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AHHoTaumA. OnucaHbl 0COBEHHOCTU KITMHUYECKOM KapTUHbl N ONArHOCTUKN BPOXAOEHHOIo 6ynne3Horo anunaep-

MOMM3a y HOBOPOXAEHHOW AEBOYKW, poaMBLLENCS B BNn3KopoacTBEHHOM Bpake (poauteny — ABOIOPOAHbIE cMBChl).
M3 ocobeHHOCTEN KNUHKKK crieayeT OTMETUTL BbICTPOe HapacTaHve NOBPEXAEHNM KOXN U CIIM3NCTbIX 060noYek B Te-
yeHue nepsbix 10 AHEN Xn3HM 1 crabyto CNoCOBHOCTb MOBPEXAEHHbBIX TKAHEN K 3NUTENN3aLmMmn 1 3axmeneHunio. leHe-
TUYECKMIN aHann3 KPoBM 1 KOXKM B6ornbHOro pebeHka No3BoNmMnM CKOPPEKTUPOBaTb TUM BPOXOEHHOMO HAaCNeACTBEHHOrO
3aboneBaHus, AeTannavpoBaTh MyTaLMI0 COOTBETCTBYHOLLMX FEHOB 1 YTOYHUTL NPOrHO3 3aboneBaHus.
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Abstract. The features of the clinical picture and diagnosis of congenital Epidermolysis bullosa in a newborn girl
born in a closely related marriage (parents are cousins) are described. Among the features of the clinic, it should be
noted the rapid increase in damage to the skin and mucous membranes during the first 10 days of life and the weak
ability of damaged tissues to epithelize and heal. Genetic analysis of the blood and skin of a sick child made it possible
to clarify the type of congenital hereditary disease, to detail the mutation of the corresponding genes and to clarify the

prognosis of the disease.
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BeepeHue. PacnpoctpaHeHHOCTb auarHo3a «byn-
nesHbIi anngepmonuay (B3), No AaHHBIM POCCUMCKUX
aBTOpPOB, cocTaBnseT 3,6 cnyyasa Ha 1 MITH YenoBek,
a MakcumaribHOe KOMMYEeCTBO MPUXOAUTCS Ha pecny-
onukn CesepHoro Kaekasa (JarectaH — 19,7 cnyyasi Ha
1 MNH HaceneHus), He BbIsIBNEHa 3aBMCUMMOCTb OT Ya-
CTOTbI NaTonornm ¢ nonom pebeHka [1, 2].

B 1875 r. nepBbIM NOAPOGHY KNMHUKY AaHHOW Oo-
ne3Hu onucan aHrmuncknin aoktop k. XaT4MHCOH,
TEPMUH «OyrnnesHbIn anuaemonu3y npegnoxun Koeb-
ner, a go 1886 r. BpoxxaeHHbIn B3 oTHOCKNCA k Hacnea-
CTBEHHOM ny3blpyaTtke [cM. nogpobHee: 2, 3].
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B3 (Epidermolysis bullosa) — 3to rpynna Ha-
CrnefCcTBEHHbIX 3aboneBaHuin (reHo4epmaTo3oB), Xa-
pakTepuaylolmxcss obpaszoBaHMeM WHTpa- unu cyb-
AepMarbHbIX My3blper Ha KOXe U CIN3UCTbIX B MecTe
MVHMManbHOW TpaBMbl, JABMNEHUS UMM CMOHTaHHO [4].
[dokasaHo yyactve 18 reHoB, NoOBpeXOeHWEe KOTOPbIX
ABMAETCA NPUYNHON AaHHOW BornesHn. OHu KoaupytoT
onpegeneHHble Benku Koxu, obecneynBarLne CBSA3b
mMexagy anuaepmmncom n gepmoi. Ecnu xots bl ognH
N3 HUX UMeeT OedeKT, TO KOXa CTaHOBUTCA HAaCTOIb-
KO HEeMNpOYHOW, YTO mnerkoe TpeHue, TemnepaTypHoe
N XMMUYECKOe BO3[eWCTBME, HE TOBOPS YXXe O He3Ha-
YATENbHOM AaBfEeHUUN, CTaHOBATCH NpuynHamum obpa-
30BaHUA CBEXUX Ny3bipen [5-7].

