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fnasa 3

Annasuu, aucnnasuu u atpocum

MHoroo6pasHasi 11aToJI0rusi, 3aHUMAaoLIAs BTOPOE MECTO IO YKC-
EHHOCTHU OOJIBHBIX B CTPYKTYpPE T€HONEPMATO30B.

ANNIa31A KOXXU BPOXXAEHHasn
plasia cutis congenitalis)

TMHUKA. OBaIbHBIN, IPOSOIBHBIN WM OKPYIIbIA 1e(EeKT KOXKM, BBISIBIISIO-
sl Ipu poxkaeHun. Ouar, OObIYHO eIMHUYHBINA, JIOKAJIU3YeTCs HA BOJIOCUC-
1 KOXK€ rOJIOBBI, HO MOXET PAaCIioiaraThbCsi M Ha IPYTUX y4acTKAX KOXKHOTO MOK-
Ba. 3aXMBJIEHNUE TIPOUCXONUT PyOLieBaHUEM, 06pa30OBaHNEM aTPODIUIECKOTO
rurnorpoduyeckoro pyoua.
MacTKU aruia3uu MOTYT OCJIOXK-

ThCsl BTOPUYHOU WH(EKIUE,
POBOM3IIMSTHUEM MM 00pa3oBa-
Mem ucryi.

TI'ucronornyecku oGHapyxu-
IETCSI OTCYTCTBUE SIMACPMUCA
AEPMBbI.

DrTHoM0rMsA U naToreHes. 3a-
MUIEBAaHUE MOXET OBITh HACJIE/IC-

! 5IM (ayTOCOMHO-IOMUHAH-
(BIM M ayTOCOMHO-PEIECCHUB-
M), BOBHUKHYTH B pe3yJIbTaTe
39MOpHOreHe3a WJIM I[1aToJIo-
111 OepeMEHHOCTH 1 POJIOB.

Jleyenne saxmouaercs B mpe-

“HILIEM MOXKET MCITOJIb30BaThCA TIIaCTAUYECKAs] XUPYPTHS.
IlepBoe onucanue:

Campbell W. Case of congenital ulcer on the cranium of a foetus, terminating in fatal

morrhage on the 18" day after birth // Edinb. J. Med. Sci. —1826. — Ne 5. — P. 82—83.
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M'Mnonnasusa kKoXxu pokanbHas
(Hypoplasia focalis cutis)

Cun.: [onbTa CUHAPOM.

IMatonorus Brepsbie onucana Goltz B 1962 .

3aboyieBaHMEe XapaKTepU3yeTcss KOMOMHUPOBAHHBIMU Ne(heKTaMu Pa3BUTHS
skroMe3sonepmel (puc. 3.1, a; 3.2; 3.3; 3.3, a; 3.3, 6).

Kimunuka. bBosiesnbs HaunHaeTcsi B paHHeM JeTcTBe. C BO3pacTOM CUMITTOMBL l
HapacTaloT U yBEJUUYUBAIOTCSI B KOJTUYECTBE U BHIPAXKEHHOCTH.

KosxHbIe MPOSIBJICHUSI XapaKTEPU3YIOTCS TOUEUYHBIMU WJIM YepBEOOpa3ZHbIMU
3aMmajlaHusIMM KOXM, y9aCTKaMU TPbDKENo-
JIOOHBIX BBIMSIYMBAHUN  [MOAKOXHO-XUPO-
BO}M KJIETYaTKU M CETYATOM WJIM JIMHEWHOU
Je- WIM TuneprnurMeHranueir. Moryt mno-
SBJISTHCSI TIANMJIOMAaTO3HbIe OOpa30BaHUS,
MPEeUMYIIECTBEHHO B CKJIaaKax KOXHW, Ha Je-
CHax, sI3bIKe, BOKPYT Iyrnka. Bonocsl 1 HOrTH
IUCTPO(PUYHBI.

Puc. 3.1,a

Puc. 3.3,a Puc. 3.3,6
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. CKeJIeTHBIE aHOMAaJIMK MHOTOYMC/IeHHBl. OHM BKIIOYAIOT B Ce0s1 3a0CTPEH-
VIO, BBICTYMAIOLLYIO HUXHIOIO YETIOCTh, KO3, CKOJIMO3 U IPYyTrue MO3BOHOM-
Bie AHOMATMK, aCMMETPUIO JIMLA, MaToJIOTHIO Kucteit u cror. MoXeT Bbi-
ASTHCS MOJUAAKTWINS, CUMHIAKTUINS, TUITOIUIA3UsI WIN MOJIHOE OTCYTCTBME
ablieB. 3yObl TMIOIUIACTUYHBI, AUCTPO(MUPOBAHBI ¢ MPU3HAKAMM PAHHETO
caprieca. OTMevaeTcsl BbipakeHHasl MaToJIOrMsi CO CTOPOHBI IJla3: KOCOorjiasue,
BicTarM, Kojaoboma paiyXKu, Ae- WIA TUIIEPITUTMEHTUPOBAHHbBIC YIaCTKHU CET-
ATKH, BIUIOTh 10 aHoMTanmMuu. MHOTIa BBISIBIISICTCSI YMCTBEHHAs! OTCTATOCTD.

THCTOJIOTMYECKM OCHOBHbBIE Ne(eKTbl OOHAPYXMBAIOTCS B AEpMe B BUIC
OMICHUST XXUPOBBIX KJIETOK. YJbTPACTPYKTYPHBbIE MCCIICAOBAHNUS BBIABIIAIOT
MCIIACTUYECKUE U3MEHEHMSI B 9KTO- U ME3OAEPME.

DTHOJOrMS U MATOTeHe3. BoJeioT TOIbKO NEBOYKHU (MMaToN0rust X-ClerieH-
lasi JIOMWHAHTHAs ), JUIS TJIOA0B MYXKCKOTO I10J1a OHa JIETallbHA.

