coctaBuna 2,69 1 0,01 cootBert-
CTBEHHO, YTO YKa3blBaeT Ha BbICOKUM pocT (HAZ > +2) npu
HopMaJsibHOM Macce Tena pebeHka (BAZ ot —1 po +1) [10].

Bpayom-3aHAOKpUHONOrOM Oblla onpefeneHa cragus
nosnosoro passutna no TaHnHepy 3 (G3, P3). Mo gaHHbIM
YNbTPa3BYKOBOIrO WCC/IEAOBaHUA OPraHoB MOLUOHKKU pas-
Mepbl NPaBoro su4yka cocraBunn 32 X 17 mm, n1eBoro —
33 X 18 MMm. O6bembl NPaBOro U JIEBOTO AUYEK, pacCcHuTaH-
Hble o dpopmyne V =0,52 X n X ¢2, rae 0,52 — NoCTOAHHbI
KO3DDUUMEHT, N — AIMHa U ¢ —LlWKMPHUHA AnYKa [11], cocTa-
Bun 4,8 1 5,55 Mn cooTBETCTBEHHO. [JaHHble MOKa3aTenu
ABJIAIOTCH BO3PACTHOM HOpMmoW [12].

Mpu unccnegoBaHWKM KOHLLEHTPaAUMU MNOJIOBbLIX TOPMO-
HOB B CbIBOPOTKE KPOBM OblM 3adUKCUPOBaHbI HU3KKE
3Ha4vyeHusa TectoctepoHa — 14,65 HMonb/n (Hopma 26,9-
354,6 HMOSb/N); KOHLEHTpaLMK NIOTEUHU3UPYIOLWErO Top-
MOHa, GONNUKYNOCTUMYNUPYIOLLEr0o FOPMOHa M 3cTpajunona
OblIM B Npeaenax pepepeHCHbIX 3Ha4YEHUN.

MpK PEHTreHoNorMYecKom mccnefoBaHUU KUCTeR Oblo
YCTaHOBJ/IEHO, 4YTO KOCTHbIM BO3pacT MalueHTa CcocTaBis-
eT npumepHo 13,5 neT u COOTBETCTBYET KaneHaapHomy
BO3pacTy.

MauymeHt 2

CymMapHasi oLeHKa TsecTu 3abosieBaHMa MO LWKane
EBDASI coctaBuna 89 u3 506 6annoB (o6uiasi crteneHb
aKTMBHOCTU — 21 13 276 6anos, obLas CTeNneHb NoBPeEX-
aeHnsa — 68 n3 230 6annoB), HTO COOTBETCTBYET YMEPEHHOM
CTEMNEHN TAXKECTU 3a60/1eBaHMS.

Mo pe3ynsTatamM labopaTopHbIX UCCNELOBaHUM CbIBOPOT-
KW KPOBMU Oblnn 3aPUKCUPOBaHbI NMOBbILEHNE KOHLEHTPaLIMK
MIOKO3bl KPOBK A0 5,69 Mmonb/n (Hopma 3,3-5,5 mmonb/n),
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KnuHunyeckKoe Ha6noaeHue

b-CrossLaps — 1,51 Hr/mn, PINP — 419 Hr/mn,
CHWXEeHWe KoHueHTpaumn 25(0H)D — 13,11 Hr/mn.
3Ha4vyeHns ocTallbHbIX MOKa3aTenerm KpoBu (MepeducrieHbl
BblLLIE NPKX ONUCaHUKU NaumeHTa 1), B TOM YUCe NoKa3aTenemn
COCTOSIHUS 3HAOKPUHHOW CUCTEMBI, BbliM B Npeaenax pede-
PEHCHbIX 3HAa4YEeHMIM, COOTBETCTBYIOLLNX BO3PACTY.

MMpn pPEeHTreHONOrMYecKomM uccnefoBaHMK MuuieBoga
yCTaHOBJ/IEHbI 30HbI CYy)KEHWS NMULLEBOAA B BEPXHEN TPETHU.

MoneKynspHo-reHeTu4eckoe uccnefoBaHne MeToAOoM
ceKkBeHMpoBaHUs No CaHrepy BbISBWIO NaTOreHHbIM Bapu-
aHT reHa FERMT1 (WOEHTWYHble TaKoBbIM Yy MauueHta 1
[ABe [eneuuMu B KOMMayHA-reTepO3MroTHOM COCTOSHUM —
c.778del, p.Q260Kfs*21 v ¢.1088del, p.L363Wrfs*39).

