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KJIWHUYECKHWH MPOTOKO.JI JTMATHOCTUKHA U JTEUYEHUSA

BPOKJIEHHBIA NXTHUO3
1. BBOJHASN YACTb:
1.1 Koa(s1) MKB-10:
MKB-10
Kon Ha3zBanmue

Q 80 | BpoxxaeHHBIN NXTHO3

Q 80.0 | BpoxxeHHBIN UXTHO3 MPOCTOM

Q 80.1 | BpoxkaeHHBIN UXTHO3, CBA3AHHBIN ¢ X-XpOMOCOMOM (X-CIIETIIICHHBIH
HUXTHO3)

Q 80.2 | BpoxxneHHBIH MIacTUHYATHINA (JTAMEIUIIPHBIN ) HXTHO3

Q 80.3 | Bpoxxaennast Oyyuie3Hasi MXTHO3U(GOPMHAs SpUTPOIECPMHUS

Q 80.4 | Bpoxxaennsiit nxtro3 mioja ("'mio apiaekuH')

Q 80.8 | Ipyroit BpOXKAeHHBIN UXTHO3

Q 80.9 | BpoxxeHHBIM MXTHO3 HEYTOYHEHHBIH

1.2 laTta pa3padoTku/mepecMoTpa NpoTokoJja: pazpadorka 2015, nepecmotp 2022
roja, 2024 ron.

1.3 CokpaieHusi, HCNOJIb3yeMble B IPOTOKOJIE:

B BpoxXneHHbBIN UXTHO3

AKKT YKEJTyTOYHO-KHUILIEYHBIN TPAKT

MHH MEXIYHAPOIHOE HENATEHTOBAHHOE HA3BAHUE

CKB CHCTEMHAas KpacHas BOJIYaHKa

PKI PaHIOMU3UPOBAHHOE KOHTPOJIUPYEMOE UCCIETOBAHUE

ARC CUHAPOM (CUHAPOM, BKIIIOUAIOIIHNKI apTpOrpu@o3, NOYECYHYIO
JTUC(YHKIIMIO U CHHIIPOM XOJIeCTasa)

CHILD | cHHApoM (BpoXxAeHHasi TEMUINUCIUIA3HS C UXTUO3U(POPMHOI
pUTpOiEpMUE U JeeKTaMi KOHEUHOCTEN )

CHIME | c1Hapom (K071000MBI, MOPOKH Cepjla, UXTUO3U(DOPMHBIN JIepMaTO3,
YMCTBEHHAs OTCTAJIOCTb, & TAKXKe Ne(EKThI YIS WU SMUIICTICHS])

CEDNIK | CHHAPOM (mepeOpanbHBId ~ JUCTCHE3,  HEUpONaThs,  HXTHO3,

JIAJJOHOMOJIONIBEHHAs] KEPATOJAEPMUS).
EMA EBporneiickoe areHCTBO JIEKAPCTBEHHBIX CPEJICTB




EKVP CUHAPOM (3pUTPOKEPATOAEPMHUS BAPHUATUBHASL U IPOrPECCUPYIOLIas)

IBIDS CHUHJIPOM (MXTHO3, JOMKHE BOJIOCHI, HAPYIICHUE UHTEIJICKTa, CHUKCHHE
POKJIAEMOCTH M HU3KOPOCJIOCTh)

HELIX | CHHAPOM (runmoruApo3, HSIEKTPOJIUTHBIN aucOananc, AUCHYHKIUSA
CJIE3HOM KeJe3bl, UXTHO3 U CUHJPOM KCEPOCTOMHUM)

IHSC CUHAPOM (HEOHATAJIbHBIM UXTHO3 CO CKIEPO3UPYIOIIMM XOJIAHTUTOM M
TUTIOTPUXO030M)

KID CHUHJPOM (KepaTUT-UXTHO3-TITyX0Ta)

KLICK | cunapom (JIMHEHHBIN KepaTo3-uXTHO3, BPOXKIACHHASI KEPATOISPMHS])

KPI KEPATUHONATHYECKUN UXTHO3

MEDNIK | CHEAPOM (yMCTBEHHasi ~ OTCT&JIOCTh,  JHTEPONATHSA,  LIyXOTa,
nepudeprdeckasl HeponaTus, UXTHO3, KEPaTOAEPMHSI)

IFAP CUHAPOM (MXTHO3 (DOITUKYIISIPHBIN ¢ aTpuxueit u porodhobdueit)

PSS CuHIpoM OTCIauBaIOIIEHCs KOXKH WU MUJIMHT-CUHIPOM
METO/JI JICUEHHUs, KOTOPHI BKJIIOYAECT HCIOIH30BaHHE (POTOAKTUBHOTO

ITYBA BellecTBa (McopajieHbl — Kiacc (PypoKyMapuHOB) COBMECTHO C
00JydeHHEeM KOXH UTMHHHOBOJHOBBIM YIIbTPa(hHOJIECTOBBIM H3ITYYCHHEM

SAM CUHAPOM (BpPOXKIECHHAsI JPUTPOAECPMHUS C JAJOHHO-TIOJOUIBEHHON
KepaToJiepMHel, THIOTPUX030M | rumnep-IgE)

1.4 Iloab30oBaTejid NMPOTOKOJIA: JIEPMAaTOBEHEPOJIOr, HEOHATOJIO, IIEAHATp, Bpay
oO11el MPaKTUKU, TEPATICBT.

1.5 KaTeropusi nanueHToB: B3pOCIbIE, ICTH.

1.6 Illkayia ypoBHS J0KA3aTEJIbHOCTH:

A

BricokokauecTBeHHBIN MeTa-aHan3, cuctematuyeckuii 0030p PKU wim kpynHoe
PKMU ¢ oueHb HU3KOM BEPOSITHOCTHIO (++) CHCTEMAaTUUECKOUN OITMOKH PE3yIbTaThI,
KOTOPBIX MOTYT OBITh PACIIPOCTPAHEHBI HA COOTBETCTBYIOIIYIO MOMYJISIIHIO.

BricokokauecTBeHHbI  (++) cHcTeMaTHuecKuil 0030p KOTOPTHBIX  WJIU
UCCJICIOBAHUN CITy4aii-KOHTPOJIb WM BricokokauecTBeHHOE (++) KOTOPTHOE WM
VCCIIEIOBAHUM CIIy4al-KOHTPOJIb C OYE€Hb HU3KUM PUCKOM CHUCTEMATUUYECKOU
omubku wi PKW ¢ HeBbicOkMM (+) pPHUCKOM CHCTEMaTHYECKON OIIMOKH,
pe3yNbTaThl KOTOPBIX MOTYT OBITh PACHpPOCTPAHEHBI HA COOTBETCTBYIOILYIO
MOMYJISIIUIO.

KoroprHoe wim uHcciaenoBaHUE CIIy4al-KOHTPOJb WM  KOHTPOJIMPYEMOE
UCCIIEIOBaHUE 0€3 PAHIOMM3aLMM C HEBBICOKUM PHUCKOM CHCTEMATHUYECKOM
omuoku (+).

Pe3ynpTaThl, KOTOPBIX MOTYT OBITH PAacCIpOCTPAHEHbI HAa COOTBETCTBYIOLLYIO
nonyssiuuio uin PKU ¢ oueHb HU3KUM WM HEBBICOKMM PUCKOM CHUCTEMAaTHYECKOM
omuOku (++ wim +), pe3yabTaTbl KOTOPbIX HE MOTYT OBITh HEMOCPEACTBEHHO
pacupocTpaHEHbl HA COOTBETCTBYIOUIYIO HOMYJISILIUIO.

Omnucanne cepud CIy4dacB WM HEKOHTPOJIMPYEMOE HCCIICIOBAHUE WM MHCHHUE
IKCIEPTOB.




1.7 Onpenenenue 4

HxTHo3bI (0T Tped. ichthys-priba) — reTeporeHHas rpyrmimma KOKHBIX 3a00JIeBaHUH, IS
KOTOPBIX XapaKTepHO T'€HEPAIN30BAHHOE HAPYUICHHE KEpPAaTUHU3AIWU, KIMHUYECKU
nposBisitonieecs 1M Py3HbIM THUIIEPKEPATO30M.

IIpocToii MXTHO3 (CHH.: BYJIbrapHBI ayTOCOMHO-IOMHUHAHTHBIN UXTHO3, OOBIYHBIN
MXTUO3) XapaKTepU3yeTcsi ayTOCOMHO-JIOMUHAHTHBIM THUIIOM HACJEIOBaHUS, C
HEIOJIHOM TI€HETPAHTHOCTBIO W BapuaOENbHOM 3KCIpPECCHUBHOCTHIO. (OCHOBHOMU
IFeHETUYECKH  OOYCNOBJICHHBIM JedeKT — HapylleHHe JKCIpeccuu  Oerka
KEepaTOTUAIMHOBBIX TIpaHyd mnpoduiarrpuna. OOHapykeH noiaumopdusM TreHOB Ha
xpomocoMe 1g22. UnentuduimpoBanbl mytanuu B reHe npodunarrpuna (R501X u
2282del4). He uckiodaeTcsi BO3MOYKHOCTh BOBJICUEHUsI HECKOJIBKUX T'€HOB, OJIMH W3
KOTOPBIX BIUSIET HA HKCIpeccuto mpoduiiarrpuna. Jepunur guiarrpuia npuBoIUT K
CHUKEHUIO COJIepKaHUsi CBOOOJHBIX AMHHOKHCIOT B POTOBOM CJIO€ JMHACPMHUCA,
CIIOCOOHBIX YyJIEP>KUBATh BOJY, YTO OOYCJIOBJIMBAET IOBBIIMICHHYI) CYXOCTb KOXH
OOJIBHBIX BYJIbIapHBIM UXTHO30M.