Jleqeﬂne CUMIITOMATUYECKOE, TJIacTUUeCKast XUpyprusi.

TlepBoe onncanue:
Goltz R.W. et al. Focal dermal hypoplasia // Arch. Derm. — 1962. — Vol. 86. — P. 708—717.

Tpodus remucdaumnanbHas nporpeccupyrouias
\trophya hemifacialis progressivum)

Cun.: ITappu—PombGepra CUHAPOM.

Cunapom onucaH B 1825 . Parry u B 1846 . Romberg.

MewieHHO pa3BuBaloIasicst arpodust MATKMX TKAHEH OHOI MOJOBUHBI JTMLIA
3.4-3.8, a).

CmauKa. [emuaTpodust Mlia MOXET HayaThes B J1oboM Bospacte. [locre-

SHHO K HEil MpUCOeINHSIETCs HEMPOIUIeTUsl TPOMHMYHOTO HepBa, riasHas na-

orusi, TUcTpodusi BOJOC ¢ OMHOMMEHHON CTOPOHBI M SMUJIENTH(HOPMHBIC
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Puc. 3.8

I'ncronornyeckn B Koxe BHIABISICT-
Cs1 YTOJIILIEHUE KOJIJIareHOBBIX BOJIOKOH,
NICPUBACKYISAPHBINA  TUMGOIIMTADHBII
MH(UIBTPAT, UCIE3HOBEHKE TIPHIATKOB
KOXH.

DTHoNOrMs M maToremes. 3a6osie-
BaHME MOXET TPOSBIATLCS CAMOCTO-
SATEJIBHO C ayTOCOMHO-IOMWHAHTHBIM
HacjeoBaHUEM, JTMOO pPa3BUTHCS Kak
CICACTBUE JIMHEHHOW CKJIepOIEpMUM
TUIIA «yaapa cabJieil».

Puc. 3.7,a

Puc. 3.8,a
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JleyeHue 10 TIPUHIIMIY OTPAHUYEHHOM
CIEPOIEPMUU U CUMIITOMATUYECKOE B 3aBU-
OCTH OT HEPBHBIX ITPOSIBIICHUI.

MTMHUKM pacTsKeHUN
triae distensis)

ITonocoBuatbie GOpMBI aTpoUU KOXKU

JWO3HUKAIOT TIpU TIEPEepPacTsKEHUU KOXHU BO
: OGepeMeHHOCTH (striae gravidarum),

€HUHU, KYIIMHTOMIE, YCWIEHHOH (hu3n-

KOW Harpy3ke Ha OTIEIbHbIE TPYMITbl MbILLILL

uc. 3.8, 0).

- B T0 e BpeMst orurcaHbl CeMeiHbIe Cllyyan

HATOJIOTUU C ayTOCOMHO-IOMHWHAHTHBIM Ha-

oBaHueM (McKusick, 1971). Puc. 3.8,0

Ilepsoe onucanue:

McKusick V.A. Tranverse striae distensae in the lumbar area in father and two sons /

he clinical delineation of birt defects. — Baltimore: Williams et Wikins, 1971. —

® 260—261.

NUH—AWPA CUHAPOM
nn—Aird syndromum)

Onucan Flynn u Aird B 1965 1.
CUHIPOM XapaKTepu3syeTcsi aTpodueil KoxXu, IBYyCTOPOHHEN IIyXOToi, ria3-
{01, KOCTHOU M HIOKPUHHOM MaTOJIOTUEH.

Kimnuka. [Tepsble npusHaku 3a60J€BaHUs B BUIE IBYCTOPOHHEH HEMPOCEH-
DHOM TJIYXOThl HaUMHAIOTCs B Bo3pacTe 10—15 yieT. 3arem pa3BuBaeTcsi MUMO-
351, KaTapakTa, IMTMEHTHBIA PETUHUT, HEPBHASI (CyIOPOTH, aTaKCHUs), KOCTHasI

1hoCcKOITNO03, CUHIAKTUINS ), SHIOKPUHHAS IATOJOTHUSI.

KoXHbIE TIpOSIBICHUSI XapaKTEepU3YIOTCsl aTpodueid KOXU U TMOAKOXKHOMN
>TYATKM, HATIOMUHAKOIIEH U3MEHEHME KOXHU MPU CUCTEMHOM CKJIEPOAEPMUU.
HOBPEMEHHO U3MEHSIIOTCSI HOITU (OHUXOAUCTPOdUsI) U BOJOCHL. Jductpodus
210C MOXKET 3aKOHUMTHCS TTOJIHBIM OOJIBICEHUEM.

DTHoJIOrHs U maTorenes. [1aToyorusi HacJIeICTBEHHASI ayTOCOMHO-IOMUHAH-
ast. B onmucanun ®nuna n Aiipaa 3a60eBaHNUe TIPOCTIEXKEHO B 5 TTOKOJIEHUSIX
THOW CEMBbU.
Jleyenne CUMITOMATUYECKOE B 3aBUCMMOCTH OT BBIPAXEHHOCTH CHMIITO-
OB CO CTOPOHBI TOM WJIM MHOM cucTeMbl. JIisi BO3AEUCTBUS HA KOXHYIO CUMIT-
MATHUKY MCITOJIb3YeTCSl Teparusi, aHaJIOTUYHasl Tepanuu CUCTEMHOM CKJIepo-
SPMUU.

IlepBoe onucanue:

Flynn P., Aird R.B. A neuro-ecto-dermal syndrome of dominant inheritans // J. Neurol.
21— 1965. — Vol. 2. — P. 161—-182.