Mo pesynbrataM MCUXOMOro-nNeaarorMyeckoro KOHCYSb-
TUPOBAHUSA YCTAHOBMIEHbI OTHOCUTE/NbHO 6aaronpuATHOE
3MOLMOHaNbHOE COCTOSIHME MNOAPOCTKAa C OCOBGEHHOCTAMM
pa3BMTUS CaMOCO3HAHWUS B CUTyaLLlMW rocnuTanmsaumu, Tpya-
HOCTV 3MOLMOHANbHO-BONEBOW PErynauun, PUCK HapyLleHus
npaBwua 1 HOPM NOBEAEHMS.

®dusnyeckoe 1 nNosoBoe pa3BuTHe

Mpn nocTynaeHnn pocT nauumeHta coctasnan 1425 cwm,
macca tena — 33,5 kr; HAZ — -1,59, BAZ — -0,82, 4ut0
COOTBETCTBYET pedepeHCHbIM 3HavyeHnsam pocta (HAZ ot -2
0o +1) n macchel Tena pebeHka (BAZ ot -1 go +1) [10].

Mpu ocmoTpe nauueHTa BPaYOM-3HAOKPUHOMIOTOM
Oblla yCTaHOBMEHa CTaaus NO0BOro pa3BmnTHs No TaHHepy
2 (G2, P2). Mo aaHHbIM yNbTPa3ByKOBOro UCCNeAOBaHUSA
OpraHoB MOLIOHKM pa3mepbl MpaBoOro fu4yKa COCTaBMU-
o 17 X 8 mm, nesoro — 16 X 8 MM, 06beMbl —
0,56 1 0,53 M1 COOTBETCTBEHHO, YTO COOTBETCTBYET AOMY-
6epTaTHbIM 3Ha4YeHuam [12].

Mpu wnccnegoBaHWM MONMOBbLIX FOPMOHOB B ChIBOPOT-
Ke KpoBMW Oblla 3adUKCUMpOBaAHa HW3Kas KOHLEHTpauus
TectoctepoHa — <0,087 HMOMNb/N; KOHLEHTPAUMN NIOTEN-
HU3MPYIOLWEro ropMoHa, GOANUKYNOCTUMYNNPYIOLWErO rop-
MOHa W1 3CTpajnona HaxoanIuch B Npeaenax pedepeHcHbIX
3Ha4YeHun.

Mpn pPEeHTreHONOrnM4YEeCKOM MCCNefoBaHUN KUCTEN KOCT-
HbIM BO3pacT nNauuMeHTa cocTaBnan npumepHo 12,9 roga
M COOTBETCTBOBAJ, TaKUM 06pPa30M, KaneHAapHOMY.

KnuHu4yecKuit guarHos
O6onm nauueHtam 6bi1 ycTaHOBNEH AuarHos: «byn-
nes3Hbin anuaepmonnsa Knuanep. Aedbunumt ButammnHa D».

AMHaMHuKa U ucxopbl

O6oum nauneHTam Obl10 NpoBeaeHOo du3noTepaneBTu-
YyecKoe fleyeHne nonsipu3oBaHHbIM CBETOM Ha paHbl C Mpo-
TMBOBOCMA/IMTENIbHON U penapaTMBHON LIE/bI0 B KONMYECTBE
5 npoueayp. O6a nauuneHTa 6binn nepeseneHbl Ha aveTy N2 5
Cc fgob6aBneHMeM B paLMOH M30KaNOpUMHBIX BbICOKOGENKO-
BbIX NMPOAYKTOB ANS HYTPUTUBHOM NoaaepKku o 200 mn/cyr,
Ha3HayeH XxoneKanbuudepon (ButamuH Dj) mo 3000 ME
B TeyeHMe 1 MeC C KOHTPOJibHbIM OMpefeneHUeM KOH-
ueHTpauun 25(0H)D. Mocne npoBeaeHHOro obcneaoBaHus
M Nle4yeHus B KOHLie Mepuoaa NAaHOBOM rocnutannidauuu
no npoowuno «gepmMaToBeHeponorus» o6a nauueHta Oblin
nepeBefeHbl B XUPYPrnuyeckoe OTAeNleHne C HEOT/IOXHOWM
M NNaHOBOW MOMOLLbIO, e B NJIaHOBOM nopsaxke um Gbina
npoBeAeHa 3HAOCKOMUYECKU- U PEHTreH-aCCUCTUPOBaHHas
6annoHHas aunaTaums nuueBsoaa.