BbigenaoT pasnuyHble opmbl B3 B 3aBucuMocCTH
OT BMAa HacnefoBaHWs, KITUHWUYECKUX MPOSBMEHUN,
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nokanu3aumm u rnyOuHbl MNopaXeHusi, TUCTonornye-
CKOrO 3Tana HapyLleHWid B pasfnyHbIX CIOSIX KOXMW
M Cnn3nNCTbIX obonoyek. Mo aaHHbIM UccnegoBaTenen,
3aHUMaloLLMXCA U3yYyeHnem atux 3abonesaHun, pasnu-
yatoT 4 OCHOBHbIX TuMa 1 6 cy6TMNOB, KOTOPbIE CBA3aHbI
OOHVMM OOLLIMM MPU3HAKOM — XPYMKOCTbIO U MEXaHu-
yeckoun cnaboctbto anutenusa koxu [8, 9]. Kpome Toro,
BblaenstoT ewe 30 KNUMHMYecKn pasHoobpasHbix dopm
3aboneBanus [9, 10]. Bo MHorom TsikecTb 3aboneBaHus
1 rnybrHa nopaxKeHWsi KOXHbIX CroeB OyaeT 3aBuceTb
oT TMna n cy6tnna b3. BeisBnsTca pasHoobpasHble
KIIMHUYECKNE CUMMTOMbI U OCMOXHEHWS, CONpOBOXAA-
owmeca pybueBaHnem TKaHemn, MHPULUPOBAHMEM MO-
BPEXOEHHBIX YY4aCTKOB, 3aJepPXXKOW pocTa, CMHOPOMOM
Manbabcopbummn, nepepoxaeHNeEM B MITOCKOKIETOUHbIN
pak. lNepBoHayanbHble NpusHaky 3aboneBaHusi NOSIB-
NATCA yXKe C poxaeHus pebeHka u xapakTepusyoT
crneundmryeckyto KNMHUKY aaHHoro noatuna [11].

OnarHos BpoxaeHHoro B3 (BB3) yTouHsieTcs ¢ uc-
nonb3oBaHMEM nabopaTopHbIX U  MOPEOTIOrMYeCKMX
METOA0B AMArHOCTUKN: MMMYHOITyOPECLIEHTHOIO aHa-
nuM3a, TPaHCMWUCCUOHHOW 3IEKTPOHHOM MUKPOCKOMUM
fbuonTaTa KOXW, a TakkKe reHeTUYeCKOro KOHCYNLTUPO-
BaHWA. YKasaHHble MUCCreaoBaHUsi JatT BO3MOXHOCTb
onpeaenuTbe U KNMHUYeckyto copmy 3abonesaHus [13,
14]. OpHako Takoe obGcregoBaHWE MOXHO MPOBECTU
He B NOONM KNMHMKE, a TONMbKO B Hay4HO-UCCNeOoBa-
Tenbckux nabopaTtopumsx.

[narHoctuka ocobeHHO CroXHa Ha HavarbHbIX 3Ta-
nax u B Nnepsble OHW MOCre PoXAEeHUs, Korga MmeeTcst
€OUHNYHOE KOMMYeCcTBO My3blper Ha koxe. [Oudde-
peHumanbHy auarHoctuky B3 npoBogaTt ¢ gpyrumu
ny3blpHbIMK  3200NEBAHUSIMU  HOBOPOXKAEHHbIX, TaKMX
Kak nysblpyaTtka, cuHgpom Jlamna n akcgonuaTuBHbIN
nepmatut Puttepa, repnetnyeckoe nopakeHue HOBO-
POXOEHHbIX, HeAep)XaHue NMUIrMeHTa, NPUOBPETEHHbIN
3aNMaepPMonn3, BPOXAEHHbIN BynnesHbI MXTMo30dopM-
HbI BUA 3pUTPOSAEPMUN U OP.

Jleuenne BB3O cumnTOMaTuM4eckoe, MOCKOMbKY
He cyliecTByeT a(pEKTUBHOIO 3TMOMNATOreHETUYECKO-
ro rievyeHusi. B oCHOBHOM NpoBOAATCSA NoaLepXKuBako-
LnMe MeponpuaTus, TwaTenbHbIA yxod, cneuunanbHas
obpaboTka paHeBOW MOBEPXHOCTU KOXWU U CMU3UCTbIX
obonoyek, CTUMyNAUMS penapaTUBHbBIX MPOLECCOB.
[ns aToro Mcnonb3ytoT aTpaBMaTUYHbIE U HE Npunvna-
owme marepuansl (candeTku, aspo30SbHO-pacnbIng-
foLMecs 3alnTHbIe Kpema, crneumnanbHble nnacTbipu).
Mpy WHUUMPOBaHMM paH pPEKOMEHOYETCS XUpypru-
yeckas obpaboTka n mMcnonb3oBaHMe ob6LIMX U MeCT-
HbIX aHTMBMOTMKOB. B HacTosilLee BpemMs NpoBOAATCS
aKTMBHbIE MOWCKM U WUCCNEAOBAHUSA MO NMPUMEHEHUIO
reHHon Tepanuum B nedyeHun BO. BkcnepumeHTanbHO
nblTalnTCcs co3aaTb KOMOUHUPOBAHHbLIE MOMEKYNSIPHbIE
KOHCTPYKLMW, KOTOpblE MOTyT ucnpaBuTb paboTy no-
BPEXAEHHbIX MYTAHTHbIX FEHOB, OTBEYAIOLLMX 3a CUH-
Te3 CTPYKTYPHbIX BEMKOB KOXW U CNN3NUCTbIX 060MoYek.
AKTMBHO npoBoasATcs nabopaTopHble uccrnegoBaHus
Ha >KMBOTHbIX, OOQHAKO B AAHHbIN MOMEHT 3eKTnB-
Horo crnocoba ucnpaBUTb HACNEACTBEHHbIN OedeKkT
N BbINEYNTb HOBOPOXAEHHOrO C 3TOW MaTonornen
elle He HangeH [14, 15].