X-cuemieHHblii HMXTHO3 (CUH.. X-CIEIUICHHBIH HWXTHO3, YEPHEIOMIUN HUXTHO3)
XapaKTepU3yeTCs PelIECCUBHBIM, CIEIIIEHHBIM C X-XpOMOCOMOM TUIIOM HACJIEIOBAHMUSI.
I'enetnueckuii neexT — MyTalMu B T€HE CTEPOMIHOU CyibdaTasbl, ¢ JIOKYCOM Ha
Xp22.32. Jeduuut naHHOro (epMeHTa MPUBOAUT K OTIIOKEHHUIO B SIHJEPMUCE
M30BITOYHOTO KOJMYECTBA XOJECTEpPHHA CyJb(}ara, TIOBBIIIEHHOMY CLEIJIEHUIO
POTOBBIX YENIYEK U PETEHIMOHHOMY THIIEPKEPATO3Y.

IlnacTUHYATHIA MXTHO3 (CUH.: JIAMEIUISIPHBIA UXTHO3, KOJUIOJAUEBBIM PeOCHOK, cyxas
UXTHO3U(POPMHAS SPUTPOJICPMHUST) MOKET HACIEA0BATHCS KaK ayTOCOMHO-PEIIECCUBHO,
TaKk U ayTOCOMHO-IOMHHAHTHO. B psime ciydaeB OOHAapy>KMBAlOT MyTallud TeHa,
KOAUpytomero (epMeHT TpaHCTIIyTaMUHA3y KepaTHHOIMTOB (XpomocoMma 14ql1), uro
MPUBOJUT K JIe(PEKTy KIETOK CTPYKTYpPhI pOTOBOTO CIIOSI.

Bpoxxaennas OyJuiesHasi uxTuo3udgopMHasi 3puTpoaepmust (CUH.: 3pUTPOAECPMUS
bpoka, uXTHO3U(GOPMHBIA SMUAECPMOJUTUYECKUNA THUIEPKEPATO3) — ayTOCOMHO-
JIOMUHAHTHBINA TUIT HACJIEIOBAHUS TTPOCIICIKUBACTCS PUMEPHO B MOJIOBUHE cllydyacB. B
OCTAJIbHBIX CIIy4YasX B pOJOCIOBHBIX HMMEIOTCA TOJBKO IO OAHOMY MpOOaHuy.
Oo6napyxeno cuersienue ¢ 12q11-13 u 17q12-q21 (myrauuu renoB kepatuHoB KRT1 u
KRT10).

HNxTHo3 miaoga (CUH.. «WIoA ApJEKHMH», KEpaTro3 BpPOXKICHHBIM, HXTHO3
BHYTPUYTPOOHBIH, THIEPKEPATO3 YHHUBEPCAIBbHBIN BPOXKICHHBIA) XapaKTEepU3yeTCs
ayTOCOMHO-PELIECCUBHBIM TUIIOM HACJIEJOBaHUSl C MOJHOM NEHETPAHTHOCTHIO T'EHA,
AKCIPECCUBHOCTH — OT CPEAHEN TAKECTU [0 TAKEIbIX KIMHUYECKUX MTPOSIBICHUM.
JIpyroii BpOKIE€HHBI WXTHO3 (BpOXKIeHHas HeOysuie3Has MXTHO3U(OpPMHAs
SPUTPOJIEPMHUSI) — B JAHHYIO TPYIINY BKJIKOYEH Psii CHHIPOMOB, BKIIIOUAOIIUX UXTHO3
KaK OJWH U3 CHUMIITOMOB: cuHIpoM Hereprona, cunapom Pyna, cunapom Illerpena-
Jlapccona, cunapom FOHra-®orenst, TuHeapHbIN orudaromuii uxTuo3 Komerns.

1.8 Knaccuduxanus:

C yuéTtom reHerudeckoro gpakropa:

1. HacneacrBeHHbie pOpPMBI:

e AYTOCOMHO-JIOMUHAHTHBIN (BYJIbIapHbIN, IPOCTOM);



e AYTOCOMHO-PELIECCUBHBIN (JITAMEJUISIPHBIN, UXTHO3 IJI0Ja, JUHEAPHBIA OrMOArOIIHiA
uxtno3 Komens, urnucteiii uxtuo3 Jlambepra);

X-CLIENIEHHBIN PELIECCUBHBIMN.
. HacneacTBeHHbIE CHHIPOMBI, BKIIFOUAIOIINE UXTHO3:

HereproHna;

Pedcyma;

Pyna;

[llerpena-Jlapccona;

IOnra-Borens;

ITonoga;

Cunapom [Jodmana-Yanapuna,

Cungpom Konpaau-XoHepMaHHa;

IBIDS-cunapom;

CHILD-cunapom;

KID-cunapom.
. B 3aBuCcHMOCTH OT BU/1a YeNTyeK:

MXTHO3 NPOCTON (YEIIYHKH MEJIKUE, MOpakeHa BCS KOXKa);

UXTHO3 OnecTsmnid (YemIyWKd pacrlojlaratoTcs B BUJE MO3aWKH, CEpPOBATO-
MIPO3PAYHBIE);
e HXTHO3 3MEEBUIHBIN (UECLIYIKH KPYITHBIE, CEPOBATO-KOPUYHEBBIE).

e 6 L e e 6 o6 o6 o6 o o o o o Lo

B cOOTBETCTBUHU C TSHKECTHIO KIIMHUYECKOM KapTHUHBI:

e TsokEnas popma (peOEHOK poKTACTCs HEIOHONIEHHBIM M B T€UEHUE MEPBBIX JTHEH
norubaer);

e CpEIHEH TsHKeCTH (JIOOpOKayeCcTBEHHAs, T.€. COBMECTHMAS C KU3HBIO);

e 1031H:s (popMa (TIepBHIe MPOSBICHUS CO 2-3 MECAIIEB KU3HH, peiKe — 2-5 JeT).

B 3aBUCUMOCTH OT BpEMEHU Pa3BUTHUSL:
e MIIQJCHUYECKUM (JI0 2 JET);

e Jnetrckuit (oT 2 1o 13 ner);

e B3pOCIIBIN.

[1o pacnpocTpan€HHOCTH IpoLEecca:
e OIPaHUYCHHBIN;

e PACHpPOCTPAHCHHBIN;

o b y3HBIA.

Knaccupukanusi BpOKIeHHBIX HXTHO30B: HECHHAPOMAJIbHbIC U CHHAPOMAJIbHbIE
(¢opmpbIl

Hecunapomajibabie (pOpMbI HXTHO32

3aboeBanue HacaenoBanue* I'en(b1)

IlepBUYHBINH MXTHO3




Bynwrapusiit uxtros [146700] ayTOCOMHO- FLG
JIOMUHAHTHBIN
peneccuBHbBIN, X-crerieHHbIi [308100] XR STS
AyTOCOMHBIN penieccMBHbIN BpoxkIeHHbIH nxTH03 (ARCI)
HNxTHo3 ApJieKuHA
ARCI4B  [242500] AR ABCA12
JlameJisIpHBIIl UXTHO3/ BPO:KAEHHAS UXTHO3M(OPMHAS IpUTPOIEPMUs
ARCI1 [242300] TGM1
ARCI2 [242100] ALOX12B
ARCI3 [606545] ALOXE3
ARCI4A [601277] ABCA12
ARCI5 [604777] AR CYP4F22
ARCI6 [612281] NIPAL4
ARCI7 [615022] loc12p11.2-q13.1
ARCI9 [615023] CERS3
ARCI10 [615024] PNPLA1
ARCI13 [617574] SDR9C7
ARCI14 [617571] SULT2B1
HeBpokaeHHBIH ¢ MO3THUM HJIH AR LIPN
OTCPOYEHHBIM HAYAJIOM ARCI8 CASP14
[613943]
ARCI12 [617320]
CaMonpon3BOJILHbIH BbI30PABJIUBAIOIINI BPOKIEHHbIH NXTHO3
ARCI1 [242300] TGM1
ARCI2 [242100] AR ALOX12B
ARCI3 [606545] ALOXE3
HxTHO3 110 THIY «KYNAJIbHOT0 KOCTIOMA»
ARCI1 [242300] AR TGM1
Kepartunonaruueckuii nxruo3 (KPI)
Onuaepmonutraeckuit uxtuos [113800] AD KRT1/KRT10
[ToBEepXHOCTHBIN AIUACPMOTUTHIECKUI
nuxTtno3 [146800] AD KRT?2
BapuaHTbl KepaTHHONATHYECKOI0
HXTHO3a
KonpLeBol anuaepMOIuTHIECKUI
uxtno3 [607602] AD KRT1/KRT10
Wrnucteiii nxtnos Kypra-Maknuna AD KRT1
AyTOCOMHO-PEIIECCUBHBIN
snuaepMonauTudeckuid uxtuo3 [113800] AR KRT10
Bpoxnennas petukynspHas
uxtuoszudopmuas sputpoaepmus [609165] AD KRT10/KRT1
Onunepmonutuueckue HeBycol [113800] postzygotic
mosaicism KRT1/KRT10
JApyrue HecMHAPOMAJIbHbIE HXTHO3bI
Jlopukpun keparogepmus [604117] AD LOR
OpuTpoKepaTtofepMus BapuaTuBHas 1
nporpeccupytomas (EKVP)
EKVP1 [133200] AR, AD GJB3




EKVP2 [617524] AD GJB4
EKVP3 [617525] AD GJA1
EKVP4 [617526] AR KDSR
EKVPS5 [617756] AR KRT83
CuHIpOM OTCIIAaMBAIOIIEHCA KOXH UITH
numHT-cuapoM (PSS)1 [2703300] AR CDSN
PSS2 [609796] AR TGMb5
PSS3 [616265] AR CHSTS
PSS4 [607936] AR CSTA
PSS5[617115] AR SERPINBS

JInHelHbIN KepaTo3-UXTHO3,
BpokeHHas keparoaepmust (KLICK) AR POMP
[601952]