Mo pe3ynbTaTaM MCUXONOro-NneaarorMyeckoro KOH-
CynbTMpOBaHUa 060MM MauuMeHTaM p[AaHbl peKoMeHAaa-
UMK N0 M3MEHEeHWUI0 ob6pa3a MKW3HM (OpraHM30BaHHbIN
[OCyr, paHHAs nNpodopueHTaLUUsa U BKIKOYEHWE B TPydo-
BYIO AE€ATENbHOCTb C YYEeTOM PU3UYECKMX U NCUXONOormye-
CKMX BO3MOXHOCTEN), HEOBXOAMMOCTU MCUXOOTMYECKOro
COMPOBOXAEHUSA B NEPMO CTALLMOHAPHOTO NeYEHUS U NCKU-
X0JIOro-nefarorMyeckoro CoOnpoBOXAEHUS MO MecTy o6y4e-
HWA. PoauTenn nayMeHToB ObliM MPOKOHCYbTMPOBaHbI MO
BOMpOCaM peann3aunn WHAMBWUAYasIbHbIX NOTPEBHOCTEWM
pebeHKka, GOpMMPOBaAHUA OTBETCTBEHHOIO OTHOLWEHUS
K 340POBbIO U CAMOCTOATE/IbHOIO BbINOMHEHUS Bpaie€OHbIX
peKoOMeHaaLuN.

Ha MOMEHT BbINMUCKKM y 060MX MNaLUMEHTOB OTMeYeHa
NONOXWUTENbHAA AMHAMMWKa B BUAE 3aXMUBIEHUSA 3pO3ui
N OTCYTCTBUS MOSIBSIEHUS HOBbIX BbICbiNaHWM, 06a NauueH-
Ta OTMETUNIM OTCyTCTBME OONE3HEHHOCTM W MpeKpalleHue
nonepxmBaHUs Npu Npueme nuim.

MporHos

Y 060MX NaLUMEHTOB MPOrHO3 6/1aronpPUSATHbIN, PEKOMEH-
[0BaHO AMHaMMYecKoe HabniogeHwe y Bpada-AepmartoBe-
Heponora v negMatpa ¢ Lenbio NPodbuIakTUKU U CBOEBpE-
MEHHOM AMarHOCTMKM BO3MOXHbIX BHEKOXHbIX OCMIOXHEHUM
OCHOBHOro 3a60/1eBaHKS.

BpemeHHas wkana
XPOHONOrMs pa3BUTUSA U KIloYEBble COObITUS 60Ne3HU
060ux NaumMeHTOB NpeacTaBneHbl Ha puc. 11 n 12.

Puc. 11. MNauueHT 1: XxpoHonoruna pa3suTns 601e3HM U KNlo4eBble COObITUSA

Fig. 11. Patient 1: timeline of disease development and key events

Mpun poxkaeHnn Ha Koxe obeunx cTon
1 roneHew ny3bipu ¢ AIMTENbHO
He3aXMBaloLWKMMK 3PO3USMU

3aTpyaHeHne MoYencrnycKaHus,
CTEHO3 HapYy)XHOTO OTBEPCTUS YPETPbI,

MeaTtoTomMua

[eHepanusauns
o6pa3oBaHus ny3bipen
Ha KOXe U CIIN3UCTbIX
060n104Kax

MpekpalleHne nosiBneHus
MHOMECTBEHHbIX My3blpeit
1 Nporpeccupytollee pa3Butue
NoMKMNoLepMUmn

3aTtpyaHeHve npMema nuiu, CTeHo3 NuLeBoaa,
3anopsl, 6annoHHas aunatauus nuuiesoa.
[OnarHo3 b3K noarsepkaeH AaHHbIMU
reHeTM4ecKoro uccneaoBaHus




Puc. 12. MNMaumneHT 2: XpoHONorns pasBuT1s 60Ne3HN U KNtoYeBble COObITUSA

Fig. 12. Patient 2: timeline of disease development and key events

Mpu POXAEHUMU Ha KOKE 06EunX CTOm
1 FONEHe Ny3bipu C AUTENbHO
HE3aXXMBaIOLMMU 3PO3UAMM

3aTpyAHeHue npuemMa nuLlM, CTEHO3 NuLLeBoaa,
3anopbl, 6anoHHasn aunaTtaums nuuiesoaa.
[OunarHos b3K noatsepkaeH AaHHbIMU
reHeTU4YecKoro uccneaoBaHus

[eHepanusauus
o6pa3oBaHus Ny3bipen
Ha KOXe U CIIU3UCTbIX
060104Kax

MpekpalleHne nosBneHns
MHOXECTBEHHbIX Ny3bIpen
1 Nporpeccupyioliee passutne
noviknunogepmumn

OBCYXAEHUE

Y onucaHHbIX HaMK NauneHToB Hanuyme BIK He BbI3bl-
BaeT COMHEHWM, TaK KaK AnMarHo3 6bla NOATBEPHKIAEH pesysib-
TaTaMU MONEKYNSAPHO-reHETUYECKOrO UCCNefOBaHUsA METo-
[OM CeKBeHWpoBaHusA No CaHrepy (BbISBNEH MaTOreHHbIV
BapuaHT reHa FERMT1).

