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M VixTvo3 ApneknHa (nnop ApnekuHa, MxTno3 nnopna,
3/10Ka4YeCTBEHHAs KepaTomMa) OTHOCUTCA K PefKnM TsxKe-
nbiM 3a60neBaHnsAM M3 rpynnbl UXTUO3NEOPMHbBIX 3pU-
TPOAEPMUIA C ayTOCOMHO-PELIECCUBHBIM TUMNOM Hacneno-
BaHus. Koxxa HOBOPOXAEHHOro nNpu 3ToM 3abonesaHunn
MOKpbITa POroBbIM NMaHUMpeMm, COCTOALMM U3 TONCTbIX
POroBbIX LUMTKOB CEPO-YEPHOro uBeTa, TOMLMHOW [0
1 cM, rnagkux Mnu 3asybpeHHbIX, pasfaeneHHbIx 60po3-
gamu u TpewmHamum («pblbbs Yellys»). POT pacTsaHyT,
OTKPbIT, HOC W YLLHbIE PaKOBWHbI 0edOPMUPOBaHbI, BEKU
BbIBEPHYTbI, 6POBU OTCYTCTBYIOT, KOHEYHOCTM YKOpo4e-
Hbl, AedpOpPMUPOBaHbI, C KOHTPaKTypamu. Pe6eHoK pox-
JaeTca MepTBbIM UMW yMUPaEeT Yepe3 HEeCKOJbKO 4acoB
WUNW OHEen nocre poxXxaeHus oT AblXxaTenbHOW, cepae4Hon,
NMoYe4HOM He[OCTaTOYHOCTM UM MPUCOEAVNHMBLLENCA UH-
hekummn. NaTtomopcponornyeckn 3a6onesaHve nNpeacras-
naeT cobow nponudepaTuBHbIV rMnepkepaTos. B ceasu ¢

KpaviHeh pedKoCTbio 3ab60ofieBaHNsA NPMBOAMM Halle Ha-
6nofgeHne nxTnosa AprnekmHa.

Heeouka B.0. pogunacb 10.06.10 B O6HuHCKe Ka-
NY>XCKoW obnactu ot monoabix (06a 1989 r. poxaeHus)
300pPOBbIX POAUTENEN, HE MMEKLLNX NPOteECCUOHANb-
HbIX BpegHocTen. bepemeHHOCTL MepBas, nNpoTekana ¢
yrposomn npepbiBaHua B 12, 29 n 32—33 Hep. rectaumm,
nuenoHedpuToM, aHemmein. Poabl Ha rectaumMoOHHOM Cpo-
Ke 34 Hep., npu poxaeHnn macca 2600 r, anuHa 47 cwm,
OKPY>XHOCTb rosfioBbl 33 CM, OKPY>XHOCTb rpyan — 32 CM.
OueHka no wkane Anrap 7/7 6annos.

CocTosiHMe pebeHKa Npu poXAeHUN Taxenoe: Koxa B
BMAE NaHuMpsl, He[opas3BUTNE KMCTEN U CTOM, OTKPbITHIN
«pbl6UIN» POT, CPOCLLUMECH C HEepEernoM YLUHblE PAKOBUHbI
(puc. 1). B pogmnbHOM AoMe NpoBoAMiack roOpMOHasb-
Hasl, aHTubakTepumasbHas, cuMnToMaTMyeckas Tepanvs, B
BOo3pacTe 6 gHel pebeHOK nepeBefeH B AETCKY 60sb-
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Puc. 1. [leBoyka ¢ nxtnos3om ApnekuHa, 6-n neHb
XU3HU.

ToTanbHOe NOpaXXeHUe KOXN — Cepbli POroBO NaH-
LMPb, MPOHN3AHHbIA TNY6OKUMU TPELLMHAMM, OTKPbI-
ThIl «pbI6UIA» POT, CPOCLLMECS C HEPENOM YLLUHbIE pa-
KOBWHbI, BbIPAXXEHHbIA 3KTPOMMNOH

Huuy. MNpy NOCTyNneHnn ToTanbHOE NOpPaXeHNe KOXnN —
6en0-cepblin POroBo NaHUMpb, MPOHU3aHHbIN ry60KUMU
TpewwmHamMn ¢ Hekpo3amu. POT OTKpbIT, KUCTU U CTOMbI
AecbopmmpoBaHbl, HapyLLEHO OTBEAEHME B PyKax 1N HOrax.
Jlerkue v cepgue 6e3 rpy6or naTonorum, CUCTONNYECKUI
LyM Haf Bcen obnacTbio cepiua, YactoTa AblXaHus —
54 B MMHYTY, YacToTa cepae4HbIxX cokpaleHni — 150 B
MUHYTY. [pakTU4eckn OoTCyTCTBYIOT pednekchbl, HucTar-
MOUWAHbIE OBVMXKEHUSA POTOPHbIE, XaOTUYECKMNE OBVKEHMS
A3bIKOM, MEHWHreasibHble CUMMTOMbI OTpULATENbHbIE.