CunapomMajibubie (JOPMBI HXTHO32

3abosieBaHune I:jlcnenonaﬂ I'en(b)

Cunapomsbl X-XpOMOCOMHOT0 HXTHO32

X-CIeTJIEHHBIN PEIleCCUBHBIA UXTHO3

[308700, 300500, 300533] XR STS

IFAP cunnpom (Mx1tro3 dhonmukynspHbii

¢ arpuxueii u porodoodueir) [308205] XR MBTPS2

Cunapom Konpaau Xronepmana [302960] XD EBP

CHILD — cunapom [308050] XD NSDHL

AyTOCOMHO-peHeCCI/IBHbIﬁ CHHAPOM MXTHO3a C BBIPA)KCHHBIMHA aHOMAJIUAMMU poCTa

B0JIOC

Cunnpom Hereprona/JluneitHbiii
orubarommii uxTro3 [256500]
IHSC cunapom (ARCI11; [602400])

Tpuxotnoaucrpodus

TTD 1[601675]

TTD2 [616390]

TTD3 [616395]
Tpuxotunoaucrpodus
(HeCcBeTOYYBCTBUTENIbHBIE (OPMBI)
TTDA4 [234050]

TTD5 [300953]

TTD6 [616943]

AR
AR

AR
AR
AR

AR
XLD
AR

SPINK5
ST14

ERCC2 / XPD
ERCC3/ XPB
GTF2H5/ TTDA

MPLKIP (C70rf11) / TTDN1
RNF113A
GTF2E2

AyTOCOMHO-peHeCCHBHbIe CHHIPOMBbI UXTHO3Aa C BBIPAKCHHBIMHA HEBPOJIOTHICCKUMMU

CUMIITOMaMH

Cunnpom lerpena-Jlapccona [270200]
Cunapom Pedeyma [266500]

MEDNIK cunnpom [609313]
Bpoxnennoe Hapymenue no tumy If
rmko3unupoBanus (CDG1F) [609180]
CHIME cunapom (PIGL-CDG) [280000]
Bpoxxnennoe Hapymienue no tuny Iqf
ruko3unuposanus (CDG1Q)

AR
AR
AR

AR
AR

AR

ALDH3A2

PHYH / PEX7
AP1S1

MPDU1
PIGL

SRD5A3



http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=601675#_blank

AYTOCOMHO-pellecCHBHBIE CHHAPOMBI HXTHO03A € JIETAJbHBIM TeUeHneM 3a00J1eBaHu s
6one3np [Nomre T 2 [230900] AR GBA
MHo>xecTBEeHHBIN JePUIUT cylbpaTasbl

[272200] AR SUMF1
Bpoxnennoe Hapymienue no tuny Im

rnuko3unupoBanus (CDG-IM) [610768] AR DOLK
CEDNIK cungpom [609528] AR SNAP29
ARC — cunapom [208085] AR VPS33B
Jlpyrue cHHApPOMHbBIE HXTHO3bI

KID cunapom [148210, 220290] AD GJB2 (GJB6)
Bosie3np HaKOMIEHUS HEUTPaIbHBIX

JUIHI0B ¢ UXTHO30M [275630] AR ABHD5
CUHAPOM UXTHO3a HEJTOHOIICHHOCTH AR SLC27A4
[608649] AR DSG1

SAM cungpom[615508] AR CLDN1
IHSC cunapom [607626] AR CLDN10
HELIX cunapom [617671]

Kunnnuyeckas kiaccupuranus

1. IlepBUYHBIN UXTHO3

1.1 M3onupoBaHHbIE BYJIbIapHBIE UXTHO3bI (AEOOTUPYIOIIKE Yalle nocie 3-ro Mecsua
KHU3HH)

e BYJBIApHBIA (BYJbIapHBIA ayTOCOMHO-JOMHHAHTHBIM HMXTHO3, OOBIYHBIN HXTHO3)

(Q80.0);

e pelieCCUBHBIN, X-CIEMICHHbIN (CHH.: X-CIEIJICHHBIH UXTHO3, YSPHEIOIINI UXTHO3)
(Q80.1).

1.2 WBonupoBaHHBIE BPOXKICHHBIE WMXTHUO3bl (IEOIOTUPYIONIUE C POXKICHUSA C
reHEPATM30BAHHOTO TUTIEPKEpaTO3a U MIeTyIeHus/KoJmoauiHon tieHku; Q80.8)
1.21  JlamennsipHbli ~ UXTHO3/HEOYIJIE3HAs]  BPOXKIACHHAS  UXTHO3UGDOpPMHAS
SPUTPOAECPMHUS

DeHOTHI JTaMEJUISIPHOTO UXTHO3a

®eHoTUn HEOYIIIE3HON BPOKIAEHHON UXTHO3U(POPMHON SPUTPOIEPMUN
[TpomexyTOuHBIN eHOoTHUI

e «CamMONpOM3BOJIBHO BHI3I0OPABINBAIOLINI KOJJIOAUEBBIN IO,

e NXTHO3 1O TUIY «KYyNAJIBHOTO KOCTIOMAY;

e NxTHO3 ApreknHa (CUH.: «IUI0J APJEKHUHA»; UXTHO3 IJI0J1a; KEPATO3 BPOKIEHHBIH;
UXTHO3 BHYTPUYTPOOHBIN; TUTIEPKEPATO3 YHUBEPCATbHBIN BPOKICHHBIN);

e AYTOCOMHO-JOMUHAHTHBIN JTAMEJUISIPHBIN UXTHO3;

e bymnesnas wuxtmosudbopmuas sputpomepmus (cuH.. Hdpurpoaepmus bpoka;
UXTHO3U(GOPMHBIN dUACPMOIUTHYECKUH Tunepkeparos; Q80.3);

o bynne3nsiit nxtno3 CuMeHca (CUH.: TOBEPXHOCTHBIN MUIEPMOIUTUYECKUI UXTHO3;
9KC(OTUATUBHBIN UXTHO3);

e Hrnucteii uxtnos Kypra-MaxknuHa;

e CHUHIpPOM OTCIaMBAIONICHCA KOXH WM TUIUMHT-cuHApoM; Q80; (CHH.: MWJIMHT
CUHAPOM; BPOXKJIEHHBIN 3KC(HOTMATUBHBIN KEPATOIU3; MUIMHT-CUHAPOM Tl A/B).

2. CUHAPOMBI ACCOLMMUPOBAHHBIE C BYJIbIAPHBIM UXTHO30M


http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=230900#_blank
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=272200#_blank
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=609528#_blank
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=275630#_blank
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=608649#_blank

e bonesnr Pedcyma (cuH.: Oosie3Hb  HaKOIUIEHHS  (PUTAHOBOM  KUCIOTHI,
oOycnosneHHbii Mytanusimu B rene PHYH. HacnencrBeHHast ceHCOpHO-MOTOpHas
nonuHeiponaTus 4 Tumna; 1e610T BO3MOXKEH ¢ paHHETo Bo3pacTa /10 50 JieT; CUMITOMBI
- UXTHO3, KEPATOAEPMHSI JTAJOHEW U MOOILIB, TPOTrPECCUPYIOLLIAs MbIIIEUHas C1a00CTh,
MO3K€UKOBas aTaKCHsl, HETBEpAasl MOX0/IKa, MUTMEHTHBINH PETHHHT, NepudeprudecKas
ITOJIMHEBPOIIATHS, TIyX0Ta, KAPJAUOMHUOIIATHSI, AHOCMUS;

o Jlebunur cynpdara3 - penKoe COCTOSHHE, COMPOBOXKIAIOIICECS KIMHUYCCKIMHU
NPOSBJICHUSIMU TakuX 3a00JeBaHUN, KaK MeTaxpomaTHueckas JehHkogucTpodus,
MYKOIOJIMCAXapUA03bl U AehuuuT  CTepou-Cylibdarassbl. OO0ycnoBieHo
peueccuBHbiMU MyTanusaMu B reHe SUMF1, npuBosummMu K HapyuieHU0 GyHKIUN
BCeX Cynb(daras, BKItoYas CTEPOUIHYIO.

3. CUHAPOMBI C BPOXKJIEHHBIM UXTHO30M

o Cunnpom Yanapuna—Jlodpmana (cus.: 6071€3Hb HAKOTUICHUS HEHTPAIbHBIX JIMITHJIOB).
BpoxneHHbIE MENKOIUIACTUHYATBHIA MXTUO3, TE€NaTOCINICHOMETaaus, KaTapakra,
JaOMPUHTOBAs TIyXOTa, MHUOMNATHs, aTaKCUs, MHOTJAA OTMEYaeTcsi MHUKpoledaus,
3a/1ep’KKa YMCTBEHHOT'O Pa3BUTHS;

e bonesnp I'ome (6one3np ['omie Tum 2); Keparoaepmusi, HETBEPAOCTh MOXOIKH,
«IUPAMUIHBIA  3HAK»- CHUMITOM TMOPAXEHUS NUPAMUIHOTO MYTH, JAUILICTHUS,
TETpaIUIerusi, NPOrPECCUpyIoOmas 3alepKKa CTaTOMOTOPHOTO M ICUXUYECKOTO
pa3BUTHSA);

o Cunnpom Hereprona/Jlunelinplit orubaromuii UXTHO3 (aTonmuueckas 3k3eMa, UXTHO3,
no3uHoG UM, nosbiieHue IgE, «6amMOyKkoBbIE BOJIOCHD).