Hamu 6b1710 n3y4eHo cocTossHUE GU3NYECKOTO U NONOBO-
ro pa3BUTUSA MNaLMUEHTOB U UX COOTBETCTBUE KaneHaapHOMY
BO3pacTy B CBA3M C TEM, YTO Y JETEN, CTPaaloLLMX XPOHUYE-
CKMMW BOCManuTeNbHbIMK 3a60/1IeBaHUAMMU, YaCcTO OTMeYaeT-
CS 3aflepXKKa pocTa M NoaoBOro pa3BUTUS MHOMO(aKTOPHOro
reHesa [7]. 3ageprKka MONOBOro pasBWUTUSA onpeaensieTcs
KaK OTCYTCTBME BTOPMYHbLIX MOJSIOBbLIX MPU3HAKOB Y AETEN,
[LOCTUTLIMX BEPXHEro BO3PacTHOro rnepuoga Hadvana nono-
BOI0 CO3peBaHus, YTO COOTBETCTBYET BO3pacTy MPUMEPHO
14 net pna manbymkoB [13]. o AaHHBIM KIMHUYECKUX
Ha6bnogennn A. Martinez n C. Brain, y nauMeHToB C Tsxe-
NbiIMK TUNamu BB3 nmeeTca runoroHafoTPOMNHbIM TMNOroHa-
[AM3M CO CHWXXEHHbIMW NOKa3aTeNnsiMu II0TEUHUIUPYIOLWErO
N OONUKYNOCTUMYIUPYIOWETO FOPMOHOB, BO3MOXHbIMU
3TMONOrUYECKUMU daKTopaMKn KOTOPbIX SABAAIOTCA HeAo-
CTaTOYHOCTb NMUTaAHUS U XPOHUYECKOE BOCNaNeHne, HAOYLM-
pyloluiee n36bITOYHOE 06pal3oBaHWE MPOBOCMANUTENbHbIX
LIMTOKMHOB (MHTepnenkuHoB IL-1, IL-6, daKTopa Hekposza
onyxonu anbda) ¢ NocneaylLmMM HapyweHUIM perynsaumm
OCM «TOPMOH poCTa — WMHCYIMHONOJOGHLIM daKTop pocta 1»
(comaToTpoOnHas oCb) C HaCTUYHOM PE3UCTEHTHOCTbIO peLien-
TOPOB B TKaHAX-MULIEHAX K FOPMOHY pocTa U MognbuKaum-
el runotanamo-runodu3apHoO-roHagHoON OCU C pas3BUTUEM
rMNOroHaZOTPOMHOr0 rMnoroHagM3ama MnocpeacTBOM Mexa-
HU3Ma obpaTHoM cBA3u [14].

Ddur3n4ecKoe 1 NoNoBoE pas3BuUTUE 060MX NALUMEHTOB COOT-
BETCTBOBAsNIO BO3pacTHOM Hopme. BmecTe ¢ Tem cyuTaem
HeOOXOAMMbIM [IMHaMU4YeCcKoe HabMlo4eHUe C KOHTPONEM
YPOBHS NONOBbIX TOPMOHOB BBUY OGHAPY>KEHWUA HU3KOM KOH-
LleHTpauum TeCTOCTEPOHA, BbICOKOW — aApeHOKOPTUKOTPOM-
HOro ropmMoHa (TobKO Y nauueHTa 1) u gonybeptaTHbIX pas-
MepoB 1 06BEMOB AMYeEK (TOMbKO Y NaLueHTa 2).