FnaBa 6

doTtoaepMaTo3bl

dpuTeMa BpoXKAEHHas TesleaHrM3KTaTuyecKas
(Erithema congenitalis teleangiectaticum)

CuH.: biiyma cuHApOM.
ITarosorus onucana Bloom B 1954 1.
HacnencrBeHHBI (hoTOIEPMATO3, XapaKTEPU3YIOIIUIICS TTOBBIIIEHHOM Y

B YMCTBEHHOM pa3BuTuu (puc. 6.1—6.4).

Knunuka. DpureMa Ha JIMIIE TTOSIBIISIETCS] BCKOPE ITOCIE POKICHUS VJIH B Pal
HeM netctBe. [1pu BHMMATEIbHOM OCMOTPE 3PUTEMATO3HBIX TISITEH 0OHAp B
eTCsl, YTO OHM 00pa30BaHbl MHOTOYUCIEHHBIMU TeJI€aHTUAKTA3UIMU. Yepes H
KOTOPOE BPEMSI 9PUTEMATO3HbIC BBICHITIAHUSI PACTIPOCTPAHSIIOTCS] HA ThUT KUCTE
[Ton BIUSHUEM COJIHEYHOTO CBETA OHU BOCTAJISIIOTCSI, CTAHOBSTCSI 00Jiee SIpKs
MU, COYHBIMU, OTEYHBIMU, BBICTYNAIOIUMU HaJ YPOBHEM OKPYXAIOIIEH KOX
OOBIYHO 3TO TIPOMCXOIUT B BECEHHE-IETHUI Tiepro. Bo BpeMst obocTpeHust
TYT MOSIBUTHCS My3bIPHbIE TEMOPPArnYECKUE BBICHIITAHUS.

et poxXaaioTcsl C MOHWXEHHBIM BECOM U POCTOM, B JAJIbHEUIIIEM OTCTA%
B (pM3MYECKOM, a MHOTAA U YMCTBEHHOM pa3BuUTUU. [ToMUMO TejeaHTU?
YECKOM 3pUTEMbI MOTYT OOHAPYXMBAThCSI TUTMEHTHbBIE TISITHA, (POJUTUKYJISIP
TUIIEPKEPATO3, YEPHBINA aKaHTO3, TUIIEPTPUXO03, SMUIEPMAIbHBIC KUCTHI U P
JINYHBIE KOCTHbIC aHOMAJIUU (CUHAAKTUINY, KIMHOJAKTUIUY U JIP.).

Puc. 62

Puc. 6.1
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Puc. 6.3

Puc. 6.4

_ BO3pacToM y OOJIbHBIX MOBBILLIACTCSI PUCK PA3BUTHS 37I0KAYECTBEHHBIX HO-
Pa3oBaHMi (JieliKeMuUsi, pak). ¥ MHOTUX OOJBHBIX OOHAPYKMBAETCS [TOBbI-
as YyBCTBUTEJIIbHOCTb K PA3JIMYHBIM UHMEKILMSIM B Pe3y/IbTaTe CHUXEHUS
oBHs [gA u IgM.

HCTOJIOTHYECKHM B 3TIMIEPMUCE BBISIBIISIIOTCSI pa3dMdHbIe TUCTPODUUECKUE
€HUsI, B JIEpME — pacllUpeHre KanuUISIPHO CETH.

0Jiorsi 1 naroreHe3. Ilaronorusi HacienCcTBEHHasE ayTOCOMHO-PELEC-
, B OCHOBE KOTOPO¥ JIeXXUT HapylueHue periikamun JJHK B pesynsrare
eHHoi1 akTuBHOCTU JIHK-1101MMepa3sl wiim HapylieHue ee MeTaboausma
nocie permkauun JJTHK. HectaGuabsHOCTE XpOMOCOM SIBJISIETCS OCHOBHOM
HOJA pa3BUTUSI HEOTUIa3U il TIPU TaHHOM CUHIPOME.

eyenne. HeoOxonumo TiaresibHoe obcienoBaHue GOMbHBIX Ul CBOEBpE-

Bloom D. Congenital telangiectotic erythema resembling lupus erythematosus in dwarfs //
J. Dis. Child. — 1954. — Vol. 88. — P. 754—758.

MHOaUMAaypus
mino-aciduria)

.: XapTHyna 00Jie3Hb.
laToIorKs BriepBbie onucaHa Baron ¢ coaBt. B 1956 1. 3abosieBaHue Ha3bIBa-
10 haMUIIUK CEMbH C JAHHOM MaTOJIOTHEN.

HaciencTBeHHAs! 1ATOJIOTUsS OOMeHa TPUNTO(hAaHA, XapaKTepH3YIOLIAsICs MO-
€EHHOI (POTOUYBCTBUTEIIHLHOCTBIO, TEJUIATPOUIONONOOHBIMUA BHICHITIAHUSI -
MO3XEYKOBOIf atakcueii (puc. 6.5—6.8).

JMHUKA. BosiesHb HaunMHaeTcsl B paHHEM AeTcTBe. [lociie MHCOMSIUY BO3-
10T 5PUTEMATO3HBIE, BE3UKYJIO-0Oy/IIe3Hble BbICHINIAHUS. SIBIEHMSI OCTPOro
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Puc. 6.6

Puc. 6.8

BOCITQJIEHUSI CTUXAIOT, HO BCSAKMIT pa3 pelMIMBUPYIOT TIocsie nHcosuu. [1o
TEIMEeHHO Ha MecTax IMPEeAbIAYIIEro BOCTIAJIEHUST BOSHUKAET TMIIEPIUTMEHTAL
HaNlOMUHAIOIIAsI TAKOBYIO Tpu mesutarpe. OHa JIOKaJIu3yeTcss B 00JIaCTU I
JIULIE U ThUIE KUCTEH PyK.