o Tpuxotuomuctpoduu (BIDS-cunapom). JIoMkue BoJIOCHI, HApYIIEHUE YMCTBEHHOTO
pa3BUTHS, MOHWKEHHAs (PepTUIbHOCTh, KapiukoBbld poct; IBIDS-cunapom: BIDS
cunapoM + uxtuo3s; PIBIDS - cungpom: IBIDS+doTouyBcTBUTENBHOCTS;

o Cunnpom Konpanu XrwoHepmaHa (CUH.: ToueuHas XOHApoauciuia3us). HeonatanpHas
APUTPOAECPMHUSI, UXTUO3UPOPMHOE HIeNylIeHrue 1o JuHUAM biamko, ommukynspHas
atpodonepmusi U TOJOCOBUAHAS aJNOMNEUUs, UXTUO3 KOHEYHOCTEH, OJHOCTOPOHHSIS
KaTapakTa, KU()OCKOJINO03, ACHMMETPUS JIULA);

e CHILD — cunmpom. «BpoxaeHHas reMUANCIIIA3US ¢ UXTHO3HU(POPMHBIM HEBYCOM H
nedeKTaMu KOHEYHOCTE»: OJHOCTOPOHHUM BOCHAIUTENbHBIN HEBYC, OrpaHUYCHHBIN
CPEIVHHON JIMHUEHN, PACIOJOXKEHHBIM BIOJAb JWHUM bramko, OJIHOCTOPOHHSS
KaTapakTa, OJTHOCTOPOHHSA JUCMENHs, UIICUIIaTepalIbHAs TUIIOIUIA3Hs opraHa (Iouka,
MO3T, JIETKOE, CEPALIE);

o IFAP cunnpom (MxTro3 dhomnmukynspHsiii ¢ aTpuxueit u porodoodueii);

e CUHADOM HXTHO3 TIpU HEIOHOWUIEHHOCTH (PEAKUH ayTOCOMHO-PELECCUBHBIN
CHUHJIPOM, XapaKTEPU3YIOLIUNCS TPUATOH CUMIITOMOB: HEJOHOIIEHHOCTBIO, Ka3€03HOU
JeCKBaMaIliuel sIuaepMrca i HEOHaTAIbHOM achUKCuel).

Jlpyrue peakue 3a00/1eBaHUs U CHUHAPOMBI:

o ARC — cunapoM (CUHAPOM, BKITIOUAIOIIUN apTporpudo3, TOUEUHYIO TUCPYHKIUIO U
CUHPOM XOJIECTa3a).

e CEDNIK  cunmpom  (uepeOpaibHbli  AUCr€HE3,  HeWpomaTHs,  HUXTHO3,
JaJloHONIoA0IBEHHAasT  Keparoaepmusi). CHHIOpOM  LepeOpallbHOM  TUCTE€HE3MH,
Helponatuu, wuxtuo3a, kepatonepmuun pyk (CHAHUK)/CEDNIK  syndrome.



Pacnipoctpanennocts 1:1 000 000, ayToCOMHO-pELIECCUBHBIM TUN HaclienoBaHus. B
JUTEPATYpPE UMEETCS ONMUCAHUE 7 WHIMBHUIYYMOB (YETHIPE MaJbYMKa U TPHU JEBOYKH),
KOTOpBIE POJUIIUCH B CEMbSIX poACTBEeHHBbIX OpakoB. IIpumunmnoint CLIIHUK sBnsercs
myTanus reHa SNAP29 (22q11.2), KoTopslil KOAUPYET TPAHCIIOPT BE3UKYIL.

e HSC cuHmpoMm (HEOHaTanbHBII HMXTHO3 CO CKJIEPO3HPYIOUIUM XOJIAHTUTOM U
runotpuxo3om). Pacnpoctpanennocts 1:1000000, ayTOCOMHO-pELIECCUBHBIA THI
HacnenoBanusi, mytarus B rene CLDNI.

e NXTHO3 C TUNOTPUXO30M CHHIPOM (BPOXKACHHBIA HXTHO3, (GOJUTUKYIISIpHAS
aTpodoaepmusi, THIIOTPUXO03, TUTIOTHAPO3).

e KID cunapom (kepaTuT, UXTHO3, TIIyXOTa).

e MEDNIK cunHmpom  (yMCTBEHHass  OTCTaJIOCTh, DJHTEpONATHs,  TIIyXOTa,
nepudepudeckas HelponaTus, UXTUO3, KEPaTOAepPMHs); ayTOCOMHOPELIECCUBHBINA TUIT
HaclienoBaHus, myTanus B rene AP1SI.

e SAM cuHapoM (BpOXIEHHAs 3pPUTPOAEPMHS C  JIAJOHHO-TIOJAOLIBEHHON
KepaToiepMHeH, TMIOTPUX030M | rurep-1gE).

e HELIX cunapom (runoruapos, 3J€KTPOJHUTHBINA aucOanaHc, TUCHYHKIUSA CIE3HON
KEJIe3bl, UXTUO3 U CUHIPOM KCEPOCTOMUN).

e Bpoxnennsliii nxtro3 HeyrouHeHHbIN (Q80.9).

2. METO/bIL, NOAXO/bl U MPOLELYPbLI JUATHOCTUKH 4:
2.1 JlmarnocTu4eckue kputepun 4

1) ITonoXUTENbHBIN CEMEHHBIM aHAMHE3

2) XapakTepHasi KIIMHHYECKasi KAPTUHA CYXOCTh KOXKHBIX IOKPOBOB;
YyBCTBO CTATMBAHMS;

IEPIIABOCTh KOXKHU;

LIEJTyILICHHE;

OHUXOAUCTPODUH;

HMCTOHYEHHUE, PAa3pEKEHHUE BOJIOC;

YMEPEHHBIN 3Y/I.

AHaMHe3:

Ha nepBuyHOM npuemMe He0OXOAUMO BBISICHUTD Yy MAl[UEHTA!

e Bpems nosiBneHus: nepBbIX CUMITOMOB 3a00J€BaHUA: IPU MPOCTOM (BYJIbIapHOM)
UXTHO3€ KOKa HOBOPOXJAEHHOI'O HE MOPa)KeHa, IIEPBbIE MPOSBIECHUS — HA IEPBOM IOy
®u3HU (3—7 MecsIeB) WK 1mo3aHee (10 5 jeT); npu X-CIEeTICHHOM UXTHO3€ — TIEPBbIC
IIPOSIBJIIEHUS C POKJICHHUSI, HO Yallle HAYMHAETCS C MEPBBIX HEEIb UM MECSLEB KU3ZHH.
e HacnenctBeHHOCTD: HaTMUMEe UXTHO3a Y POJCTBEHHUKOB 1-i1 1 2-i1 cTeneHu poACTBa;
e Ce30HHOCTH 3a00JI€BaHMSI: IPU MPOCTOM HMXTHO3€ OTMEUYAETCS YEeTKasi Ce30HHOCTh-
YIIyYIIEHHUE B JIETHEE BPEMS U YCUJICHHE KIIMHUYECKUX MTPOSIBICHUI B 3MMHUN TEPUOT;
npu X-CLETIEHHOM UXTHO3€ CE30HHOCTh BhIpa)KeHa €1a00, OIHAKO YIyUIIEHUE JIETOM
OTMeYaeT OOJIBIIMHCTBO OOJIBHBIX.

e AJuleproaHamHe3: HEPEIKO COYETAHHE BPOXKICHHOIO HUXTHO3a C aTOMHYECKUM
JIEPMATUTOM, MOTYT OBITh OJHOBPEMEHHO MPOSBICHUS OpOHXHAIbHOW AacTMBb,
Ba30MOTOPHOI'O PUHHUTA, KPAIMUBHUIIBL. XapaKTepHa HEIEPEHOCUMOCTh Psifia MUIIEBBIX
IPOJIYKTOB U JIEKAPCTBEHHBIX MTPENapaToB.



e Hamnuume comyrcTtByromux 3abosieBaHuil. Ilpu mpocToM BpOXKIECHHOM HMXTHO3€
XapaKTepHBI 3a00I€BaHMS KEITyT0YHO-KUIIIEUHOTO TPAKTa U YKETUEBBIBOAAILIUX MyTEH
(racTpuT, DHTEPOKOIUT, IUCKUHE3MM IKEITUEBBIBOIALIMX TMyTel). Bcerpedaercs
KPUIITOPXU3M WUJTM TUIIOTEHUTANU3M. bolbHbIE 110/IBEP>KEHBI MMOKOKKOBBIM, BUPYCHBIM
u rpuOKoBbIM HHpekuusM. [Ipu X-cuenneHHOM HXTHO3€ HAOIOAETCS TOMYTHEHUE
POTOBHIIBI O€3 HAPYIIIEHUS 3PEHHUSI, KPUTITOPXHU3M.

Bynveapuwiii uxmuos:

1. Hannumne uxTro3a y poACTBEHHUKOB MalMeHTa 1 1 2 CTeneHu poJICTBa.

2. [losiBeHHE KIMHUYECKUX CHUMIITOMOB Ha IEPBOM TOAY *KHU3HU (3—7 MecsleB) Win
nosaHee (110 5 ner).

3. Ce30HHOCTH C yIy4lIEHUEM B JIETHEE BPEMS U YCUIIEHUEM KJIMHUUYECKUX TPOSIBICHUIM
B 3UMHHM TIEPUOJ.

4. Acconpanus ¢ aJlJIepruuecKUuMH 3a00JIeBaHUSAMU: OOJIbHBIE BYJIbrapHBIM UXTHO30M
CKJIOHHBl K aJJIEPrMYECKUM 3a00JIeBaHUSIM M aTomuu. YacrtoTa codeTaHusl C
atonuueckuMm aepmatutom aocturaet 40—-50%. MoryT ogHOBpEMEHHO HAOII0JAThCS
MPOSIBICHUS] OPOHXHAILHOM aCTMbI, BA3OMOTOPHOT'O PUHUTA, KPAITUBHHULIBI.

5. Accounanus ¢ 3a00J€BaHUSIMH  KEIYJOYHO-KHUILIEYHOrO TpakTa (TacTpHT,
SHTEPOKOJUT, JUCKUHE3WU JKETUYEBBIBOJAIIMX IyTeil), pexe Habmoxaercs
Kpuntopxusm (y 3% OOJbHBIX).