TwartenbHasa npeHatanbHas AMarHocTuka u mMeau-
KO-reHEeTMYECKOE KOHCYIbTUPOBaHME CEMbU 3HAYUTENb-
HO CHWXalT puck poxaeHus pebeHka ¢ b3, a Takke
WU Opyrux TSOKeNblX HacNegcTBEHHbIX 3aboneBaHui.

O6HapyxeHne MyTauuMn COOTBETCTBYHOLLErO reHa ¢ no-
MOLLbIO MPOBEAEHHOr0 reHEeTMYECKOro aHanmnsa obpas-
LOB KpPOBM, CMM3WUCTbIX U KOXW BOnbHOro no3sonsiet
yTO4HUTL TN BB3, 4TO ABNAeTCA BaXHbIM AnA nouc-
Ka HOBbIX METOAOB AMAarHOCTWKK, NPOUNakTukn, npu-
HATUS TaKTUYECKUX MEPOMPUATUIA 1 neveHns 6onesHu,
a TaKke NPOrHO3MPOBAHUS UX TEYEHMS.

B Poccun aktnBHO pabotaeT oHA, HanpaBneHHbI
Ha MoMolb NauueHTaMm c 3TuMu 3aboneBaHUsMU, —
«BANA. Oetn-6aboykmy». CoTpyaHUKM hoHOA aKTUBHO
nomorawT poguTensiMm OOrnbHbIX AETEN B peLUeHUn Op-
raHM3auUMOHHbIX BOMPOCOB, COBEPLUEHCTBYOT MEANLNH-
CKYI0 MOMOLLb U MEeToAbl yXoA4a, BCECTOPOHHE noaaep-
»XunBatoT nauneHToB ¢ BEO.

Llens — Ha KNMHUYECKOM MNpUMepe HOBOPOXAEH-
Horo pebeHka c netanbHbiM BBO npoaHanusmpoBatb
NnocneacTBuUA  UrHOPUPOBAHUSA  MEAUNKO-TeHETUYECKOoro
obcrnenoBaHNs 1 KOHCYNBTUPOBAHUSA POAUTENEN, OTCYT-
CTBUSA HAbOMOOEHNsT B )XEHCKOW KOHCynbTauuy no depe-
MEHHOCTM 1 NPOBEAEHUSA NPEHATaNbHOr0 CKPUHUHTA.

ABTOpamMu MOfy4YeHo MHPOPMUPOBAHHOE corfnacue
Ha nybnvkaumo AaHHbIX.

OnucaHue KNMHUYecKoro crny4asi. Ha ocHoBaHuu
aKyLLIepCcKoro aHamHesa yaanocb BbIICHUTb, YTO HACTO-
Awaa 6epeMeHHOCTb BO3HMKIA Ha ¢hoHe bru3Kkopod-
CmeeHHo20 bpaka (poauTenn — OBOKPOAHbIE CUMOCHI).
Y marepu OnarHoCTUpOBaH FeCTaLUMOHHbIA CaxapHbI
AvabeT, HapyLeHuss MaToYHO-MNaueHTapHOro KpOBOTO-
ka 1A-cteneHu (dpeTonnaueHTapHas HeAOCTaTOYHOCTb).
Bo Bpemsi 6epeMeHHOCTM BbisSIBNIEHA MMNOXPOMHas aHe-
MUS, 9pO3MS LIEMKN MaTKK. XKeHLUMHa Ha y4eTe y aky-
LLIEPOB-TMHEKONOroB He CToANa M npeHaTarnbHbIA CKpU-
HWUHT el He NPOBOANN.

MepBble OBoe OeTen poaunucb OT LOHOLUEHHOM
6epeMeHHOCTN W 3aKkoHuYMnucb Graronony4vHo, AeTu
3n0poBbl. PebeHok oT 3-11 6epemeHHOCTN ymep B 3 Mec
aoMa om B8pOoXOeHHbIX MopoKoe pa3sumusi. Hoso-
POXAEHHBIN OT 4-1 GepeMeHHOCTM ymep Yepe3 1 Hepq
om epox0eHHo2o B3 nemanbHoeo muna (cvHOpPOM
Herlitz), a Takke 6bin BbigBNEeH ¢MbOpPoOaNacTo3 sHOO-
Kapga v manbgopMauun COoCydoB MSTKOW MO3rOBOW
060M0OYKM FOMOBHOMO MO3ra U MO3Xeuka, MOMIMKMUCTO3
noyek. PebeHok oT 5-i1 6epemeHHOCTM ymep B 6 Mec
om 8pox0eHHOU KoMb6UHUposaHHOU 6ore3HU obmeHa.
Mocnepytowmne 2 6epemeHHOCTH (6-9 U 7-9) 3aKOHYM-
NNCb MeaNUNHCKNMKU aboptamu.