Yepes HECKOIBKO JIET pa3BUBAaeTCs HEPBHAsI CUMIITOMATHKA, TIPOSIBIISIOL
SICS1 SMOLIMOHAIBHOM HECTAOMIBHOCTHIO, CYyIOPOTaMu, MO3KEUKOBOW aTaKCHE
MOBBILIEHUEM MEPUOCTATBHBIX peIEKCOB, TPDEMOPOM. B 3TOT XKe nmepuoa nmpuc
SIUHSIOTCS [JIa3HbIE CUMITOMBI (HHUCTArM, TUTLIOIHUSI), YMCTBEHHASI OTCTAJIOC!
U TICUXUYECKUE HApyIIeHUs! (Ta/UTIOIUHALIN ).

DTHoJorus u natorene3. [larororus HacaeICTBEHHASI Ay TOCOMHO-PELIECCH:
Hasi. Hapyuiaetesi BcacbiBaeMoCTh TpUNTO(aHa, BOSHUKAET TeUITUT HUKOT
BOW KUCJIOTHI, MPHUBOASLINI K MOBBILIEHHON (hOTOYYBCTBUTEIbHOCTU. Pa3Bu
1IasICs TUTIEpaMMHOALMAYDHS BBI3BIBAET TOKCUUECKOE TTOPaXKeHUE LIEHTPATbHE
HEPBHOW CUCTEMBI.
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Jleyenne. Hasnauyaercst HukoTuHoBas Kucaora no 100—200 Mr/cyTku uiu-

215HOE BpeMsi. HapyXHO MCIosIb3yloTCsl TPOTHBOBOCHAIUTEIbHBIE U (hOTO3a-

MIMTHBIC cpezicTBa. JIeueHne ria3Hoii 1 HeBPOJIOTHYECKOM MaTOIOI MK IIPOBOIMT-
' COOTBETCTBYIOIIMMU CITCIIMATUCTAMM.

IlepBoe onucanue:

Baron D.N. et al. Hereditary pellagra — like skin rach with temporary cerebellar ataxia,

@oToAepMaTo3 HacNeACTBEHHbIM NOIMMOPQHbI
Photodermatosis hereditarium polymorphum)

CHH.: BBICBITIAHUS CBETOBBIE MTOJIMMOP(HBIE HACIEICTBEHHBIE.
- [laronorust BriepBhIe ONMcaHa y aMepuKaHCKUX MHueiieB Everett ¢ coasT.
1961 r.
Hacnencteennslit  horomepmaros, MposIBISIOMIMIACS PELIMANBUAPYIOLIUME
€MaTO3HO-TIAIyJIE3HBIMUA BBICBITAHUSIMU, JIOKATU3YIOUIMMUCH Ha OTKDPbI-

Kimnnka. ¥ 1/3 60/1bHbIX BEICHITTAHUS Ha-
HHaloTcd 10 S set, y 2/3 — B Gostee crapiieM
o3pacte. O6a moJjia mopaxalTcs OTUHAKO-
B0 4acTo. BrichbIinmaHust OSIBIISIIOTCST BECHOIA,
IDAKTUYECKU OCTAlOTCSI BECh JIETHUM TIEPH-
O, 3aTeM IIOCTETIEHHO pa3pelialTcs, HO
Ie[yIolIeli BECHOM BHOBb PELIMIMBHPYIOT.
TaK IIPOIOJKAETCS MOCTOSTHHO.

K mnepuony monoBoro cospesBaHusi 60-
E3Hb CMSTr4YaeTcsi, Ho He Tpoxomut. [locie

UKYJIE3HbIMU WM KPYCTO3HBIMM BBICHI-

HaHUAMU B 00J1aCTHU JIMLIA, MOXKET Pa3BUTHCS
EWIUT, 0OCOOEHHO HUXKHEH ryonl. [1pu BoB- 3 ,

SYEHUU BEPXHUX KOHEYHOCTEM TTOSIBIISIOT- Puc. 6.9

28 TOJIbKO 2PUTEMATO3HbIE BBICHITAHUS, HUA

S3UKYJI, HU Iy3BbIPEN HA 9TUX yJ9acTKax He ObIBaeT. Y B3POC/IbIX Ha MECTE BBICHI-

AHUI C TOIaMU pa3BUBACTCS JIMXEHU3AINS. XapaKTEPHO, YTO OOIbHbBIE TaHHBIM

DOTOIEPMATO30M CYOBEKTUBHO OLIYIIAIOT TOJBKO KOXHBIN 3y, YYBCTBA XXKE-

4151 Y HUX He ObIBaeT.

- 'ucrosiormyecku BbISIBISIETCSI TUTIEPKEPATO3, MAapakepaTo3, aKaHTo3 U Cy6-

SHUIEPMaJIbHbBIN OTEK.

OT1Hoa0rus U naroreHes. [peanonaraercs ayTOCOMHO-IOMUHAHTHOE HACJIE-
10BaHUE.
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Jleuenue 3akimiogaeTcsi B Ha3HAYEHUN aHTUMAJIIPUAHBIX TIPEITAPATOB B HEE
cokoii go3e (20—30 mMr/mneHb) exxeaHeBHO, HaUMHast ¢ heBpaist 10 CePeaUHbI ¥
KOHILIa JieTa.

ITepBoe onucanue:

Everett M.A., Crockett W., Lamb J.F., Minor D. Light-sensitiv eruptions in A
ican Indians // Arch. Derm. — 1961. — Vol. 83. — P. 243—-248.

CeeToBas ocna
(Hydroa vacciniformis)

BpoxaeHHbI# hoToaepmMaTos, XapaKTepu3yoluiics: Bapuojie(opMHbIMHI BE
ChITIAHUSIMU Ha JIMLIE IO/ BJIUSIHUEM COJTHEUHOro cBera (puc. 6.10).