3AKJ/IIOMEHME

BOK gaBnsetca peakum Ttunom BB, ana Kotoporo
C MOMEHTa pPOXAeHUS pebeHKa xapaKTepHbl o6pa3oBaHue
aKpasbHbIX Ny3blpen, NpeKkpalleHne ob6pa3oBaHUsa MHOXKECT-
BEHHbIX MNy3blper K Bo3pacty 4-5 net ¢ npeobnagaHWem
B K/IMHWYECKOW KapTUHEe MpOorpeccupylolen NomKunoaep-
MUK, aTPODUU KOXM, BbIPAXKEHHON CBETOYYBCTBUTENIbHOCTU

C BbICOKMM PUCKOM 06pa30BaHMs MIOCKOKIETOYHOW KapLu-
HOMbI KOXW W noparkeHnem Horten. Hanbonee cepbesHbl-
MU BHEKOMHbIMW OCMIOXHEHUAMM ABASAIOTCH 06pa3oBaHue
CTPMKTYP MOYEMOIOBOrO U XenyaoHHO-KULIEYHOro TPaKTOB,
dopMnpoBaHue BTOPUYHON aaeHTun. JuarHo3d bI3K ycraHaBs-
NIMBAETCA Ha OCHOBAHWW AAHHbIX aHaMHe3a, KIMHWYECKMX
nposiBieHN 3abofieBaHMA W MOATBEpPXKAAOWMX UCCneno-
BaHUN (MMMYHODNYOPECUEHTHbIM METOA, TPaHCMUCCUOHHO-
3/IEKTPOHHAs MMUKPOCKOMWS, MONEKYNSPHO-reHeTUYecKoe
ncenegoBaHue). ITMoNaTtoreHeTMYEeCKMX METOAO0B JleyeHus
B3K B HacTosiLlee BpeMS He CyWecTBYeT, U Ie4eHUe HOCUT
NPEUMYLLECTBEHHO MPEBEHTUBHLIA U CUMMNTOMATUYECKMUI
xapakKtep. MayueHTbl ¢ BAK BBMAY HanMYnUa MynbTUCUCTEM-
HOMO XPOHMYECKOro NaTofIorMYeCcKoro npouecca oTiMYatoT-
CSl BbICOKMM PWUCKOM 3afEep*KKU PUIMYECKOrOo W MOMOBOro
pa3BuUTHS, B CBA3U C YEM UM MOXKET BbiTb PEKOMEHAOBAHO
AMHamMKU4YecKoe HabnogeHue y cneLnanmncTos.

WHO®OPMUPOBAHHOE COIIACUE

OT poauTenen 060ux NaUMEHTOB MOJly4EHO NMUCbMEHHOE
MHPOPMUpPOBaHHOE AOBGPOBOSILHOE cornacve Ha nybnvKa-
LMI0O OMMUCaHUS KIIMHWMYECKOrO cnyyas, BKItoYas M3obpaxke-
HUS NauMEHTOB, B MEAMLIMHCKOM XKypHane, BK/IOYas ero
3MIEKTPOHHYIO Bepcutio (aaTa noanucanmnsa 12.10.2021).

INFORMED CONSENT

Patients’ parents have signed informed voluntary
consent on the publication of clinical case description
including patient’s images in medical journal, electronic
version included (signed on 12.10.2021).
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He ykasaH.
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«HE[JOCTATOYHOCTb BUTAMUHA D Y AAETEUN
U NOAPOCTKOB POCCUNCKOWN ®EAEPALIUM:
COBPEMEHHbIE NOAX0Abl K KOPPEKLIUW»,

HaumnoHanbHoM NporpaMmmMe npeacTaB/eHbl NocieaHne AaHHble
nUTEepaTypbl 0 3Ha4eHMn BUTamuHa D B opraHnusme u o6HoBIe-

HME pEKOMEHAALMN NO ANAarHOCTUKe, NPOPUNaKTUKE U KOPPEKL MK
HeaoCTaTOYHOCTM BMTamMuHa D y geten pas3HoOro sospacTta U pas-
HOro COCTOSIHMA 3[00POBbS. M3aaHue npeactaBnsgeT cobom BTOPYO
pegakuuto HaumoHanbHOM nporpammbl «<HegoCcTaTOYHOCTb BUTAMM-
Ha Dy neter n noapocTkoB Poccuiickon ®eaepalmm: COBPEMEHHbIE
NOAXObl K KOppeKUMW», yBuaesLllen ceet B 2018 roay.

M3paHne npegHa3HavyeHo A9 cneunannucToB MeAMLMHCKOro
npoduna (Bpadyen-neamaTpoB, HyTPULMOIOrOB, OETCKUX 3HAOKPHU-
HONOroB, OPTONEAOB, AETCKUX HedpPOoros, GpTU3NATPOB U Bpayen
OPYrux crneumanbHOCTEN), a TaKXe CTYAEeHTOB CTapluMX KypcoB
MeAULMHCKUX BY30B.

HAUMONANGHAR APATPAMMA
BENUCTATUSNOCTh BNTAMNEA B
¥ JUETER W NAAPOCTNRR POCCHACARH SERERALNN:
COBPEMERNWIE DRJNDNM € NOFFNGNN
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