6. bonbHbBIE CKIOHHBI K MMOKOKKOBBIM, BUPYCHBIM U TPUOKOBBIM MH(EKLIUSM.

Hxmuo3, ceazanuwiti ¢ X-xpomocomou.

1. Hannume uxTro3a y poJACTBEHHUKOB MalueHTa 1 u 2 cTeneHu poJCTBa.

2. JKeHIIMHBI ABISAIOTCA I€TEPO3UTOTHBIMU HOCUTEIBHHUIIAMU 1€(DEKTHOTO reHa, HO He
UMEIOT KIIMHUYECKUX MPOSIBICHUI 3a0051eBaHusl. BoJICIOT TONBKO JIMIIa My»CKOTO M0JIa.
3. [NosiBNeHNE KIMHUYECKIX CUMIITOMOB C POKJICHUS WM C TIEPBBIX HEACTb )KU3HH.

4. OtcyTCTBHE acCcOIMalUil C aTOMUYECKUM JIEPMATUTOM Y OOJIbIIMHCTBA OOJIbHBIX.

5. Accouuanus ¢ naToJorueil opraHoB 3peHus (IOMYTHEHUE POTOBHIIbI 0€3 HApyLIECHUS
3penus (y 50% O0oJibHBIX) U MOJIOBOM (YHKUMU (TUIOTEHUTAIU3M U KPUIITOPXU3M Y
20% OOJIbHBIX).

I nacmunuamolu uxmuos:

1. TlosiBieHNE KIMHUYECKUX CUMIITOMOB C POXKICHHUS: TUIO POXKIA€TCSA B KOJUIOUTHOM
IUICHKE WJIM COCTOSIHUM TE€HEPAJIM30BAaHHOW SPUTPOJAEPMHH, 3aTeM K 6—7 mecsiam
MOCJIE POKICHUS PA3BUBACTCS TCHEPATM30BAHHOE TIACTUHYATOE IICTYIIICHHE.

2. OTcyTCcTBUE HApYIIEHUN (PU3UIECKOTO U TICUXUUECKOTO Pa3BUTHS Y OOIHHBIX.

3. OTCyTCTBHE CE30HHOCTH.

Bpoorcoennas o6ynnesnas uxmuosugopmuasn spumpooepmus:

1. Hannume uxTro3a y poJCTBEHHUKOB TallieHTa | u 2 CTETIeHU poACTBa.

2. llosiBIIeHHE KIMHUYECKUX CUMIITOMOB C POXACHHS: TIPU POXKICHUU KOXKa peOCHKa
BBITJISIUT MallepUpPOBAHHOM, BCKOPE IOCIIC POXKIACHUS KOXKa CTAHOBUTCS CyXOH, a B
KPYIHBIX €CTECTBEHHBIX CKIIAJIKaX - OTPyOEBIEH U KPYIMTHOCKIIaTIaTOM.



3. Ce3oHHOCTH OOOCTpeHMII 3a00J€BaHHUA: TOSBICHHE Iy3bIpell M TOCIEayIolIee
npucoeAnHeHne HHPEKIUN 00BIYHO HA0II0IaeTCsl OCEHBIO U BECHOIA.

Hxmuo3z nnooa:

1. 3abosieBaHuE XapaKTepU3yeTCs MOSIBICHUEM KIIMHUYECKUX CUMIITOMOB C POXKICHUSI.
2. Ilpu poxkneHun Koxa peOEHKa HANOMHHAET TPyObId CyXOil pOroBOM MaHIUPD
CepoOBaTO-0EIOBATOTO WJIM CHUPEHEBATOTO IIBETA, KOTOPBIM B TEpPBBIE Yachl MOCTE
POKJIEHUS HAYUHAET TEMHETh.

3. HoBopoxxnenusie B 80% ciiyyaeB pokJat0TCs HEIOHOIICHHBIMHU.

4. DKTPONMOH, OKKIIFO3UU HAPY>KHOTO CIIYXOBOT'O MPOXO/Ia.

Kanoowbr:

CyxoCTh M HIEIYIICHHE KOXH C (POPMHUPOBAHHUEM YCIIYeK M yYaCTKOB YTOJIICHUS
SIBJISTFOTCST TIOCTOSTHHBIMHM CUMITTOMaMU 3a00JI€BaHUs, HO TIPH ATOM Pa3IMIHbIC (hOPMBI
UXTHO3a HWMEIOT CBOM OCOOEHHOCTH, OOYCIIOBJICHHBIC THIIOM HACJIeIOBaHUS,
KIIMHAYECKOW BaprualeTbHOCTHIO M ACCOMMAIMCH C TOpaXEHUEM IPYTHX OPTaHOB U
CHCTEM.

Du3znkKaabHOE 00c/IeI0BaAHUE:

Bynveapuwii uxmuos

XapakTepusyercs MIETyIIEHUEM, MOBBIIIEHHONW CKJIAA4aTOCThIO JIAJIOHEW W IOJOIIB,
domnmukynsapasiM  runepkepato3om.  lllemymenue  Hambojiee  BBIpAKEHO  Ha
pasrudaTeNbHBIX TOBEPXHOCTSIX KOHEYHOCTEH, MEHBIIE MOPa)KEHbl KOXKa CHUHBI U
)KMBOTA, BOJIOCUCTOM 4YacTH TOJIOBbl. YelmyWkh B OCHOBHOM MEJKHE, TOHKHE, C
BOJIHUCTBHIMU KpPasiMH, UX I[BET BapbUPYET OT OEJI0Tr0 M TEMHO-CEPOTO 10 KOPHUUHEBOTO.
Ha kosxe rosened yemryku camble TEMHBIC U TOJICTHIC, MOJUTOHAIBHOW (HOPMBI,
IJIOTHO MpUKperieHHbIe. DOoJTUKYISPHBIN TUIIEPKEPATO3 B BUIE MEIKUX CYXOBAThIX
Y3€JIKOB B YCThSIX BOJIOCAHBIX (POJUIMKYJIOB HaOJI0/AaeTCs Ha KoXke Oenep, Iuied,
MPEAIJICYU U SITOIUL, TAKKE MOXKET JIOKAIM30BaThCS HAa KOXKE TYJIOBUINA, Jua. [Ipu
MaJbIalK MOPAKEHHBIX 0YaroB OMPEEseTCs CUHAPOM «TEPKW». JIaZ0HU U MO OB
MMEIOT TOJYEPKHYTHIA PUCYHOK, MOBBIIMICHHYIO CKJIAT4aTOCTh, UYTO MNPUAAECT UM
crapyeckuil Bu. JleToM Ha MOAOIIBaX 4YacTO MOSBIISIIOTCS OOJE3HEHHBIE TPEIIUHBI.
HorreBble mIacTUHKKM JJOMKHE, KPOIIATCs CO CBOOOJHOIO Kpas, MHOT/Ia pa3BUBACTCS
OHHMXOJIM3UC. BOJIOCHI HCTOHUYAIOTCSI, CTAHOBSITCS peIKUMU. BeTpedaroTcs abOpTUBHBIE
dopmbl 3a00s€BaHuUsA, JJIsI KOTOPBIX XapaKTepHA CYXOCTh KOXXH C HE3HAUYUTEIHHBIM
HIETYIICHUEM U TTOBBIIIEHHAS CKIaA49aTOCTh JIAJJOHEN U MOOIIIB.

Hxmuo3, ceazannviti ¢ X-xpomocomou

XapakTepuszyercsi CyXOCThIO KOXXHOTO IIOKpOBa, OTMEYaroulelcsl cpa3y IMocie
pPOXKICHUS WIM B MEpBble HeAeNH KU3HU. 1103ke MOSBISAIOTCS CBETIO- U TEMHO-
KOPUYHEBbIC YEIIYWKH Ha pa3ruOaTebHBIX MOBEPXHOCTSAX KOHEYHOCTEH. 3aHss
MOBEPXHOCTh IIIEM M3-3a CKOIUICHUS 4YEelIyeK MPUOOpEeTaeT «rPSA3HBI» BHI.
[ToaMbIieuHbie BMaJAWHBI, JOKTEBBIE SIMKH M 00JIACTh TE€HUTAIMA CBOOOJHBI OT
nopaxeHud. OTIMYUTEIHHONM OCOOCHHOCTBIO OT APYrUX (OpM HXTHO3a SBISETCS
OTCYTCTBHUE MOPAKEHUS KOXKU JIMIIA U KUCTEH IO TUITY «IIE€PUYATOKY.

IInacmunuamoiii uxmuos



OTMeuaeTrcsi TEHEPAIM30BAHHOE IUIACTUHYATOE IIENYyLIEHUWE, OJHOBPEMEHHO C
KOTOPbIM  00s3aTeNIbHO  HAOJIO1aeTCsd  JaJOHHO-TIOJIOIIBEHHBIM  THMIEPKEPATO3,
SIBJISTFOIITUICS. TTOCTOSSHHBIM KJIMHMYECKUM TIpU3HAKOM 3aboseBanus. Yemryiiku Ha
INIAJIKOW KOXXE€ OOBIYHO MEJIKME M CBETJIble, Ha TOJEHSAX KpYyIHbIE, O00pa3yroT
MJIACTUHYATOE MIETyIIeHHEe. Y HEKOTOPBIX OOJIbHBIX HabtomaeTes neopMartis yirHbIx
PaKOBUH.