Knunuka. 3a6osieBanue
SIBJISIETCSI B JETCTBE B Bece
JIETHUM TIepuoj, Korja Ha
MOCjae WHCOJSILIMM TOSIBISIETE
spuUTEMA, HAa KOTOPOU pa3BH:

IMyITKOOOpa3HOro BIaBJICH!
B ueHTpe. Ilocie BCKpBITHS
3pIps U OTIALECHUS IPUTEMATO:

3PUTEMBI 10 00pa3oBaHMsl alf
¢duyeckoro pyouMKa IPOXOE
Puc. 6.10 2—3 Hemenu. Takux 3SITHU302

HE-JICTHUI Tepuoa. 3aTeM HACTYIaeT PEMUCCHUSI, JUISIIAsICs 10 CIEIYIOIIEro §
CeHHe-JIeTHero nepuoja. C rogaMu oCTpoTa MaToJIOrMYECKOTO MPOLEcca CTHXS
C KaXJbIM TMOCIEAYIOIMM pelnInBOM. 3a0osieBaHNEe 3aKaHUMUBAETCSI CAaMOBE
3nopoBieHueM B 17—30 set.

OTHoJorHsi M naroreHes. [larosorusi HaclaeACTBEHHAsE ayTOCOMHO-ION
HaHTHasl, HEPeAKO HaOJI01al0TCsl ceMeiiHble ciydyan. Y OOJIbHBIX CBETOBOI O
MO¥ OTMEYaeTCsl MOBBILIEHHAS] YYBCTBUTEIBHOCTD K YILTPa(hUOIETOBBIM
B nuanaszoHe 290—320 um. Kak npaBuiio, OObIYHBIE JIFOIU HEUYBCTBUTEIbHBI 1
MaJIOYyBCTBUTEIbHBI K JIAHHOMY CIIEKTDY.

Jleyenne. Buramunel rpynnel «B» (B, B,,, B,5). HukotuHoBast u ¢onnes
KUCJIOThI, aHTUMAJISIPHIIHBIE TTPENapaThl.

NMOP®UPUN

[Topdupun — rpyniia HacaeaCTBEeHHbIX (OTOAEPMATO30B, BOSHUKAIOLINAX Ie
BJIUSIHUEM TOP(MUPHUHOB M WX MPEIIIeCTBEHHUKOB BCJICICTBHE HapyIIEH
CHHTE3a TeMOTJIOOMHA.
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OCHOBHBIMU TIPU3HAKAMM NTOPOUPHIL SBIAIOTCS MOBLIIIEHHAS YYBCTBUTE b~
Th KOXU K COJTHEUHOMY CBETY M BHE3aITHbIE OOJIM MOCIe MpUeMa Pa3IMIHbIX
ameHTOB. [lepBble ciyyau mopdupun 661K omucaHbl Schultz 1 Baumstark
74 1. 110/1 Ha3BAaHHUEM «JICTIPO3HAs! My3bIpUaTKa». [epMUH «ITOPHUPHUST» TIPeI-
wkeH Woldstrome B 1937 .

HACTOSIIIEeEe BPEMsl Pa3IMyaroT 2 3pUTPOINOITUYECKHUE U S renaTOTUIECKUX
DUPpUIA.

MTpono3THYEcKne nophupuun:

mporopdupust HacIeACTBEHHAsI.
phUpHs MO3IHSSA KOXHasI.

Se ultz J.H. Ein Fall von Pemphigus Leprosus, kompliziert durch Lepra visceralis // Ph.
Thesis. — Greifswald. — 1874.

Baumstark F. Zwei pathologische Harnfarbstoffe // Pfliiger’s Arch. Ges. Physiol. — 1874. —
9. — P. 568—584.

)pchbupus BpoXKAEHHAA SPUTPONO3TUYECKanA
orphyria congenitalis erythropoieticum)

CuH.: [lonTepa 6oe3Hb.

Brepssie onucana Giinther B 1911 &

Penkas ¢opMa mopdupuu, xapakTepH3yIOLIAscsl TOBBIIIEHHONW (HOTOUYB-
UTEJIbHOCTBIO KOXHU C PA3BUTHEM 3HAYUTEIBHBIX JECTPYKTUBHBIX U3MEHEHUIM
KOXKE M CUCTeMHOI1 naTojiorueii (puc. 6.11—6.20).

IMHMKA. 3a060sieBaHie MPOSABIAETCS yXKe TIPU POXKICHUM peOeHKa B BUIE
ACHOTO LIBETa MOYHU. B manbHeIeM BO3HUKAIOT 3PUTEMATO3HbBIEC, BE3UKYJIe3-
e 1 OyJUTe3HbIC BBICHITIAHUS MO BO3ACHCTBMEM COTHEYHOTO cBeTta. Ha Mecte

HBHBIC N3MCHCHMSA B BUJIEC KEPATO30B, KEPATOM, OazanmuoM. CUHIAKTUINU,
MIOBbIE U3MEHEHUS KUCTEW MOTYT IIPUBECTU K aMITyTalli KOHIIEBBIX Q)ana}{r.

2MICTOM KOXE rOJIOBbI MOTYT TIPUBECTHU K PyOLIOBOI ajoneuuu. 3yObl Npu-
Al0T KPAaCHO-KOPUYHEBBIN 1IBET, B Tydax Byna oHu ¢oopeciiupyioT Kpac-
M LIBeTOM (apuTpomanTus). OTMeuaeTcsi CIUIEHO-, TeTIaTOMETaIusI, CO CTOPO-

KMBAETCSI BBICOKOE COIEPKAHUE KOTIPOOPGHUPUHOB.