[aHHble o6cnegoBaHns:

O6Lymii aHann3 KpoBu Ha 8- OeHb XU3HU (B 4 mMec.
Xu3Hu): Hb 169 (104) r/n, ap. 4,83(3,57)-10'?/n, Tp. 683
(1047)-10° /n, n. 20,5 (8.5)-10%n, n. 2 (12)%, c. 70 (60)%,
3. 0 (0)%, numd. 26 (26)%, MOH. 2 (2)%, CO3 He onpepe-
nanace (2) MM/u4.

Ipynna kposn AB (V) pe3yc-nonoxurensHas.

Bunoxummdeckmnii aHann3 KpoBu Ha 7-W OeHb XU3HU
(B 4 mec. Xn3HK): obwmii 6enok 50 (-) r/n, moyesnHa 3,2
(1,7) mmone/n, xonectepuH 2,9 (—) Mmonb/n, 6UNMPY6GUH
o6wmn 10,5 (5,2) mkmons/n, kanun 5,4 (4,9) mmone/n,
kanbumi 2,4 (2,5) Mmonb/n, anaHMHamMnHoTpaHcdepasa
14 (26) E/n, acnaptatamuHoTpaHcdepasa 12 (20) E/n,
wenoyHas dgocdartaza 210 (-) E/n, anbda-ammnasza
20 (4) E/n, rnioko3a 3,8 (=) Mmonb/n, KpeaTMHKMHa3a —
(=), cepomykong 1 (-) en., Tmonosas npo6a 12 (-) eq,.,
C-peakTtuBHbIli 6enok — (18) eq.

WccnepnoBaHne kpoBu Ha xnammgmo3 17.06.10;
C. trachomatis IgG oTpuuaTenbHble, Ha LMTOMEranoBMpyc
17.06.10: IgG 0,3 ME/mn, aBugHoCTb 76%; Ha aHTU-BNY-
aHtuTena, HBsAg 05.10.10: He o6HapyXeHbl; Ha aHTK-
HCV-aHtutena ot 05.10.10 r.: nonoxureneHoeii, IgM He
O6HapyXeHbl.

XpomocomHbivi aHanm3 13.08.10: kapynoTmn 40XX. 3a-
KITHOYEHME: KAPUOTUM HOPMATTbHbIA XEHCKUIA.
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AHanm3a moym obwmin 17.06.10 n 05.10.10: peakums
LenoyHas, rniokKosa, 6enok, anuTenui NIocKuim CnioLub,
nenkountbl 2—3 B None 3peHusi, Cnmsb.

AHanmm3a kana 17.06.10: o6HapyXeHbl XUp HenTparns-
HbIA, OeTpUT.

lNoceB kana Ha ON3EHTEPUIHYIO rpynny, carbMOHEs-
1ne3 1 ycnoBHo-natoreHHyto dnopy: 16.06.10 obHapyxe-
Hbl Candida khesei, 06.07.10 — He 06HapyxeHbl. bak-
Tepun TMdo-napaTtudO3HON 1 OUIEHTEPUNHON rpynn He
BbleNEeHbI.

lNoceBb! oTaenseMoro n3 nesoro rnasa 16.06.10: gu-
NIOKOKK 06USbHBIN POCT; M3 npasoro rnasa 16.06.10:
S. epidermidis 06VnbHbBIN POCT, HYBCTBUTENLHOCTb K FEH-
TamuUMHY, AUKCUMULUMHY, LedoTakeumy, 20.07.10: S. epi-
dermidis 06UNbHLIA POCT, YYBCTBUTENBHOCTb K reHTaMu-
LMHY, OKCcauunnuHy, uedoTtakcnmy; u3 Hoca 16.06.10: gn-
NIOKOKK 06UNbHbIN pocT; n3 3esa 16.06.10: Enterococcus
06UMbHbIA POCT; C 3NeMeHTOB Ha Koxe 16.06.10: gunio-
KOKK 06WSIbHBIA pocT, 3 nynka 16.06.10: gUNIOKOKKK
OBUIbHBIN POCT.

Y3U opraHos 6ptoLLHOM nonoctu n noyvek 03.08.10:
naronorum He BbiaBneHo, 02.09.10: gechopmaumsa xeny-
HOro ny3bIps, ABYCTOPOHHSASA NMNENO3KTa3Ns.

Y31 TazobenpeHHbix cyctasos 03.08.10: gucnnaaus
cycTtaBsa cripasa — Tun 2A, He3penocTb cycTasa crnesa.

HevipocoHorpaguss 03.08.10: 6e3 nartonoruu,
02.09.10: kpoBoTok no LOK 06bl4HbIA, TKaHb MoO3ra
CTPYKTYpHa, 60p03abl U U3BUIUHbLI CriaXeHbl, 60KOBbIe
XenyAao4ku rno 3 Mmm.