PebGeHok tO., neBoyka OT 8- OepemeHHOCTU, Mo-
Crne camocTosiTENbHbIX POAoB Oblna nepesBedeHa B OT-
OeneHne naTonorMm HOBOPOXAEHHBLIX M HEAOHOLLIEHHbIX
peten Y3 «KnuHuueckmin nepuHatanbHbii LeHTp Ca-
paTtoBckoi obnactuy. MNpeasapuTensHOro Meanko-reHe-
TUYECKOro KOHCYNbLTMPOBaHUA B CEMbE HE MPOBOAUINOCH
no NpU4YMHe OTKasa poauTenen.

Mpu BHewHem ocmoTpe pebeHka nocne poxaeHus
B obrnacTu ronexHu, nNo 3agHen n nepegHen NoBEpPXHOC-
TSIM OTMEYaloTCs BCKPbIBLUMECS My3bipW, Ha nanbLax
06eux pyk HebornbLUMe 3pO3MBHbIE NIEMEHThI, @ Ha ABYX
nanbLax npaBol U NEBON PyK OTCYTCTBYIOT HOITEBbIE
nnactuHbl (puc. 1). Ha cnegywoowmn aeHb nosiBUnuch
CBEXWE HanpsbKeHHbIe My3blpy Ha Aroguuax, B NaxoBblX
cknagkax, Ha Kpblfie Hoca crnesa M NOAMbILLEYHbIX 06-
nactsx (puc. 2). B nocnegytowme gH1 oTMedanock pac-
NpoCTpaHeHne 3PO3NBHbIX 3NEMEHTOB MO BCEWN NOBEPX-
HOCTW siroguu, 6eaep, Wwee, nepeaHen GPIOLWHON CTEHKE
C nepexofom Ha cnusucTele obonodku (puc. 3).
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a 6 8

Puc. 1. ®oTorpacdum koxu pebeHka Ha 1-2-e CyTKV XU3HW:
a — 3p03ns Nocne BCKPbIBLUEroCs ny3blpa Ha KOXe roneHu; 6— ny3blpb B obnactu HFO,EIVNHOVI CKnagku;
8 — 3p0o3un 1 AeopMaLmsa HOFTeBbIX NNACTUH Ha NEBON pykKe

a 6 8

Puc. 2. ®oTorpacum koxu pedbeHka Ha 3—4-e CyTKU XU3HW:
a — 3p03nBHasA NOBEPXHOCTb U y4aCTKuN runepemMmmmn Ha 6enpe n aroguuax; 6 — yBenu4yeHne nopaxkeHHbIX y4aCTKOB Ha ronexHu, ctone n naxosblX
cKnagKkax KOXu; 8 — 9pO3VBHbIE 3MEMEHTbI Ha rpyau, NIEBON pyKe U X1BoTe
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Puc. 3. ®otorpadum koxmn pebeHka Ha 6—9-e CyTKM XN3HW, yBENUYEHNE 3PO3UBHOIO NMOPAKEHNS KOXKM:
a — Ha pykax; 6, 8 — Ha Tene pebeHka c obpa3oBaH1eEM KOPOK

Ha 3-n — 4-e CyTKM XWU3HU: YBENUYUIOCH KOmun4e-
CTBO BANbIX My3bIpeEV Ha ArOAMLAX, UMEHLLMX TEHOEH-
UMI0 K CIUSIHUIO, OTMEYEHO TMOSIBIIEHNE HECKOMNbKUX
nysbipenn 1,0x0,5cm no 3agHen NOBEPXHOCTM NPaBoOro
Oenpa, B BEpXHEWN TPETW NEBOrO Nrieya, Ha CIMU3NCTbIX
pTa u Hoca (cm. puc. 2).

C 5-n no 10- AHW XuU3HU OBHapyXeHbl My3bipn
C nokanusauuen Ha OOKOBbIX MOBEPXHOCTSAX OGenep
anameTpom Ao 1cm, 3po3un Ha CriM3uCcTONr Braranuuia,
BCKPbIBLUMECS My3blpM Ha BOJIOCUCTOW 4acTW rOMOBbI.

3aTeM ny3bipy NOSIBUMMCH Ha BCEN NOBEPXHOCTU AroguLy
pasHbIX AnaMeTpoB, OTMEYEHb! 3po3nn Ha fesom beape
1 NeBon ronexHn 4x2cm (cm. puc. 3).

B otgeneHwn natonorMy HOBOPOXOEHHbIX pebeHKy
NpoBeAEeHO KNUHMKO-NnabopaTopHoe obcnenoBaHue (06-
LLMIA aHanM3 KPOBM M BUOXUMMYECKUI aHanu3; Tabn. 1, 2).