Bpootcoennan 6ynnesnas uxmuozugopmuasn spumpooepmus

B o6actu KpynHBIX €CTECTBEHHBIX CKIAJ0K (KOJIEHHBIX, TOKTEBBIX, Ty4e3ansiCTHBIX U
TOJICHOCTOITHBIX CYCTaBOB, Ha MIEMHBIX CKJIaJIKaX, B 00JACTH MOJAMBIIICYHBIX BIA/IUH)
HaAO0JII01a€TCsl TUIIEPKEPATO3 C KPYMHOIIACTUHYATHIMUA POTOBBIMU KPOIIIKOTIOJOOHBIMU
oOpazoBanusiMu. Ouaru THMepkeparo3a Oyporo, Oypo-uepHOro WJIH TPSI3HO-CEPOro
neera. Ha ¢one rumepkeparo3a mepBOHAYaIbHO MOSBISIOTCS IMY3BIPH C CEPO3HBIM
COJIEPKUMBIM, B  TOCIEAYIOIIEM  TPUCOCAUHSICTCS  BTOpUYHAsS  WMHOEKIHUS.
OIHOBpPEMEHHO OTMEUAETCsl TMOBBINICHHE TEMIEpaTypbl Tela U YBEIUYCHHE
peruoHapHbiXx JuM@aTudeckux y350B. [Ipu OTTOpKEHUU POTOBBIX HACIOCHUI
OCTalOTCSl DAPO3UPOBAHHBIE OYArd C 3aMETHBIMH COCOYKOBBIMU pa3pacTaHUSMH.
XapakTepeH HEeNPUATHBIN 3alax U3-3a 4aCTOro MPUCOEINHEHUSI BTOPUYHON MH(EKIIMH.
Hxmuo3z nnooa

[TopaxkeHue 3axBaThIBA€T BECh KOXKHBIM IOKPOB B BHUJI€ CIUIOIIHOTO, PAa3JIUYHOU
TOJILIMHBI POTOBOTO MAHIMPS OEIOBATO-KEITOr0 WIH CEPOBATO-KOPUYHEBOI'O IIBETA,
KOTOPBIN pPaCTPECKUBAETCS, U HA CYCTaBHBIX IMOBEPXHOCTAX OOpa3yloTcs TIIyOOKHE
6opo3aku. Ha ronose 0osibHOro HAOMIOAETCS TOJCTHIA CJIOM POTOBBIX HACIOEHUH,
UMEIOIIMECS BOJIOCHI KOPOTKHE, PpEIKUE WA BOBCE OTCYTCTBYIOT. JIHIIO
ne(hOpMHUPOBAHO U MTOKPHITO KPYIMTHBIMUA POTOBBIMH IIACTUHAMU. POT IIUPOKO PaCKPHIT
U3-3a CWJIbHON MHOQWIBTPAIIMM MATKUX TKAHEHW, B yriax pTa BBISABISIOTCS TIIyOOKHE
TpemuHbl. ['yObI yTOJNIIEHBI, X CIU3UCTasi 0007104YKa BBIBEPHYTA, HAOIIOAACTCS PE3KO
BBIPDQKEHHBIA  JKTPONMHOH W Pa3psSKEHHOCTh  PECHUIl.  YIIHBIE  PAKOBHUHBI
neopMUpOBaHbl U TUIOTHO MPUKATHI K YEpPEIy WM 3aBEPHYTHI BIiepea. B HO3MpsAx U
CIIyXOBBIX MPOX0/1aX BBISIBJISIOTCSI POTOBBIE HACTOCHUS B BUE TPOOOK.
JlabopaTopuble uceaegopanus 1

IlepeyeHb OCHOBHBIX JIA00OPATOPHBIX UCCICTOBAHMIA:

e 00IIMIA aHATN3 KPOBU — CHIXKEHHE YPOBHS ITeéMOIJIO0MHA;

e 00IIMI aHATN3 MOYH — MOBBIIICHUE YPOBHS JIEUKOIIUTOB, HATMYUE COJICH, TIIFOKO3HI;
e OMOXMMMYECKHI aHATN3 KPOBU — N3MEHEHHE YPOBHS MOYEBUHBI, heppUTHHA, OOIIIEH
’KEJIe30-CBA3BIBAIOIIEH  CIIOCOOHOCTH, CHIBOPOTOYHOIO  JKEJe3a, JJIEKTPOJIMTOB,
BUTamuHa D.

IlepevyeHb JOMOJIHUTEIBHBIX J1200PATOPHBIX UCCJICIOBAHUIM:

— T'ucronormyeckoe uccieqoBaHue OMONTaTa KOXKHU IMPHU CIOXKHBIX CIydasx Mpu
npoBeeHnd TudPepeHnarIbHON AUArHOCTUKH.

[IpocToit uXTHO3. Y MepEeHHBIN runepKepaTo3 ¢ 00pa30BaHUEM KEPATOTHUECKUX TPOOOK
B YCThSIX BOJIOCSIHBIX (DOJUTMKYJIOB; UICTOHYEHUE WM OTCYTCTBUE 3€PHUCTOTO cios. B
JIEpMe CKYJIHbIE€ TMEPUBACKYJISIPHBIE JIUMQPOTUCTUOIMTAPHBIE UH(QUIBTPATHI, CAIbHbIE



KeJyle3bl aTpPO(QUYHBIE, KOJMYECTBO BOJIOCSHBIX (DOJUIMKYJIOB M IHOTOBBIX JKENE3 HE
VU3MEHEHO.

X-CLETUIEHHBIN UXTHO3. BBIpaKe€HHBIN TMIIEPKEPATO3, 36PHUCTBINA CIIOM HEU3MEHEH WIIH
cierka yromameH (A0 3-4 psAaoB KIIETOK), YMEPEHHBIM aKaHTO3, MEPUBACKYIISIPHBIE
TUM(OTUCTHOLUTAPHBIE HHPUIBTPATHI B IEPME.

[ImactuHyaTeli UXTHO3. | UIEpKEPaTO3, OYAroBbIM MAPAKEPATO3, AKAHTO3, YTOJIICHUE
MeCTaMHu J0 5 PAAOB 3€PHUCTOrO CiOs. B mMMIOBAaTOM C€I0O€ - OYAarOBBIM CIIOHTHO3.
BocnanurensHble M3MEHEHUS B JIEPME€ YMEPEHHO BBIPAKEHBI. CalbHO-BOJIOCSHBIC
(oJIMKYJIIBI aTPOPHUUHBIE, X KOJIMYECTBO YMEHBIIEHO, IOTOBBIE KEJE3bl HE U3MEHEHBI.
Bpoxnennass OymnesHas HMXTHOQOpPMHAsE HSpUTPOAECPMUS. DNUAECPMOIUTUYECKUN
TUIIEpKEepaTO3, KOTOPBIA BKIIOYAET B CE€Osl BBIPAKEHHBIM TUIIEPKEpaTO3, a TaKkKe
BaKyOJIbHYIO U 3€PHUCTYIO0 JUCTPOQUIO KIETOK 3€PHHUCTOTO CJIOS M KIETOK BEPXHUX
psAA0B mMNIoBaroro cios. Pe3ko Ga3zoduibHble TpaHysdbl KepaTorealvHa BBITJISIAT
CIMMIIUMHUCS, ¢ TPyOBIMU OuYepTaHUSMU. SIBHBIE MY3BIPU MOTYT HE ONPEIEIATHCA,
OJIHAKO OOBIYHO HMMEIOTCS IIEJEBUIHBbIE JE(PEKTHl BCIEICTBUE HAPYIICHUS CBs3el
MEK]ly CUIBHO BaKyOJM3UPOBAHHBIMU KJIIETKAMH B BEPXHUX CJIOSAX MUAECPMUCA.
Nxtno3 mnona. IlponudepannonHslii rumnepkepaTo3 (MHOTAA C MapakepaTo3oM),
rpaHyJie3, yMEPEHHbIN aKaHTO3, TUIIEPTPO(HUS COCOUKOB JAEPMBbI, YBEIUUYECHHE CATbHBIX
Y TIOTOBBIX JK€JI€3, IEPUBACKYJISIPHBIE HHPUIBTPATHI.

- DJIEKTPOHHAsI MUKPOCKONUS IIPOBOJIUTCS JUUIL YTOYHEHHS TUATHO3A: BBISIBIISACTCS
MeTaboNInyeckass aKTUBHOCTh SMUTENIMOIMTOB, O YEM CBHUJETEIbCTBYET YBEIUYEHUE
qyclia MUTOXOHJIpUM KM puUOOCOM B MX IUTOIUIa3Me. B KieTkax poroBoro cios
BBISIBIISIFOT MHOTOYHMCIICHHBIE JINIIAIHBIE BKIFOYEHUS, B MEKKIIETOUHBIX ITPOMEXKYTKAX
— MHOT'OYMCJICHHBIE TUIACTUHYATHIE TPaHyJIbI.

Bynbrapuein nxtno3. Pe3koe CHUKEHME KOIMYECTBA TIpaHysl KepaTorhaliiHa, HX
MEJIKME pa3Mephl, JIOKaIM3alus y Kpas Iy4YKOB TOHO(UIAMEHTOB; CHMKEHUE
KOJINYECTBA TUIACTUHYATHIX TPaHyJI; €IUHUYHBIE 3€PHUCTHIE AITUTEIUOLUTHI.
X-CLETUIEHHBIM NXTHO3. B 36pHUCTOM C€II0€ KOJTMYECTBO KEPATOrHAIMHOBBIX TPAaHyJI HE
M3MEHEHO, OHU OOBIYHOM BEJIMYHMHBL; COICPKAHUE TIIACTUHYATHIX TPAHYJ CHHXKEHO.
[InacTuHYaThlii UXTHO3. BhIsSBIIAETCS MEeTabOIMYECKasi aKTUBHOCTb SMUTEINOLIUTOB, O
YeM CBUJIETEIBCTBYET YBEIIMUEHUE YUCIa MUTOXOHAPUNA U puOOCOM B X LIUTOIJIa3ME.
B knerkax poroBoro ciaosi BBISBISIIOT MHOTOYHMCIIEHHBIE JIMIIUIAHBIE BKJIIOYEHUS, B
MEKKJIETOUYHBIX TPOMEXKYTKAX — MHOTOYMCIIEHHBIE TUIACTUHYATHIE TPAHYJIBI.
Bpoxnennas Oymie3Hass uXTUOQOpMHAs sSpuUTpojepMmus. BrisBisercs arperanus
TOHO(PMIAMEHTOB MO Tmepudepun KIETOK, HapylleHa CBS3b TOHO(MUIAMEHTOB C
J€CMOCOMaMH, B KJIETKaX 3€pHUCTOrO CJIOS KpOME CKPYYE€HHBIX TOHO(QHUIAMEHTOB B
0O0JIBIIIOM KOJIMYECTBE OMPEALIISIIOTCS TPaHyJIbl KepaTorealnHa.