9xoKI™ 03.08.10: Ceppue 4-kamepHoe, pa3mepsbl npeg-
Cepani 1 xenygoykos B npegenax Hopmbl. TonwmHa Mu-
okapga xenygoukos go 4 mm (N), Mexxenyno4koBon
neperopogku oo 3,5 MM, 6e3 aHoMasibHbIX 30H KPOBOTOKA.
B 30He npoekummn oBanbHOro OKHa KPOBOTOK OMNpeaenseTcs,
LmMpmHa OyHKUMOHMPYHOLLIEro npoceeTa Ao 5 mm. KpoBoTok
Yyepes aTPUOBEHTPUKYINSPHbIE KnanaHb!l 6e3 BUAMMbIX W3-
MeHeHUN. AopTanbHOe OTBEPCTUE Ha YPOBHE (PMOPO3HOIro
KomnbL@a 7 MM. YeTKo He yJanocb BbIBECTU JIErO4HYIO apTe-
puvio.

Factporpagpus 21.09.10: 6e3 naTosnoruum.

KoHcynbTaymn pepmartosora 16.06.10: gmnarHos
«BpoXAeHHbIN NXTNO3 ayTOCOMHO-PELIECCUBHBIN, «MNNof
ApnekuHa»; okynucta 30.06.10: OU-BbIBOpPOT BEK, poro-
BULbI 3epkanbHble, 20.09.10: OU nnasatoLume, B3rnsag He
OUKCUpPYeET, rnasHoe OHO BbIBECTU He y[anock; xmpypra
09.07.10: ymepeHHble pasrnbaresibHble KOHTPaKTypbl Cy-
CTaBOB 3a CYeT OCHOBHOrO 3a60feBaHns, orpaHu4eHve
oTBefeHus 6enep, NOQO3pPEHNe Ha aucnnasuo Tazobe-
OpeHHbIX cyctaBos, 18.07.10: gnarHo3 «KopoTtkas y3gey-
Ka A3blka» (nogpesaHa). OcmaTpmuBanach B gUHAMUKE He-
BPOJIOrOM, A4epMaTonoroM, Xupyprom.

KnuHu4ecknii gnarHo3: BPOXAEHHbIA UXTUO3, TSXe-
nas copma, ayToCOMHO-PELIECCUBHbLIN TuM, Nnog Apne-
KMHa, OMCNNasvsa COedMHUTENbHOW TKaHW, NepBUYHBbIN
UMMyHoZemunT, hopMMpoBaHNE MHOXECTBEHHbIX KOH-
TpakTyp KOHEYHOCTEMN, HEJOHOLLEHHOCTb Ha cpoke 34 He-
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nenu. BHyTpuyTpo6Has runotpodus Il cteneHn, 6enkoso-
3HepreTmnyeckas HegocTaTto4HocTk Il cteneHn. 3agepxka
NCMXOMOTOPHOrO pa3suTua. AHemus |l cteneHn cmeluaH-
HOW aTuonorun. BpoxpeHHas aHomanus: gedopmauus
XKENYHOro ny3bIpsi. [IBYCTOPOHHSASA NMNMENo3KTa3us.

Yxon: nepeble 12 fHeW copgepxaHue B KyBese, Mo-
CTeNeHHbIN Nepexon Ha nanaTHbIN pexum, nogaepXxaHue
CTEepUIbHOM cpefpbl BOKPYr pebeHKa: CTepUnbHbIe NeneH-
K1, OQHOpa3oBble yBNaxHsoWwmne caneTkun, rmrmeHnye-
CKMe BaHHbI C refnem Ana MbiTbs AMOnNnyM, obpaboTka
KOXW CTepUSIbHbIM PaCTUTENbHBLIM MacsioM, KPEMOM U
amynbcuen ans tena dMonunymMm.

lutanne: aneksaTHoe u3 pacyeta 120—130 kkan Ha
1 Kr Macchbl Tefa ¢ y4eToM cpbirMBaHms (cMecu «HecToxeH»,
«[pe-HAH», «ManioTka», aHTUpedntokcHasa cMecb «HyTpu-
noH», «budimayc»), nnTee: 5% rnoKosa, oTBapkl Tpas.

JledeHune: nHy3noHHasa Tepanusa Yyepes nMHeomar 1
MUKPOCTPYNHO: 10% anbbymuH Ne 4, cBEXe3amMOpOXeH-
Has nnasma AB (IV) Rh (+) Ne 2, amnHoBeH Ne 2, rntoko-
3oconesble pacTBopbl — 10% rnoko3a, pacteop PuHre-
pa. IMMyHOoTepanus: MMMYHOrNOBYINUH BHYTPUMbILLEYHO
Ne 5, pekTarnbHble cBe4n BUEPOH HEMPepbIBHLIM KYPCOM
B TeyeHune 4 mec. FopMoHOTepanusa: NpegHU30M0H BHY-