0JIOTHS M nmaTorenes. [Taronorus ayrocoMHO-peliecCCuBHasA, HabIomaeMast
MbsIX C KPOBHOPOJCTBEHHBIM OpakoM. B ocHoBe 3abojieBaHUST JIEKUT aedu-
yponopdupunHoren-III-cuHTeraspl, 4To BeAET K HAKOIUIEHUIO yporiophuprHa
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JleiiHepa 6onesHb
(Leiner morbus)

Oputponepmus, win auddy3Hble 3pUTEMAaTO3HO-CKBAMO3HEIE BBICHITIAHUS,
pa3BUBaIOLIMECS B TIEPBbIC 3 Mecsilia XKU3HU.

Knunuka. IrcceMUHUpPOBAaHHBIE WM OrPaHUYEHHbBIE IPUTEMATO3HO-CKBA-
MO3HbIE BBICBITTAHUS, PA3BUBAIOIIIMECS Y IETEH TPYAHOTO Bo3pacTa. BrichimaHus:
MOTYT JIOKQJIM30BaThCsI TOJIbKO Ha JIMIIE WX TOJIbKO Ha rojioBe. HOTIA Yyelryiiku
MPUHUMAIOT TUTIEPTPO(PUUECKUIT XapaKTep CEPOTo 1BeTa. BhIChITIaHUS Ha KOXE
COTIPOBOXKIAIOTCSI BhIPAXKEHHOM Hapeeii.

CemeitHbie HOpMBI TTPOSIBIISIIOTCSI CEMEMHBIM 1€PMATUTOM U YITOPHOM Oua-
peeii. Y Takux 00JIbHBIX OTMEUAETCSI TTOBBILLIEHHAs YYBCTBUTEJIBHOCTD K pa3ind-
HBbIM UHDEKIIUSIM.

I'mcTosormyecKku BhISIBIISIETCS JIETKUI THUTIEPKEPATO3, MapakepaTo3, aKaHTO3
CTIOHTMO3 ¥ TIePUBACKYJISIDHBIA BOCIAIUTENbHBIA MHGUWIBTPAT. B ceMeilHbIX
caydasix oOHapyXuBaeTcst ocinabieHue haroluTapHoil aKTUBHOCTH JICHKOIIUTO
U J1e(ULUT 5-ro KOMILJIEMEHTA.

DTHOIOTHS ¥ MATOreHe3. B ceMeHbIX ciIydasixX TMperoaraeTcsl ayTocOMHO~
pelLecCUBHOE HacleI0OBaHUE.

Jleuenne 3akiioyaeTcss B Ha3HAUCHUM Maseil, comepKallluX aHTHUOUOTH
U KOPTUKOCTEPOUIBI. B yIMOPHBIX Cilydasix MCIOJIb3YETCs TMepeMBaHuE Kpo
WU TIJIa3MBI.

FnyxoTa u gepMmaTur
(Surditas et dermatitis)

CeMeitHbIe CTyyad COYeTaHUsl aTOITMYECKOTO IepPMaTUTa U TITyXOTHI.

Kmuuuka. Atornuueckuil IepMaTUT MPOSIBIISIETCS JIUXEHOUTHBIMHU BBICHITIA-
HUSIMU B JIOKTEBbIX, ITOJAKOJEHHbIX SIMKaX, 3aHEI MOBEPXHOCTU LIEU, THUIbHO
MOBEPXHOCTH KUCTEH 1 3amsicTuii. OCOOEHHOCTBIO CEMEWHBIX CITyYaeB SIBIISIETCS
no3gHee Hadaso (rmocie 9—11 jeT) ero KIMHUIECKUX MPOSIBIICHU.

IMoHmKeHMe ciryxa MOXKET HauaThCsl paHble, TM00 pPa3BUBAETCs Mapalie/IbH
C KOXXHBIMM BBICHITIAHUSIMH.

BDrHoNorMsA M naroreHe3. Ilpenmonaraercss ayTOCOMHO-PELIECCUBHOE, JIU
MMOJIMTEHHOE HacJIeoOBaHuUe.
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Jleuenne. OI’paHI/I‘{eHI/IC Npenrosara€MbIX auIepreHoB, aHTUTUCTAMUHHBIC
npemnaparsi, Z[CCGHCI/IGI/I.HI/I:}I/IpyIOLU.I/lC CpeAcTBa, MPOTUBOBOCHAJIUTEIbHAS MECT-
Hasl Teéparusi.

3epHUCTOCTb HOCA KpacHas
(Granulosis rubra nasi)

Mernkue Grectsiie NMSITHUCTBIE, TAMyNe3HbIE, BE3UKYIE3HbIE MM IyCTYJIe3-
HbI€ BJIEMEHTHI B 00JIACTU XPSILLIEBOM YaCTU HOCA.

Kimuuka. Besukynesubie, namnyne3Hble WM MYCTY/IE3HbIE BHICHITAHUS B 06-
JIaCTH KOHYMKA HOCA HAITOMUHAIOT MPOCAHbIE KPYNMUHKU. OHU HE COMPOBOXKIA-
IOTCS CyObEKTUBHBIMU OLIYILEHUSAMM U PA3PELLAIOTCS CAMOCTOSITETBHO K repuo-
Ny TIOJIOBOTO CO3peBaHusl. BhIChImaHust 0OBIYHO MOSBJIAIOTCS B PAHHEM [ETCKOM
Bospacte. ChIllb MOXET PaCIPOCTPAHUTHCS Ha ILEKHU, BEPXHIOK TYOY 1 1aXe Mo/
0opomoK.

I’'MCTOI0OrHYeCKN BBISIBISCTCSl PACIIMPEHUE BBIBOIHBIX IIPOTOKOB IMOTOBBIX
KEJIE3 U KPOBEHOCHBIX COCYHOB, OKPYXXEHHBIX HE3HAUUTEIbHBIM KJIETOYHBIM
UHOWIBTPATOM.