Onpegenena rpynna kposu: A (Il) Rh — otpuuarens-
Hbl, remocTa3 Oblfl KOMMEHCMPOBaH, OOLWMIA aHanu3
Moun 1 kana — 6e3 natonoruun. Mpu GakTepuonoruye-
CKOM MoceBe Kana, CO CINM3UCTON 3eBa, KOXMW 3ayLLUHOW

Ta6bnuua 1
Pe3ynbTaTthbl o6LLero aHanusa KpoBu B AUHaAMUKe
Oata OpuUTpoumTbI Femorno6uH, r/'n | TpomGouutsl, 10° | TenkounTsl, 10° Qgggg/;a FematokpuT, % ;‘-"m'%'f_loba/i
23.05.2023 6,33 233 202 20,05 N—4,C— 67,4 4,2
55,3 —2,
11— 36
M—3
24.05.2023 5,21 191 188 13,6 n—11, 53,7 —
C — 56,
9—0,1—
26,M —7
25.05.2023 — — — — — — 4,2
29.05.2023 5,77 207 302 9,14 N—4,C— 58,9 4,0
45,30 — 2,
J1— 30,
M—19
MpumeyaHune. M— nanoykosigepHble, C — cermeHTosiaepHble, 3 — 303nHounbl, J1 — numdounTsl, M — MoHOLUTBI.
Tabnuya 2
Pe3ynbraTbl GBUOXMMUYECKOrO aHanu3a KpOBU B AUHAMUKE
Anbby- Benok
ACT ANT nar MoueBuHa, KpeaTuHuH, o BunupyouH,
Rata u/l u/l u/l CPB MMOrnb/n I\’I:I)KMOJ'Ib/l'I Nr";':’ 06#/"]:"4’ MKM(')DJ%IIb/J'I
23.05.2023 37 13 2,9 — 4.5 71 39,4 67,4 30,5; npsi-
mom — 3,1
25.05.2023 49 19 1,87 29 5,8 90 31,6 57,5 152,5; nps-
mon — 7,4
29.05.2023 38 17 1,79 12,2 2,9 44 30,6 51,9 37,6; nps-
Mo — 5,0

MpumeyaHune. ACT —acnapratammHoTpaHcdepasa; AlIT — anaHmHamuHoTpaHcdepasa; 1A — naktataernaporeHasa; CPB — C-peakTuBHbIi

6enok.
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ckrnagkm — Mukpodniopa He obHapykeHa. Ha Helpoco-
Horpachmm (ynbTpa3ByKOBOM MCCIEAOBAHUM TONIOBHOMO
MO3ra) BbISABIEHa NEPUBEHTPUKYNAPHASA ULLEMUSA U Ner-
Kas gunartauusi 3aTblIOYHbIX POroB GOKOBBIX XKEmnyaoud-
KoB. Npun peHTreHorpaduy opraHoB rpyaHON NONOCTN —
WHPUNBTPATUBHBIE M3MEHEHUST NIEFOYHOW TKaHW.

[MpoBeaeHbl KOHCYNbTauMM ¢ A4epmaTornorom, Tene-
MeOMUMHCKas KOHCynbrauusa co cneuuanucto ®rby
«HaumoHanbHbIN ~ MEOUUMHCKUIA  UCCriegoBaTenbCKum
LEHTP aKyLlepcTBa, MTMHEKONOrM1 1 NepUHAaTONOrMn UM.
akag. B.W. Kynakosa» MwuH3gpaBa Poccun — 3aBeny-
fowen 1-m OoTAeneHneM naToriormm HOBOPOXOEHHbIX
N HegoHoweHHbIX geten U. V. PromuHon. MNMonyyeHo 3a-
KntoyeHve: «BpoxaeHHbi BynnesHbin anngepmonus,
NOrpaHNYHbINA TUMY.

Bbino pekomeHoBaHO NpoBefeHWe NepeBsi30K Mo-
BPEXOEHHbIX Y4YaCTKOB KOXMW M CIU3UCTbIX 060NoYek
crneumanbHbIMY NEePEBA30YHBIMU CPEACTBAMU C UHTEP-
BarloMm 4epe3 CYTKU UNN eXeaHEBHO (B 3aBMCUMOCTU
OT COCTOsIHMSA), 0O6paboTka MOBPEXAEHHbLIX Y4acTKOB
KOXW nepen nepeBsa3kor 0Ge3cnMpToBbIMM  aHTUCEN-
TUYeckumMmn pactBopamu. B cnyyae obGpasoBaHusa ny-
3blperl HeobXoOAMMO NPOTKHYTb MOKPbILIKY MNy3bIps
CTEpUIbHOW WUIMION, He KacasiCb OHa ny3bips, npeasa-
puTenbHO 0bpaboTaB KOy aHTUCENTUKOM, NMPOU3BECTU
nepeBsi3ky — MOKPbITb 3PO3UK0 U/WUMKU BCKPbITLIA My-
3blpb candeTKon C ceT4aTbiM NOKPbITUEM — MENUTENb.
Ha ceTyatoe nokpbITUE HAHECTU CcMArYarowme, anuTe-
nM3npytoLmMe HapyXHble cCpeacTBa Ha OCHOBE A eKCnaH-
TeHona, yny4liawLime pereHepaumnio KOXXHOro NokpoBsa.
CBepxy paHeByl MOBEPXHOCTb MOKPbITb CNeLunanbHbl-
MU aTpaBMaTUYHbIMU MEPEBSA30YHBIMKM MaTepuanamm
(candeTtkn, GuHTLI). Mpy OTCYTCTBMM cneumanbHbIX
ceTyaTbiX MaTepuanoB MOXHO MCMNOMb30BaTb MSArKMe
HeTKaHHble candeTkn. He ncnonb3oBaTb CNMPTOBbIE
pacTBOpPbl, AHWIIMHOBLIE KpacuUTENW U pasgpaxkaro-
lne CpeacTBa HapyXHOro MPMMEHEHMS, a Takke COo-
Jepxaiume rnrokokoptukonasl. ObpaboTka cnuancTom
o6ornoykn nonoctn pta — banb3amom LLlocTakoBckoro
1 0bnennMxoBbiM Macriom.