TPUBEHHO M BHYTPUMBbILLEYHO 13 pacyeta 2—5 Mr Ha 1 kr
Macchbl Tena B CYTKMU € NMOCTENEHHbIM CHUXXEHMEM [03bl 40
2 mr/kr. AHTMGaKTepuansHasa Tepanusa: uedTa3moum 13
pacyeta 200 mr/kr maccel Tena no 200 mMr 3 pasa B AeHb
BHYTPMMbILLEYHO 10 gHel; uedpTpmakcoH 3 Kypca B Mak-
CYManbHON [O3MPOBKE BHYTPMBEHHO U BHYTPUMBILLEYHO,
dopTyM, cymameq, reHtaMumumH BHYyTpb. depmeHToTe-
panus: naHKpeaTuH, KPeoH, Me3nM-opTe NOCTOAHHO CO
cmeHamu npenapaToB. ButamuHbl n metabonutbl: Mynb-
TMTaée, BUTaMuH B, BHYTpUMbILWeYHO, BuTamuH D, 20%
3MbKap, BUTaMuHbl A 1 E gaMTenpHO NOBTOPHbLIMK Kypca-
Mu. Buonpenapatbl: 6unaymbakTepuH, budpuaymbaxTe-
pUH-cbopTe, NMHEKC Kypcamu no 14—15 gHen NOCTOSAHHO.
Mpenapatbl Kanua 1 Kanbums — acnapkam, roKoHaT
Kanbums BHYTPUBEHHO U BHYTpUMbILLeYHO. docdantorenb
B CBA3W CO CPpbIrMBaHMem no 1/2 yamHow noxku 3 pasa B
OeHb NocTosiHHO ¢ 06.09.10. MunonbdeH B kKannsx BHYTPb
NOBTOPHbIMW Kypcamu, Manbtodep B CBA3W C aHEMUEN.

MectHas Ttepanus: 06paboTka KOXW pasnuyHbIMU
CMAr4arLWLMMn MassMm HECKONbKO pas B AeHb, CMasblBa-
HWe MacnsHbIMK pacTeopamMu ButammnHos A u E.

B TeyeHve 6onee 3 Mec. CTauMOHaPHOrO JIeHEeHUs NaH-
LMPb Ha KOXe CMEHWIICA KPYNHOMNIACTUHYaTbIM LUenyLLe-

e |
_\‘h—.\_k“_‘p
--".

Puc. 2. Ta xe 60nbHas, Yepe3 3 Mec. CTaLMOHAPHOIO NIEYeHUS.
MaHUNpb HA KOXXe CMEHWIICA KPYMHOMIACTUHYATBIM LWEyLLIEHNEeM, KOXa CTana po30Boil (a), YMEHbLUNIICS 3KTPO-

MUOH (6), LedhopMaLna YLIHbIX PaKOBUH (B)

BecTHuk aepmMmartonorun n seHeposiormm



HMEeM, HeKpO3bl MCHE3NN, KOXa cTana po3oBoi (puc. 2).
OWHaMrKn CO CTOPOHbI HEBPOJSIOrMYECKOro cratyca He
OoTMeYanocb, Habn[AaNMCb YNopHbIE CPbIrMBaHNSA, PBO-
Ta MOCTOSIHHOrO XapakTtepa, OTCYTCTBME NpubasBKM Mac-
Cbl Tena. HecmoTpsl Ha NPOBOANMYIO Tepanuio y AeBOYKM
nporpeccvpoBana 6enkoBO-3HepreTnyeckas HeLocTaTo4-
HocTb po Il ctenenun. BHesanHo 27.10.10 pa3sunuce cpbl-
rMBaHue, o6unbHbIA CTyN, OCTpas AblxaTefbHas HepocTa-
TOYHOCTb, COCTOSIHME PE3KOo yxyAwmnocb. HecmoTtpsa Ha
npoBefeHne peaHNMaLUMOHHbIX MEPONPUATUA, B TOT Xe
JeHb eBoYKa ymepna B Bo3pacTte 4 mec.

MaTtonoroaHatomuyeckuii anarHo3. OcHoBHOe 3a60-
neBaHue: BPOXAEHHbIA NxTno3. OCNOXHEHUSA OCHOBHOIO
3aboneBaHus: MHTepcTMUManbHas U o4yarosas aumHapHas
rHOMHAas MHEBMOHMS, OTEK JIErKUX U FOSIOBHOrO MO3ra.
AKUMOEeHTanNbHaa MHBOMOUNA BUITOYKOBOM Xenesbl 4-i
cteneHun. Kaxekcus. ConyTcTyloLme 3a60n1eBaHns: HeT.

BaknoveHne: cmeptb B.0O., Bo3pacT 4 mec., HacTynu-
na oT BPOXAEHHOr0 UXTNO3a NPW ABMEHNSAX NMHEBMOHUN,
Kaxekcuu.