DTHONOMA W naToreHe3. 3aGoNeBaHUE CIIOPAIMYECKOE, XOTS BO3MOKHBI
U CEMEMHBIE ClIyYau ¢ ayTOCOMHO-IOMUHAHTHBIM HACJIEI0BAHUEM.

Jleyenne 3aximioyaerTcsi B MPOTUPAHNM KOXM TMTMEHUYECKUMM JIOCHOHAMI.
SbDEKTUBHOTO JIeYEHUSI HE CYLLIECTBYET.

Crapueckoi Koxm
M KOCTHOW AMCNNa3uM CUHAPOM
(Geroderma osteodisplastica)

CuH.: bamarrepa cuHIpoM.

3aboneBanue onucaHo Bamatter B 1950 1.

CunapoM xapakTepusyercs BSUIOIA, MOPIIMHUCTON KOXEH, OCTEOIOpPO30M
Y MOBBILIEHHOM JIOMKOCTBIO KOCTEM.

Kiunuka. TIposiBiienus cuHapoMa BKITIOYAIOT B cebsl VICTOHYEHHOCTb, CKJIa/l-
4aToCTh, MOPIUMHUCTOCTb KOXH, CHIKECHUE €€ Typropa M 3J1aCTUYHOCTH, OCO-
OEeHHO BBIpaXXEHHbIE B 00JIACTH ThUla KUCTEH U CTOM. Bekn MIpUOITyLIEHBI (OJ1e-
(bapornTos), Koxa JIMIa MOPLIMHUCTASL, CTAPYECKAsT, JIMIIO MMEET MIAKCHBOE Bbi-
paxkeHue. HUXHAS 4emoCTh BBICTYNAET BIiepes, 3yObl AUCTPODUUHBI, TBEpIOE
HEOO BbICOKOE, roTH4ecKoe. POCT 60abHEIX GOJBIIIE, YeM UX BEC (HECOOTBETCTBUE
(bopmyie), cycTaBbl TUIIEPMOOMIILHBL, 0COOEHHO KUCTEii 1 CTOM. PEHTIre HOMOTH-
HECKHU BBIABIIACTCS ocTeonopos. Hepenko HabIoaa0TCs MaToNoruueckue nepe-
JIOMBI, B TOM YMCJI€ KOMIIPECCUOHHbIE. VHTEIeKTyaIbHOE pa3BUTUE COOTBET-
CTBYET BO3PAcCTy U HE CTpaJaeT.

OT1HoN0THS M naTorenes. [1aToorus HaceICTBEHHAS reTeporeHHasi, HabJo-
AAlOTCsl pEUECCUBHbIC, TOMUHAHTHBIC U X-CLEIUIEHHBIE PEIIECCUBHbBIE CIIydau
3a00s1eBaHUsI.

Jleyenune cumnromaTuyeckoe.
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MOpLWMHUCTON KOXKU CUHAPOM
(Syndromum rugum)

HacnencTBeHHOE COCTOSIHUE KOXHU, XapaKTepU3YIOIIEeCs MOBBILLIEHHOU MOP-
IIMHUCTOCTHIO.

Kimmauka. Yxe npu poxiaeHUM KOHCTaTUPYETCsI MOPLIMHUCTOCTD KOXHU KUC-
TEI W CTOII, Ha APYTUX ydacTKax Tejia Koxa HopMasbHasi. B mopaxeHHbIX MecTax
KOXKa CyXOBaTa, OTMEUYAeTCsI TIOBBIIIEHHAS €€ PACTSIXUMOCTb U BBIPAaXKEHHOCTh
JIaJOHHBIX 60po3a. M3 Ipyrux ocoOOeHHOCTEN ClIeAyeT OTMETUTh HEBBICOKUIA
pOCT OOJIbHBIX U CJ1a00€ pa3BUTHUE MBILLIEYHON CUCTEMBI.

I'ncronoru4ecku He BhISIBISIETCS] KAKUX-JIMOO MaTOJOrM4eCKUX 0COOEHHOCTEM.

Jleuenue He TpebyeTCs.

BuHuecTepa cMHAPOM
(Winchester syndromum)

3aboneBanue onmcano Winchester ¢ coasT. B 1969 1.

CHHIPOM XapaKTepU3yeTCsl HU3KOPOCJIOCThIO, KOHTPAKTYpPOii CyCTaBOB, OCTEO-
ITOPO30M, KEPATUTOM U TPYOBIMU YEPTAMMU JIULIA.

Knunuka. 3aboneBaHre HaUYMHAETCsl B IETCKOM Bo3pacte. Pa3suBaercst apT-
paJirusi, KOXa HaJl MOpaXXeHHBIMU CycTaBaMU MOPUIMHUCTAs, cKianyaTas. [1ou-
TU OJHOBPEMEHHO BO3HHUKAET IJIyXOTa U TIOMYTHEHUE POTOBUIIbI, HAUMHAIOLIECE-
¢l ¢ mepudepruecKoil yacTu. Bo3HuKIIast paHee apTpairus rnepepactacT B KOH-
TpakTypy. [TocTereHHO pa3BUBAETCS OCTEONOPO3 M OCTEOJU3UC KOCTE KUCTEH
u cror. MHTeIeKT, Kak MpaBuiio, He CTPaaacT.

KoxHasi cuMIiToMaTrKa XapaKTepu3yeTcsl TUIIEPIIUTMEHTalUe U TUIIEPTPU-
XO30M JIMI[a, TYJOBUIIA U KOHEYHOCTe. MOryT OBITh BBICHITIAHUS TUIA Y3J10Ba-
TOM 3PUTEMBI.

I'mcrosiormyeckn otmedaercss Tipojiudepaiusi GpubpobaacTtoB B TITyOOKHX
ciosix aepmbl. COeIMHUTEIbHO-TKAHHBIE BOJIOKHA 3aMEILAloTCsl IpyOOBOJIOK-
HUCTOU COEAUHUTEIIbHOM TKAHBIO.