NxTtro3 mioga. MHOrOYMCIEHHBIE TUIUAHBIE BKIFOYEHUS B KJIETKaX POrOBOTO CJIOA.

—  Ilonmnosk3omuoe cekBenupoBanue JIHK denoBeka ¢ wucnosb3oBannem NGS
TEXHOJIOTUH - METOJ, KOTOPBII OJJHOBPEMEHHO CUMTHIBAET COTHH M THICSYM T'€HOB 3a
OJIMH JKCIepuMeHT. Meroa ananu3upyetr TpaHckpubupyemsbie yudactku JHK, rme
NPEANOJIOKUTEIBHO HAXOAATCA OKOJIO 85% BCEX MyTalUid, aCCOLIMMPOBAHHBIX C TEM
WIM MHBIM FeHEeTUYeCKUM 3a0oiieBaHueM. [IpuMensercs st onpeaeneHuss MyTaluuid B
reHax, OTBEUAIOIIMX 3a pa3BUTHE 3a00JI€BaHMSI TAIIMEHTA, TPOTHO3UPOBAHUS TEUCHUS,
a TaKKe JJis IJIAHUPOBaHUSI OEPEMEHHOCTH TOCJ€ KOHCYIbTAlUU F€HETUKA C LEIbIO



OLICHKM pHUCKa NOsIBJICHUs OOJIbBHOTO peOeHKa B CeMbe, MH()OPMHPOBAHUS CEMBU O
PHUCKE pa3BHUTHs HACIEACTBEHHOI'O 3a00JIEBaHMS, O BO3MOXHBIX JUATHOCTUYECKUX U
TepaneBTUYECKUX MeToAax. llokazaHust MJid KOHCYJbTUPOBAHUS — MpEIbIIyIIee
poxaenue pebenka ¢ BU, wnanmume 3a0oneBaHus y OJHOTO U3 POJUTENEH,
YCTaHOBJIEHHOE WJIHU [10J103peBaeMoe 3aboseBanue B ceMbe. [IpaBuiia 3a0opa, 1ocTaBku
U TPOBEIECHUS MOJEKYJISIPHO-TEHETHUYECKOTO HCCIEIOBAaHUS IPOBOJUTCS COTJIACHO
MIPUIIOKEHUIO 1.

Ioka3zaHus 1Jis KOHCYJIbTAIIMU CHENUAJINCTOB:

* Bpauda-odrampmosiora (Ipd HAJIUYMHU DKTPONMUOHA, MHOIHH, JaTbHO30PKOCTH,
aCTUTMaTU3Ma, CXOJSAIIETOCsS KOCOTJIa3us, YaCTUYHON aTpoduu 3pHUTEIHHOTO HEpBa,
JAKPUOLIUCTUTA HOBOPOXKJIECHHBIX U JIP.),

* Bpaya-oTOpPUHOJApUHroJiora (MpU  HATUYUM  HEHPOCEHCOPHOW  TYTrOyXOCTH,
CHIKEHHMM OCTPOTHI CIyXa MO MPUYMHE OKKIIIO3MHM HAPYHOTO CIYyXOBOI'O MPOXOJa,
XPOHUYECKOTO TOH3WLINTA U JIP.).

® Bpaua-r€HEeTHKa C ILEJIbI0 IJIAHUPOBAaHMS TOTOMCTBa B Opake W BepudUKaIluu
JMarHo3sa.

® Bpaya-rMHEKOJIOTa C IEJIbI0 MPOBEICHUS MHBA3UBHOM MpEeHATAIbHON JUAarHOCTUKHU.
® Bpaya-ncuxoTepareBTa C EJbI0 OKa3aHus ICUXOTEPANIEBTUUECKON TTOMOIIH CEMbSIM
C BO3MOXHOCTBIO COLIMAIBHOM ajanTanud OOJIBHOTO HWXTHO30M, HMEIOIIUM
ACTETUYECKUH Ae(EKT BHEIIHOCTH.

® Bpaya-racTpodHTeposiora (MpU HAIUYUW  TeNaTOMEraiid, CIUICHOMETaJINH,
JTMCKUHE3UU KEITYEBBIBOISIINUX MyTEH, racTpUTa, KOJIUTA, TyoJieHuTa u ap.) [7];

* Bpaya-HeBpojora (MPU HACIEJACTBEHHBIX CHUHAPOMAX, BKJIIOYAIOIIUX HXTHO3, C
COUYETAaHHWEM C COIMYTCTBYIOIIEH MaTojorued B Bujae rujporedanuu, Mukporedanmu,
SIUJICTICUM, YMCTBEHHOW OTCTaJOCTH, MOJIMHEBPUTA, NApe30B M Mapanyeu
JUCTAJIbHBIX ~ OT/EJIOB KOHEYHOCTEH, pAacCTPOMCTB TOXOJKH, MAaTOJIOTHUYECKOTO
TIOJIOKEHUS CTOT, MO3KEUKOBBIX CHMIITOMOB (aTakcusi, HUCTarm) u ap.) [9];

® Bpauva-ajieprosjora (Mpu HAJIUYUU  COIMYTCTBYIOIICH MAaTOJOTMM B  BHUJE
OpOHXHUANILHOW aCTMBbI, aJIEPTUUYECKOTO PUHHUTA, KPAMMBHUIIBI, MOJJTUHO3A U JIPYTHUX
AJUIEPTUYECKUX COCTOSIHUI);

® Bpauya-SHJIOKpUHOJOTa (NMpU HAJIUYUKA COIMYTCTBYIOIIEH TATOJOTMU B BHUJE
KpPUNTOPXU3MA, THUIOTOHAJOTPONHOTO THUIIOTOHAAU3Ma, YMCTBEHHOM OTCTaJIOCTH,
MaTOJIOTMHU IIMUTOBUIHOMN U MOJIKEITYIOYHOM KeJe3 U 1p.);

* Bpava-nenuarpa (IpU HAIWYUM TTHEBMOHWH, AaHEMUHW, HWMMYHOJAC(PHUIIMTHBIX
COCTOSIHUM, CHUYKEHUU UHJEKCAa MACChl Tela U IPYTUX COCTOSHHIA).



2.2 InarHOCTUYECKHH aJITOPUTM:

MauneHT ¢ NoOA03PEHNEM HA UXTUO3

v

dusmkanbHoe obcnenoBaHNe: KNMHUYECKUEe NPOSIBIEHMS,
cbop aHamHe3a

v

XapakTepHas KnmHuyeckas KapTuHa: CyXOCTb KOXHbIX
MOKPOBOB,  YyBCTBO CTArMBaHUSA, LLIEepLUaBOCTb KOXW,
MerkonnactMHyaToe LwenyuweHue,
OHUXOAUCTPOMUN, WCTOHYEHME, pa3peXeHne BOsocC,

YMEpPEHHbIN 3y

’ \

[a HeTt
NxTnos lMpooomkeHne AMarHoCTMYECKOro nomcka

B paMKaxX ApYyrmx BO3MOXHbIX

l

l

MpocTton Opyrve v HapyxHas Tepanus kepaTonMTUYeCKUMU,
NXTNO3 opMbI YBIaXKHSAOLWUMU, CMSIrYatoLLnmm
i cpencTeamm + CUCTEMHble peTuHouAbl (No
HapyxHas Tepanus v
KepaTonMTUYeCKUMN, v HabniogeHne Bpadom
YBIaXKHSAOLLMMMU, AepMaTOBEHEPOSIOroM




2.3 uddepennuaabHbIii
uccaexopanmii
HubdepeHnmanbHy0 THArHOCTUKY BPOXKICHHOTO MXTHO3a MPOBOIAT C TAKUMU