HaHHble rucToNOrM4ecKoro UCCcrAe[0BaHnNs KOXu
(ayToncuiiHeIi matepuan). MacCcuBHbIN akaHTO3 C paBHO-
MEPHbIM YAJIMHEHNEM 3NunAepmanbHbIX BbIPOCTOB, M-
nepnapakepaTos, MectaMu C pacrnonoXeHHbIMU Cy6Kop-
HeanbHO CKOMMEHUAMWN HEWTPOMUIIbHBIX FPaHynoLnToB
n obpasoBaHmeM He6onbLunx aécueccos (puc. 3). Poro-
Bble NPO6KM B YCTbsAX BOMOCSHbIX (DOMNNKynoB. B Bepx-
Hel YacTu anugepMuca HebombLUOe pacLUMpeHne Mex-
KNEeTOYHbIX NPOMEXYTKOB, 3€PHUCTbIN CNOW OTCYTCTBYET,
B LLUMMNOBATOM BCTPEYaloTCs OTAesbHble HEUTPOWIIbHbIE
rpaHynouuTtel. [lepmo-anugepmarnbHas rpaHuua YyeTkas.
B cocoukoBOM cnoe cocyapl pe3Ko pacLuupeHbl, 3anor-
HEHbl ApUTpoOLMUTaMN, NEPUBACKYNAPHbIE U AU dY3HbIE
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nMMmdorncTnoumTapHbole MHMPUILTPATbl B COCOYKOBOM
M BEpXHeW 4Yactu cet4aToro cnoes (puc. 4). Mponudepa-
uus combpodnactos. MNpuaaTku KOXnU — BOMOCSHbIE GOON-
NMKYTbl M NOTOBbIE XXeNne3bl COXPaHeHbl, CanbHbIX Xenes
B Npenapare HeT.

HarHble rucronorndeckoro uccnenoBaHus pyrux op-
raHoB: NHTepcTUUManbHas n o4yaroeas aumHapHas rHou-
Has MHEeBMOHMS, akunaeHTanbHas MHBOMIOLMSA BUIIOYKO-
BOW Xenesbl 4-1 cTeNeHn, AMCTPOUA NapeHXMMaTO3HbIX
OpraHoB, OTEK rONIOBHOIO MO3ra.

06cyxpenue

NxTnos ApneknHa (Harlequin ichthyosis) — o6uie-
NPUHATBIA B 3apy6exHON nuTepaType TEPMUH, 0603Ha-
YaloLMA camyto TSXKeNylo pasHOBMAOHOCTb reHepanvso-
BaHHOro Keparto3a. Ha3eaHue «ApneknHa» 06bsiCHAETCA
BbIP@XXEHMEM LA HOBOPOXAEHHOIO (LLIMPOKO OTKPbITHIN
poT, HaNnoOMUHalOLWKA yrbIOKY KroyHa). B oTevecTBeHHON
nuTepaType 4Yalie 3TO COCTOsIHMe 0603Ha4YaeTcs «MNioj
ApnekuHa».

[MepBoe onucaHue nxtuosa nnoga 6bI10 caenaHo B
1750 r. ceaweHHnkoM u3 KOxHor KaponuHbl: «Bo BTOp-
HUK, 5 anpens 1750 r. A nowen NOCMOTPETb Ha O4YeHb
cTpalwHoro pebeHka, POAUBLLETOCA HaKaHyHe HOYbHO...
Koxa ero 6blna cyxoun, TBepAon, noTpeckasLlencs BO
MHOrMX MecTax U HanomuHana pbibbio Yellyo. PoT 6bin
0YeHb 6051bLLION N LUMPOKO OTKPLITLIN... PYKN U HOTU BbI-
rnagenn pasgyTbiMW, 3aKpy4eHHbIMWU U C TPYAOM pas-
ABUrannce...». TepMuH «3abonieBaHne KOXW B BuAe
pbi6ben Yelyu» OblN NPEeAnoXeH NOHAOHCKMM AepMa-
Tonorom E. Wilson B 1842 r. K HacTosiLLeMy BpeMeHu B
MeOVLMHCKOW nuTepaTtype onucaHo okosno 100 cny4aes
3abonesaHus. Mogpo6HO onMcaHbl KIMHUYECKNEe npwu-

Puc. 3. ®parmeHT Koxun. MaccuBHbIA aKaHTo3 C yau-
HEHMEM 3MunaepManbHbIX BbIPOCTOB, rMnepnapakepa-
TO3 CO CKOMNEHUAMU HEMTPOUNbHbLIX FPaHYNOLMTOB
Nnoj POroBbIM CROeM. 3[1eCb U Ha puc. 4: oKpacka re-
MaTOKCUJIMHOM 1 303uHOM. X 100