PekomeHOOBaHO MOMEKYNSAPHO-reHETUYECKOE  UC-
crefoBaHMe —  MOJSTHO3K30MHOE  CEKBEHMPOBaHWE
B chopmaTte Tpuo B PIBY «HaumoHanbHbI MeguumH-
CKUA MCCNeaoBaTenbCKUA LEHTP aKyllepcTBa, TUMHe-
Konormm n nepuHaTtonormm um. akag. B.W. Kynakosa»
MwuH3gpaBa Poccun, a Takke MeguKko-reHeTnyeckoe
KOHCYINETUPOBaHWE PoanTENEN.

Haunbonblmne TtpygHocTn npegcTtaenset Aundde-
peHumanbHas guarHoctuka B3, ocobeHHO B nepBble
OHW HabnogeHuda. OHa nposoamnacbk C ApPYruMu npu-
06peTEHHLIMN 1 BPOXAEHHLIMU 3aboneBaHuUsMM, CO-
npoBoXaawLMMncs obpasoBaHneM My3bIpelrt Ha Koxe
N CNM3NCTbIX 060MOoYeEK: My3bIpYaTKOW BYIbrapHOW, Cu-
dunutrnyeckon, cuHgpomamu Puttepa un Jlanna, repne-
COM HOBOPOXAEHHbIX, HeaepXaHueM NurmeHTa, oynnes-
HOM BPOXOEHHOW WXTNO3NCOPMHOW 3pUTpPoaEpPMUEN,
OynnesHbIM UMNETUTO U HEKOTOPBLIMU APYTMMMU.

[ns yToyHeHus guarHosa v copmbl 3aboneBaHus
ObiNM NpoBeeHbl CrieayroLLme nccrnegoBaHus: npsimast
UMMYHOMYOPECLIEHTHAs MMKPOCKONUSA, TPaHCMUCCU-
OHHasi 3NEKTPOHHas MWKPOCKOMUS KOXW, a Takke re-
HeTu4eckas AMarHoCTMKa M KOHCyNbTauusa ¢ BegyLumm
cneumnanuctamu. Kpome nabopaTtopHbix MeToaoB, 06-
paTtunnM BHUMaHWE Ha XapakTep KIMHUYECKOro Teye-
HUS 3aboneBaHus, OaBLUEro OCHOBaHME OCTAHOBMUTLCS
Ha KMUMHWMYeCKoM amarHose: «BpoxaeHHbIn GynnesHbin
3NMAEPMONU3, MOTPAHUYHBIA TUMY.

MpoBoamnu ne4vyebHble MeponpuaTUs, BKIOYato-
Wwme nevyebHO-OXPaHUTENbHBIA PEXUM (orpaHuveHune
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MaHWUNynsauui, TEepMOKpPOBaTb Ans MNOALEPXKKA KOM-
dopTHOWN TemnepaTypbl Tena, MMHUMYM BO3AENCTBUN,
pasfpaatoLmx KOXY U CIM3ncTble 060M0YKM), CTPOrni
yyeT BOOHO-3neKTponuTHoro GanaHca. B nepsble AHM
XKM3HW NPOBOAWMM BCKapMIVBaHUe rpyaHbIM MOSTOKOM,
a 3aTreM aganTMpoBaHHOM MOJIOYHOM CMecbio «HecTo-
XeH». OcywecTBnanace npodunaktuka remopparuye-
CKOW BonesHu. YUnTbiBas MMEHLLYCA NaTonoruo, obin
o6ocHOBaH MeAWLMHCKUIA O0TBOA OT MPUBMBOK (rematu-
Ta B n BLK-M). MpoBoannu exenHeBHyto ob6paboTky
y4aCTKOB MOBPEXOEHHOW KOXW PacTBOPOM XIOprek-
cuamHa burniokoHaTa [0 2 pa3 B CyTKM U mpenapaTom
MaHTeHon. [ns npodunakTukn MHPEKLNOHHBIX OCMOX-
HEeHWI ocyLlecTBnaAnacb aHTnbakTepuanbHas Tepanus
2 aHTMBMOTMKaMN BHYTPUBEHHO.

HecmoTpsi Ha pekoMeHoBaHHYI0 Tepanuio, acenTu-
YecKyto 00paboTKy KOXM U CrM3NCTbIX 0OOMOYeEK, Yy pe-
OeHka NosIBUNUCH TSXKernble ocnoxHeHus. Yepes 1,5 mec
XM3HM NaumMeHT 3K3eTUpoBan B OTAENEeHUN nannMatme-
HOM NOMOLLM OT MHOXECTBEHHbIX MOPAXEHUIN HENHAEK-
LMOHHOro (0bpasoBaHus rMnepnnacTM4eckon rpaHyns-
LIMOHHOWN TKaHW) U OCIOXHEHUI MHAEKLNOHHOIO reHesa
(cenTuyeckoro npouecca).