DrHosiorusgs M maroreHe3. HacieacTBeHHasi ayTOCOMHO-pEIlECCHMBHAsl Tia-
tosorusi. OCHOBHOI Ie(eKT CBsI3aH ¢ HapyleHueM ¢GpyHKUMU GUOpoOIacToB,
B KOTOPBIX ITPOMCXOAUT HAKOIUIEHWE MOYEBOW KMCIOThl. B mociegHee Bpemsi
cuHIpoM BuHUYecTepa paccMaTpuBaeTCsl KaK HOBasi pa3HOBUIHOCTb MyKOTIOJIM -
caxapuuosa.

JleueHne cUMIITOMATUYECKOE.

MapaHbl cuapom (Paranis syndromum)

CuH.: TBEPIOI KOXU CUHIPOM.

HacnencrBeHHOE COCTOSTHUE, XapaKTepU3yIolleecs IJIOTHOW KOXEN U HEIo -
BUKHBIMU TTOJTYCOTHYTBIMU KOHEUHOCTSIMU.

Knunuka. 3a6oieBanue HaYMHAETCs B 2—3 Mecsila, Koraa oOHapyKUBaeTCs
VIUIOTHEHUE KOXM, KOTOPOE TTOCTETIEHHO HApacTaeT, esast peOeHKa COBEpIICH-
HO HETIOABMXHBIM. BepxHue 1 HIXKHUE KOHEYHOCTH TMOJYCOTHYTHI, HETTOIBUXK-
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Hbl, JBIXaHUE 3aTPYIHEHO M3-3a CKOBAHHOCTU IPYIHOU KJieTKU. B 3TOT mepuon
BO3MOXKEH JieTaJIbHBIN HUCXoad oT pa3BI’IBLHCﬁCH ITHEBMOHHWH. HI/ILIO CTAaHOBUTCS
MacKooOpa3HbIM, OKpymisieTcsi. Ha Koxe pa3BUBAIOTCS TMIIEPIIMTMEHTALUU,
0OCOOEHHO BbIPa>XXCHHBIC B 00J1acTH XXUBOTA U TMOSICHUIIBI. B To xe BPEMs OTCYTC-
TBYET ITOPaK€HMUE BUCLIEPAJIBHBIX OPraHOB U HepBHOfI CUCTEMBI.

OTHOoJIOTHSA U NaTorene3. Peikas Hac/leICTBEHHAsl ayTOCOMHO-PELIECCUBHAS
He U3y4eHHasl IIaTOJIOTHSL.

JleueHne cuMIITOMaTHYECKOE.

AncTtpodua nepMoxXoHAPOKOPHeaibHas
(Dystrophya dermochondrocornealis)

[Taronorus onucana Frangoi B 1949 1.

3abosieBaHME XapaKTePU3YeTCs KCAHTOMATO3HBIMU BBICHIITAHUSMM, TIOPAXKe-
HMEM CYCTaBOB U TUCTPODUEN POTOBULIBI.

Knunuka. 3aGoneBaHue MposiBISIETCS IMCCEMMHUPOBAHHBIMU KCAHTOMAMMU
y3J10BaTOi (POPMBI, TPEUMYLIECTBEHHO JIOKATU3YIOIIUMHMCS Ha YITHBIX PAKOBU-
Hax U B 06J1aCTH cycTaBoOB KucTeit u ctor. CycTaBbl KUCTEH U CTOIT 1e(OPMUPY-
I0TCS1, UX ITOABUXKHOCTb OTPaHUUMUBAETCSI. MOTYT MopaxkaThcsi U 60Jiee KpyITHbIE
CYCTaBbl, JIOKTEBBIC, KOJIEHHbIE U TOJEHOCTOMHBIE. [lapaieIbHO ¢ KOXHBIMU
Y CyCTaBHBIMU CUMITOMAMU WIH ITOCJIE HUX Pa3BUBAETCS KEPATHUT.

OTHoNOrHA M maTorene3. [larosorust HacjaeICTBEHHAs ayTOCOMHO-pELec-
CHUBHasl.

Jleyenne cuMnTOMaTUYECKOE.

[IepBoe onucanue:

Frangoi J. Dystrophie dermatochondro-corngenne familiale // Ann. Oculist. — 1949. —
Vol. 182. — P. 409—442.

Pyb6buHwTeiHa-Tainbu cuHApOM
(Rubinstein-Taybi syndromum)

3abosieBaHue onucano Rubinstein u Taybi B 1963 1.

CuHzapoMasibHasi TIATOJIOTHSI, TIPOSIBISIONIASCS MUKpoledaaueil, yMCTBEH-
HOM OTCTaJIOCTBIO, PACIIMPEHHBIMU KOHILIEBBIMU (hajlaHTaMU IIEPBBIX MAJbIEB
KucTel u crom (puc. 13.1).

Knunuka. g paHHOro cuHapoma
XapakTepeH (EHOTHUI, MPOSABISIOMINIAC
TUNIEPTEIOPU3MOM, IIUPOKUMU OPOBIMH,
OIYILIEHHBIMU BHU3 HApPY>XHBIMHU yIJIaMU
rja3, KIIOBOBUIHBIM HOCOM M PETPOTHa-
TUEN (HeIOPa3BUTUEM HUKHEN YEIIOCTH).
OCHOBHBIMU KJIMHUYECKMMU TpU3HAKA-
MU SIBJISIIOTCSI: MUKpoLedanusi, yMCTBEH-
Hasl OTCTAJIOCTh M PaKeTKOOOpa3HbIE HOT-
TU OoibLIMX MajblieB Kucteir u crom. Co
CTOPOHBI I71a3 HabJII0aeTcsl KOCcornasme, Puc. 13.1