Puc. 4. ®parmeHT Koxu. Cocyabl COCOYKOBOro CNos
LepMbl pacLuMpeHbl, 3anonHeHbl 3puTpoLmMTamu, ne-
pUBACKyNApHble U AMAKY3HbIE NMMAO-TrMCTUOLMTAp-
Hble UHAUNbTPATbl B COCOYKOBOM M BEPXHEN YacTy
cetyaroro cnoes. x 400
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3HaKn 3aboneBaHMa: KoXa 3HA4YMTENbHO YTOJLeHa C
KPYMnHbIMKU, 6REeCTAWMMIN NNacTUHKaMN rmnepkepaToTu-
YeCKMX YellyeK U ry6oKUMN TPeLMHaMnU MeXay HUMMU;
BbIP@XEHHbIA 3KTPOMWUOH, Kpasi BEPXHUX N HUXKHUX BEK
BbIBEPHYTbI; YLLUHbIE PAKOBUHbLI MOTYT ObITb ManeHbKUMM
N PyOVMEHTapPHbIMU MW OTCYTCTBOBATb; CO CTOPOHbI Iy6
oTMedaeTcs 3kcnabmym N UKCUPOBAHHBIN B OTKPbITOM
MOMOXEHUN POT; BO3MOXHO pasBuTUE rMnonaasmm Ho-
ca 1 3pO3MIN KPbIfibeB HOCA; KOHEYHOCTU 3aK/Ilo4eHbl B
TOJNCThIA, TMNEPKepPaTOTUHECKUIA NaHUMPb, UMEIOTCS Cri-
6aTenbHble KOHTPaKTypbl Npeaneynii, roneHen n nanb-
LeB, NOABMXHOCTb KOHEYHOCTEN Mana WUnn oTCyTCTBYET,
BO3MOXHO (hOPMMPOBAHNE KOSbLEBUOHBLIX MEPETAXEK,
BeAyLMX K OTEYHOCTU W Jaxe raHrpeHe, runonnasuu
nanbLUeB PyK U HOr, OnNncaHa NoNMAaKTUNns; oTMeYaeTcs
avcperynsauus Temnepartypbl Tena, NoCKOsbKy YTOSLLEH-
Has KoXa NpensaTCTBYeT HOPMaslbHOMY NMOTOOTAENEHNIO U
Tepmoperynsauun, [eT He NepeHoCcAT HarpesaHue (nNpu-
BOAMT K MOBbILLEHWNIO TeMNepaTypbl Tena); orpaHu4eHve
pacLuMpeHus rpyaHoOv KNeTkn MOXET Bbi3blBaTb pecnmpa-
TOPHbIE HAPYLUEHUs, TMNOBEHTUNALMIO; AernapaTauus ot
N36bITOYHONM NOTEPW BOAbLI MOXET BbI3bIBATb TAXMKaPAMIO
N yMeHblleHne Mo4YeBblaenieHnd; MeTabonnmyeckmne Ha-
pYyLLEHUS MOTYT BbI3BaTb 3NWUNENTUHECKME NpUNagKu, Ko-
TOpble MOTyT CTaTb MPU3HAKOM Cerncuca unm runokcum, B
CBOIO 04epefpb rmnepkepaTos orpaHN4MBaET CMOHTaHHbIe
OBWXEHWS, genas HeBPONMOrMHYeCKy0 OLEHKY 3aTpyaHEH-
Hom [1].

B pocTyrnHon oTe4ecTBEHHOW nNuTepaTtype onucaHum
cnyyaes nnofAa AprekvHa HaMm BbISBUTb HE YAanoch.

[eHeTn4eckun fedekT K HacTosweMy BPeMEHU U3-
BECTeH, ero ycraHosunu B 2005 r. — 310 MyTauus B re-
He ABCA12, pacnofioXXeHHOM Ha 2-i xpomocome [2].
ABCA12 — knio4yeBas Monekyna B perynauuu gudde-
PEHLMPOBKN KepaTUHOLMTOB U TpaHcrnopTe cneunduye-
CKMX MpoTeas, CBA3aHHbIX C OTLLEeNyLIMBaHWEM POroBOro
cnos [3]. OHa perynupyeT TpaHCNOpT NUNMAOB U3 Kepa-
TUHOLMTOB B NaMessisipHble rpaHysibl Ha rpaHuLe 3epHu-
CTOro 1 poroeoro cnos anuvaepmuca [4]. BHekneTo4Hble
nunugbl HEO6XOAUMbI AN OCYLLECTBMEHNA 6apbepHoi
OYHKLNM KOXM U HOPMaSIbHOMO OTLLENYLLIMBaHUS POroBO-
ro cnos.