O6cyxaeHue. NMpuBeaeHHbIV KMMHUYECKUIA criydan
NMoKasbIBaET, YTO poanTenu (6nmakopoaCcTBEHHbIN Opak),
pelvBLUNE YBENWUYUTL KOMMYECTBO AeTel B CeMbe,
He yunu dakTopa nepegadv BO3MOXHbIX FeHETUYECKMNX
HapyLueHui byayemy pebeHky (MHOXeCTBEHHble Bepe-
MEHHOCTMW, U3 KOTOPbIX TOMbKO MepBble 2 3aKOHYMIUCH
6narononyyHo, a nocnegywowne 4 — rubenblo aetewn
OT BPOXOEHHbIX MOPOKOB pa3BuTUS, netansHoro B3).
K HacTosiwen 6epeMeHHOCTN XKeHLLMHa He roToBunach
(oTcyTcTBME TEpanuu ponatamu, BATAMUHAMKW) U HE Ha-
6ntoganacbk B XKEHCKOW KOHCYMbTauuu, NpeHaTanbHbI
CKPVIHUHT el He NMPOBOAMIN, FEHETUYECKOrO KOHCYMbTU-
pOBaHUS POAMTENN HE MPOXOOUIN.

HeobxoammocTb B yrnybneHun 3HaHmnm o BB3 y Ho-
BOPOXOEHHbLIX CBA3aHbl CO CINOXHOCTbIO At depeH-
LuManbHON ANarHOCTUKM 3Toro 3aborneBaHusi, ocobeH-
HO Ha HayanbHOM aTane, OTCyTCTBMEM 3A(PEKTUBHOMN
3TUONAaTOreHeTMYECKOW Tepanuu 1 yyYalleHnem criyjaes
aTo natonoruu. MNMpuobpeTeHHbin B3, kOTOpbLIN cyuTa-
eTCs ayTOMMMYHHbIM, He MepefaeTca Mo HacrneacTBy
1 umeeT bonee GnaronpUATHLIA NPOrHO3, ObIN UCKIYEH
nepBoHa4vanbHo [3].

N3 ocobeHHOCTeN KNMHUYECKON KapTUHbl AaHHOro
cnyyas BB3 crnepyetr otmeTuTh GbICTpOe HapacTaHue
NMOBPEXOEHUA KOXM U CMM3NUCTbIX 00OMNoYek B TedeHne
nepsbix 10 gHen xun3Hu, cnabas cnocobHOCTb NOBPEX-
AEHHbIX TKAHEN K aNUTenM3aummn 1 3aXMBneHuto.

Mpun aTon BpOXOEHHOW NATONOrMK, MOMUMO KOX-
HbIX MOBpPEeXAeHW’, pa3BMBalOTCH Cepbe3Hble W3-
MEHEHWs BO BHYTPEHHWX oOpraHax, SBfAsoLMecs
cneacTeMeM obpasoBaHus runepnnacTU4eckon rpa-
HYNSAUMOHHOW TKaHW. OTOT BMA TKaHU OObIYHO hop-
MUpyeTCs elle BHYTPUYTPOOHO Mnu B NepBble Mecs-
Libl XXM3HW U NOKaNn3yeTcs BOKPYr HOrTEBbIX BaIIMKOB,
B obnacTtu Hoca, pTa U MecTax TpeHus, npuyem Mo-
ryT OblTb MOMHOCTbLIO 3aTPOHYTHI CNM3UCTble 0605o4-
KW, OXBaTblBas XenyAo4YHO-KULLEYHbIA, MOYENonoBOMn
N pecnmpaTtopHbIn TpakTbl A0 ypoBHA 6poHxumon. K no-
CTOSIHHbIM Npu3Hakam 60Me3Hn OTHOCATCH OTCYTCTBUE
HOITEN, a TaKKe WX aHOManun C NapoHUXUEWN, OHU-
xogucTtpoduen, obpasoBaHMeM runepnnacTnyeckon
rpaHynsauMoHHON TKaHu [5, 6].

Mpodwunaktnka B3O Bkntoyaer 6GepexHblin  yxoa,
npefoTBpalleHne TpaBMaTM3aunMm KOXW U CIIU3UCTbIX,
yryylleHve anuTenusauuy MnoBPeXOEHHbIX Y4YacTKOB
N CBOEBPEMEHHOE 3aXUBIIEHME paH, NPeaoTBpaLleHve
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WHULMPOBaAHUS, TPOUYECKNX HapYLLUEHUA, npoBeae-
HMEe CUMNTOMaTUYeCcKon Tepanun u obecnevyeHne agek-
BaTHOro nutanua [7, 8]. K coxxaneHuto, noctHaTanbHble
npogunakTMyeckne MeponpusTUS He danu COoOTBeT-
cTBytoLLero adhpekTa, BPOXKAEHHbIV XapakTep TeYeHusi
BB3 u Tspkenble OCNOXHEHWUsI Npegonpenenunn ncxon
OAHHOTO KITMHUYECKOro criyyas.