B HepasHem npolunom 3abonesaHne Bcerga npyeo-
ouno K netanbHomy ucxogy. Ceiivac U3BECTHbI cryyam
BbDKMBAHWA OeTel, y KOTOpbIX pas3BuBasncs B nocrnegy-
fOLLiEeM OfIMH M3 TMMOB PEeLEeCCUBHbIX UXTUO3UEOPMHbBIX
aputpoaepmMuii. BeknBaHue ctano BO3MOXHbIM 611aro-
[aps ynyylweHuio yCroBuim yxo[a, NUTaHns u BBefeHus
B TepaneBTUYECKYIO NPaKTUKYy CUCTEMHbIX PETUHOMAOB.
B onncaHHOM Hamu crny4dae Takxe 6narogaps cogepxa-
HUIO pe6eHKa B CTEPUSIbHBLIX YCIOBUAX, MHTEHCUBHOMY
NEYEHMIO 1 YXOAY yAanocb NPOANUTbL XM3Hb AEBOYKM OO
4 mec. O6bI4HO MPUYNHON CMEPTU CTAHOBATCS UHMEKLNN,
0COBEHHO NneroyHble (Kak 1 B onvcaHHoM cny4ae). lNpeg-
pacnonaratoLmm akTopoM Nero4Horo MHULMpoBaHNA
CNYXWT He[oCcTaTo4Has BEHTUMALMSA JIErKMX, CBA3aHHas C

HanMumeM KOXHOro naHuups, orpaHuyMBaloLLLEero ABuxXe-
HWA FPYOHON KNETKMW.

PeTnHOMabl Ha3Ha4atoT ¢ NepBOl HeQeNn XnU3Hu, pe-
KOMEHAOYT aumnTpeTnH B HavanbHOM fo3e 1 Mr Ha 1 kr
Macchbl Tena B cyTku. V3 nutepatypbl M3BECTHO yCneLlHoe
neyvyeHune TMra3oHoMm (1 Mr/kr B CyTKM) U U3OTPETUHONHOM
(poakkyTaH; 0,5 Mr/kr B cyTku). Ynydwanocb He TONbKO
COCTOSIHME KOXMW, OTMEYasiocb YMEHbLLEHNE NPOSABIEHUN
3KTponuoHa 1 akcnabuoHa [5]. S. Rajpopat u coasrT. [6],
cobpaBLuMe ceBefeHuns o 45 naumeHTax, coobLuaroT, 4To
BbXKUNO 83% U3 Tex, KOMy HazHayanuCb CUCTEMHbIE
peTuHoOMbl, B TO BPEMS Kak CpPeaun TeX, KOMy OHWU He Ha-
3Havanucb, 76% ymepnu. OnuncaHbl cnyyaun, korga 3a6o-
neBaHve NpoTeKaeT HACTONMLKO TAXENO, YTO CMepTb Ha-
CTynaeT B MepBble 4acbl U OHU XU3HW, KOrga peTMHOMabI
Jaxe He ycrnesaloT Ha3HauuTb [7—9].

Oco6yto npobremMy B Nie4eHUN 1 yxoae npeactaenset
cobo cnuaunctan 060504Ka rnas B COCTOSAHUM SKTPOMNUO-
Ha. [MOCTOAHHO CyLLEeCTBYET OMACHOCTb €€ BbICbIXaHWs U
WH(PMLMPOBaAHUSA, NOSTOMY B TEHEHME OHSA MHOIMOKPaTHO
YBIXHSAOT CIIN3NCTYI0 060MT04KY CTEPUIbHLIMU Fa3HbI-
mMu kannamu [10]. Ony6nmkoBaHo coobLeHne 06 ycneLw-
HOM XUPYPru4eCkoM fe4EHNN SKTPONUoHa y 6-HepesbHO-
ro Masnb4mka ¢ uxtmosom ApnekmHa [11].

Tak kak nxtno3 ApneknHa npeacTaBnsieT co60n He-
nanevnmoe 3abonesaHune, OCTPO BCTAKT BOMPOCHI BO3-
MOXXHOCTWN MpeHaTanbHOW auMarHocTuku. Ecnu B cembe
yXxe 6bIn cny4an poxaeHns pebeHka ¢ 3TuM 3abonesaHu-
eM, Npu nocnegytowien 6epemMeHHOCTU MOXHO NMPOBECTU
OHK-gmarHocTuky, a Takxe uccrnenoBaHve 6uontarta Ko-
Xu nnoga. Ans gopoposon AHK-gnarHoctukm 3abonesa-
HMA y nnoga 6epyT BOPCUHbI XOpUoHa (MnogHOM 060M104-
ku) Ha 9—11- Hegene 6epeMeHHOCTM (MakCUManbHO —
no 12-i), B3TMe maTepuana npoBogutcs ambynaTtopHo
nog MecTHomn aHecTte3nen. OnNacHOCTb CaMOMNpPOU3BOSb-
HOro npepbIBaHNs 6EPEMEHHOCTM MPU UCCreaoBaHUM MU-
HMManbHa. BoamoxeH Takxe [HK-aHannu3 KNeTok amHu-
OTUYECKOW XMOKOCTU, MONYYEHHON NyTEM aMHUOLIEHTEe3a
B 60nee nosgHue cpoku (17—20 Hep,. 6epeMeHHOCTH).