PoanTtensam o6bACHUM BPOXXAEHHbIN FEHETUYECKNA
Xxapaktep 3aboneBaHusi, TSXKECTb COCTOSHUA WU He-
GnaronpuaTHbI NporHo3. PebeHoK HyxpgaeTtca B no-
CTOSIHHOM W GepexHoM yxode, CUMNTOMaTUYEeCKOM
neyeHnn. YuntbliBasi HEBO3MOXHOCTb COMPOBOXAEHUSA
N HaxoXOeHus mMambl Mo yxody 3a pebeHkoM, OTCyT-
CTBME HeobGXoaUMOCTM B peaHVMaLMUOHHOW MOMOLLM
N MPOOOSMKEHUS NEYEHUsT B OTAENEHUN peaHumauum
W MHTEHCVBHOW Tepanun HOBOPOXAEHHbIX, HA 11-e cyT-
KN XXN3HN HOBOPOXOEHHbIN Obin nepeBedeH B nannuv-
aTUBHOE OTAeneHue OETCKOW KITMHMYECKOW GonbHULIbI
ropoga JHrenbca Ans ganbHenwero nevyeHns, Habniwo-
neHns n yxoga. Cembe okasaHa ncmxonoruyeckas no-
MOLLb, B TO e BPEMS BbIACHEHO OTCYTCTBMUE 3auUHTEpe-
COBaHHOCTU B fiedeHnn pebeHka 1 JanbHenwem yxoae
3a H1UM. MaTepu 1 oty 6onbHoro pebeHka ¢ BES 6bino
NPeanoXeHo reHeTUYecKoe KOHCYNbTMPOBaHME, OT KO-
TOPOro OHW OTKasanucb (OCTaeTcd TONMbKO HadesTb-
Csl Ha TO, YTO poauTenu B 3TOM Gpake OCTaBAT WUAEHD
Ha poXaeHve 300poBoro pebeHka).

3akntoyeHue. B coBpemMeHHON MeauumMHe nnaHu-
poBaHne 6GepeMeHHOCTU, ee MOATroTOBKa, MeaNKO-TeHe-
TMYECKOE KOHCYNLTUPOBAHME WM PaHHSA MpeHaTtanbHas
OmnarHocTuka npeacTtaBngalT cobon Hammyylme Crnoco-
Obl NpefoTBpalleHnst HacrnenCcTBEHHbIX 3aboneBaHui,
HECOBMECTUMbIX C XXM3HbLO (paHHee npepbiBaHve Gepe-
MeHHOCTK). [MprxoanTCs KOHCTaATMPOBATh, YTO POAUTENN
pebeHka He NPOXOAMIIN FEHETUYECKOTO KOHCYNLTUPOBa-
HWS, HECMOTPSI Ha SABHblE NMOKa3aHWsa (aHaMHe3 npeabl-
aywmx 6epeMeHHOCTeN M BNM3KOPOACTBEHHBIN Bpak).
MpoBeneHHoe obcnenoBaHMe M KOHCYNbTaTMBHASA Mo-
MoLb (reHETUYECKUIA aHanmu3 KpoBM N KOXM BOnbHOro
pebeHka) Mo3BONUNN CKOPPEKTUPOBATL TUM BPOXAEH-
HOro HacneacTBEHHOro 3aboneBaHus, AeTanM3mpoBaTb
MyTaLU0 COOTBETCTBYHOLLMX FEHOB Y YTOYHUTb MPOrHO3
3aboneBaHnsi. ATU OaHHble AalT BO3MOXHOCTb poau-
TeNnsaAM MnonyyYnTb AetanbHyto MHGOPMaLMIO O BbICOKOM
pUCKE TFEeHETMYECKON MaToNorMm n BOBPEMS MNPUHATb
npaBuiibHOE peLleHne O anbHenwmnx aencTteusix. [e-
TanbHOEe M3y4YeHne U NOHUMaHWE NPUYMH OaHHOW naTo-
niorMm noMoryT Kak usbexartb ownbok B OMArHOCTUKE,
Tak v BbIOpaTh NPaBUIbHYIO TaKTUKY POOUTENSM.

Bknag aBTOpOB: aBTOpbI cAenann aKBMBAIEHTHbIN
BKaz B MOAroTOBKY Nybnukauuu.

KoHdnukT nHTEepecoB: aBTOpbI 3aABNAKT 006 OTCyT-
CTBMM KOH(PIIMKTA MHTEPECOB.

UHdopmMupoBaHHOe cornacue Ha ny6nukauuio.
ABTOpbI MOMYYMnM MUCbMEHHOE COrfacue 3aKOHHbIX
npenctaBuMTenen naumMeHTa Ha aHanu3 1 nyonukaumio
MEeLMLUMHCKMX OaHHbIX 1 boTorpadumii.
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