Ons natomopdonorn4eckon OuarHoCTUKM marepua-
NOM CRyXuUT 6uonTar fMboro y4acTka Koxu nnoga, nony-
YeHHbIM Npu deTockonun B 20—23 Hed. 6€peMEeHHOCTH.
MaTepuan n3dy4aioT ¢ NOMOLLbIO CBETOBOIO U SNEKTPOH-
HOro MmKpockona. MNpu cBeTOBOW MUKPOCKOMNUM o6Hapy-
XWBAKT rmnepkepartos, paclUuMpeHHbIe YCTbA BOSIOCSHbIX
PONNMKYNOB C POroBbIMK Npobkamu. [laHHble Hecneum-
(PUYHbI U HEJOCTATOYHO YETKO BblpaXkKeHbl AfA nocra-
HOBKW MpeHaTanbHOro guarHosa, noatomy npuberatot
K 3NIEKTPOHHON MUKPOCKOMNUN — BbISBAAIOT OTCYTCTBME
namennsapHbIX Tenel B MEXK/ETOYHOM MPOCTPaHCTBE
Ha rpaHuLe 3epHUCTOro U POroBOro Croes anvaepmuca,
60JbLIOE KONNMYECTBO NSIOTHBIX FPaHyn B BEPXHEN 4acTun
Manbnurnesa crosi, KpynHble Bakyonu ¢ nepndepuyeckn
pacnosioXXeHHbIMW, KPYMHbIMU MUTOXOHOPUSAMU C BE3U-
KynapHbIMU M mem6paHo3HbIMU Kpuctamu. Uccnepo-
BaHWe Henb3si MPOBECTM Ha 60nee paHHUX Cpokax bepe-



MEHHOCTW, Nockonbky Ao 20 Hepd. rectauum anugepmMmnc
HeJoCTaTO4YHO AnddepeHLMpPoBaH, YTOObl OLEHUTL Kepa-
TMHM3aumio [1, 12].

CornacHo gaHHbIM COBPEMEHHOW nuMTepartypbl, BO3-
MOXHa npeHaTanbHas Y3W-gmnarHoctmka nxtnosa Apne-
kvHa. BnepBble 06 axorpaduyeckmx npuaHakax BpPOX-
neHHoro uxtmnosa coobwmnu W. Watson u L. Mabee B
1995 r. VY naumeHTKn 24 neT, KoTopas poguna AByx oetewn
C BPOXAEHHbIM UXTUO30M, MpU TLLATENIbHOM YNbTPas3By-
KOBOM MccriegoBaHun, NpoBegeHHOM B 21 Hef. 6epemMeH-
HOCTW, NATONOMMYECKNX U3MEHEHMWI Y Nnofa He 6bIo Bbl-
aBneHo. NMpu nosTopHOM ob6cnegosaHun B 30 Hed. 6epe-
MEHHOCTW 6bINI0 OTMEYEHO (DMKCUPOBAHHOE MOMOXEHWe
BEPXHUX KOHEYHOCTEN U (PUKCUPOBAHHBLIA OTKPbLITLIA POT.
CnycTts 3 Heq,. NPOM3OLLIAN CMOHTAHHbIE NPEeXAeBPEMEH-
Hble podbl. PebeHoK poguncs ¢ xapakTepHbIMU NpU3Ha-

Ha6bnogeHve ns npaktmkn 4 85

wmecs B nocnefHue rofbl annapatbl Ansa TpexXMepHoro
Y3/ no3BonsoT fyylle paccMoTpeTb 1ML NSoAa U Bbl-
ABUTb rNaBHbIA Y 3/-Npru3Hak — LUMPOKO PaCKpPbIThIN POT,
a Takxe OMddy3Hoe LUenyLLIeHne KOXMU, KOHTPaKTypbl
nanbLes, YoLWeHHbIe pyaANMEHTAPHbIE YLLIHbIE PAKOBU-
Hbl, TMNOMMIA3MI0 HOCA, SKTPOMMOH N Makpornoccuio [13,
14]. Mo mHeHuto A. Bongain u coasrt. [13], o6bl4Has oByx-
MepHas sxorpadus He Bcerga no3sosseT TOYHO YCTaHo-
BUTb XapakTepHble U3MEHeHUs nuua nnoga, Ho nNpu nNogo-
3PEHUN MOXHO HanpasuTb 6EPEMEHHYIO XEHLLMHY B Cre-
LMannu3nMpoBaHHbIN LEHTP Ha TPEXMEPHYIo 3Xxorpaduto.
Bce nepeuncneHHble NpU3HakyM XOpoLIO BUAHbI TOMbKO
B |l TpumecTpe 6epemeHHOCTH, XyXe — B KoHue |l Tpu-
MecTpa 6epeMeHHOCTN, NO3TOMY npegnaraeTcs B 6onee
paHHWe CPOKM OPUEHTUPOBATLCS Ha Apyrue axorpaduye-
CKWe Npu3HaKkn, HanpumMmep COOTHOLLEHWE ANWHBI CTOMbI
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