ANATHO3 |

000CHOBaHHUE JAOMOJHUTEC/IbHBIX

OONe3Hs MU  KaK  NPUOOPETEHHBIH  HMXTHO3, HUXTHO3U(DOPMHBIE  J1€PMATO3HbI,
MCOPUATHYICCKAA SPUTPOACPMMUA U APYTIHUC.
O0ocHoBaHM
e
Jluaruos lllrl(l)(bepetlll Obcaenosan Kpurtepun uck/roueHus: 1Mar{o3a
HAJIBHOM us
AHATHOCTHK
"
IPUOOPETEHHBIH 1) wamuuwme | 1) B 20-50% ciy4aeB COIPOBOXKIAET TaKUE
UXTHO3 natoioruyec | (M3MKaJIbHOE | 3JI0KAYECTBEHHBIE HOBOOOpPA30BaHMA, Kak
KHUX oOcnenoBanu | aumdorpanynemMaro3, JumMdpoma, MHUEIOMA,
BBICHITIAHUM, | € KaplUUHOMA JIETKUX, SUYHUKOB U IIECHKH
KaK CyXOCTb | 2) aHaMHe3 maTku. [lannas ¢opMa HXTHO32a MOMKET
U pasBuBartbcst npu naronoruu JXKKT (cunapom
LIETyLIEHUE ManbaOcopOIMK), HpU  AYTOUMMYHHBIX
KOXH 3aboneBanusax (CKB, nepmaromMmuosur),
SHJOKPUHHBIX PACCTPOMCTBax (caxapHbIi
nuabeT), 3a00JIeBaHUAX KpPOBHU, OOJIE3HAX
IIOYEK, PEIKO IMpH IMpUeMe HEKOTOPBIX
JIEKapCTBEHHBIX MpemnapaToB (LUMETUAMHA,
HUKOTUHOBOM KHCJIOTBI,
AHTUIICUXOTUYECKUX MPENapaToB).
Jns Bepudukauuu IuMarHo3a HEoOXOIUMO
oOpaiaTe BHUMaHHE Ha aHAMHECTUYECKUE
JaHHbIE,  HACJEACTBEHHOCTb,  TSIKECTh
CONYTCTBYIOIIEN NATOJIOTHUEMN.
rncopuaTuieckas 1) wamuuwe | 1) Bapuant  Tskenoit dopmbl  TeueHUs
SPUTPOJEPMHUS natojiornyec | pU3MKaIbHOE | IICOpHa3a, pa3BUBAIOLIMIICS B pe3yJbTaTe
KHX o0clieZIoOBaHN | BO3ACUCTBHS  pa3ApaxkaroluMx (akTOpoB
BBICBIIIAaHUM, | € (Bo3zelicTBHE TPSIMBIX COJIHEUHBIX JIy4yeH,
KaK CyXOCThb | 2) aHaMHe3 ayTOMHTOKCHUKAIU, MEXaHUYECKHe
u BO3/ICICTBUS, HEPALMOHAIBHOE JICYECHUE U
HIeTyIIeHNE Ip).
KOXH Hauano 3aboneBanust B 0Oojee MO3IHEM
BO3pacTe.
KnuHnueckn mnpenacraBieHa CIUIOLIHBIMU,
CIIMBHBIMH, THIEPEMHPOBAHHBIMU OYaraMmu
WHOUIBTPAllMK, WHOTAA C  OOWJIBHBIM
IJIaCTUHYATBIM WIn OTPYOECBUIHBIM
LIEJTYILIEHUEM. Coxpanstorcs
MMaTOrHOMOHUYHBIC MIPU3HAKU
«rcopuatudeckoil Tpuansl». Habmomaercs
auMmdoa eHonaTus, HapyueHrne oOero
COCTOSIHMSI, BO3MOJKHa  IICOpUaTHYecKast
apTpornarus.
JIniaii 1) wamnume | 1) PacnipocTpanennas HaciencTseHHas gopma
BOJIOCSTHOM natosnoruyec | (pu3MKaIbHOE | (THUIl HACIEIOBaHMS ayTOCOMHO-
KHUX JIOMHUHAHTHBIN ¢ BapualOenbHOI




BBICHIITAHUH,
Kak CyXOCTb
i
LIETyIICHUE
KOXH

o0cienoBanu
e

2)
TUCTOJIOTHYE
CKOE€
o0cienoBanu
e

MEHETPAHTHOCTHIO TeHa) (POTUKYISIPHOTO
Keparo3a ¢ MPEeuMyILEeCTBEHHON
JOKaJIu3alMeil Ha KOKe pa3srudaTesIbHbIX
MOBEepXHOCTE KoHeuHOoCTeH. [Ipeacrapien
CUMMETPUYHBIMU, (QOJUTUK YIS PHBIMU
POTOBBIMU MAIyJIAMH OT HOPMAJIBHOTO
TEJIECHOTO /10 KPACHO-KOPUYHEBOTO 1IBETA
Ha (oHE HEM3MEHEeHHOU Koxku. Koxa
JaZIOHEH U NOJOLIB He u3MeHeHa. [Iuk
KJIMHAYECKUX MTPOSIBJICHUIN NPUXOAUTCS HA
IIEPHUO/] MI0JIOBOI'O CO3PEBAHMUS.
I'ucTonornueckass KapTUHA: BBIPAKECHHBIN
(OJTUKYIAPHBIN TUTIEPKEPATO3, 3ePHUCTHIHI
CJIOM COXpaHEH.

Bbynne3nsrit
SMUACPMOIIN3

1) nHamuuue
IMaTOJIOTUYEC
KUX
BBICHITIAHHM,
KaKk CyXOCTb
u
HISTyIIEHUE
KOXKH

1)
(bu3uKaIbHOE
o0cae0BaHu
e

2)
TUCTOJIOTHYE
CKOE€
o0cienoBaHu
e

HacnencrBennslii 1epMaros,
MPOSIBISIOLIUIICS 00pa30BaHUEM Ha KOXKE U
CIIM3HUCTHIX 000JIOUKAX ITy3bIPEH U HPO3Uil B
pe3yabpTaTe TpaBMaTU3alUU WA CIOHTAHHO
Ha (pOHE BUIUMO 3]I0pOBOIl KOXKH,

G Gy3HBIMA BOCTAIUTEIHHBIMU
U3MEHEHHUSMH KOKHBIX TIOKPOBOB,
OOUIMPHBIM CITYITUBAHUEM DIIHIEPMHUCA.
OpuUTpOJepMUS U HACIOCHUE POTOBBIX Macc

oTcyTcTBYeT. ['McToornueckas KapTuHa:
aKaHTOJIN3, B BEPXHEH YaCTH JIEPMbI —
OTEK, pacIIipEeHNne KPOBEHOCHBIX U
IUM(}aTHIECKUX COCYIOB M Pa3IMYHON
MHTEHCUBHOCTH XPOHUYECKHH
BOCHAJIUTENbHBIA HHPUIBTPAT, COCTOSIIMM
u3 1uM¢pouuToB, hudpo01acTOB,
THCTHOLIMTOB U TNIA3MAaTHYECKUX KIIETOK.

3. TAKTUKA JIEUEHUSI HA AMBYJATOPHOM YPOBHE 121

e KYIHUPOBAaHUE KIMHUYECKMX CHUMITOMOB: VIYYIIEHUE THUIpaTaIiu
JOCTUKEHUE KEpaToJin3a U HOpMaJIM3allly Mpoliecca KepaTUHU3AIINY;

o TPEIYNPEXKICHUE PA3BUTHUS OCIOKHEHU;

e YMECHBIIICHUE YUCIa PELUANBOB, YIJIMHEHUE PEMUCCHH;

e YIIyHYILIEHHE KaueCTBA KM3HU U MPOTrHO3a 3a00JI€BAHMUS.

KOXKH,

3.1 HemeaukaMeHTO3HOE JIeYeHHUe:

e Pexum N2 (oOuruit);

e Croiu Nel5 (oOurmit);

e PekoMeHIyeTCsl OrpaHUYUTh MPSMON KOHTAKT ¢ ajljiepreHamu (CpeacTBa ObITOBOM
XUMUH — YUCTAIIKE, MOIOIINE, KOCMETUYECKUE, EPCTh KUBOTHBIX, CHHTETUYECKHE
TKaHU).

o OuU3NOTEpPaANEBTUUYECKUE TTPOLIEAYPHI:

- cenekTuBHAs oToTepanus Kypcom 15-20 nporeayp;

- xomOuHupoBaHHas ¢otoxumuotepanus (IIYBA) ¢ mpemapatamu BuTamuHa A,
KypcoM 15-20 mpouenyp;



- Hapy>KHbIE€ BaHHBI:
coneBbie BaHHbI (10 /11 xnmopuaa varpus, t°=35-38°C, 10-15 munyr);
KpaxMalibHbie (1-2 crakaHa kpaxmana, t°=35-38°C, 15-20 MunyT);
cynsdunnsie (0,1-0,4 r/n, t°=36-37°C, 8-12 MunyT);

kuciopoansie (o aasiaeHuem = 2,6 klla, t°=36°C, 10-15-20 munyr);
IeJIOYHBIC, OTPYOECBUAHBIC, BAHHBI C MOPCKOW COJIBIO MJIM OTBAPOM POMAIITKH.

3.2 MeaukaMeHTO3HOe JIeUeHne:
OcoO6eHHOCTH HAPYKHOM Tepanu

Br160p MecTHOTO cpe/icTBa OCHOBAH Ha HECKOJIBKUX MapaMeTpax: TSHKECTh U
dbopma UXTHO3a, PACTIOIOKEHNE MTOPAKEHUN, JOCTYITHOCTh B CTPaHe,
(bopMyIMpPOBKA U TEKCTYpPa, BOBMEIICHUE U CTOMMOCTbD, TMYHBINA OIBIT
KJIMHUITMCTA U NIPEANIOYTCHUS MaleHTa.

Y BIIQXHSIOIINE CPEACTBA

MoueBuHa (< 5%), nponuyieHraukodb (< 20%), AeCKmaHTeHOo, TIUIEPUH

CpenctBa, coziepxaiiyue MOYEBUHY, HE TTOAXOAT JJIsl BOCIIAJICHHOW WITN
HPO3UBHOM KOXKH, HA y4acTKax U3ruoa.

CMiIF"IaIOHlI/Ie CpCACTBA NI SMOJICHTBI

- CMmsir4aronyfe cpecTBa, Co/epyKalliue Ba3enH, SMYJIbIUPYIOIINI BOCK U
KENTHIA MATKUM MmapaduH cleayeT UCIIOIb30BaTh MPHU BCEX TUIAX UXTHO3A.

- CMsTHaromye CpeacTBa CIeayeT IPUMEHITh HECKOIBKO pa3 B ICHb (MUHUMYM
JIBa pasa), B ujeaje - nocjae KyrnaHusl.

- OKKITIO3MOHHBIC YBIQKHUTEIN HE TTOJXOIAT JJIS )KapKOTo KJIIMMaTa.

KepaTOJ'II/ITI/IKI/I / pPETUHONABI AJIsI MCCTHOI'O IIPUMCHCHUA / APYIruC arcHThI J1JIsd
MCCTHOI'O NPUMCHCHU

- 1151 yTONIIEeHHON/TUTIEPKEPATO3HON KOXKHU TPEOYIOTCSI KEPATOJIUTHUKH,
conepkarue MoueBuny (> 10%), mo 40%, mpornunenriukois (> 20%), anbda-
THIPOKCUKHUCIIOTHI, TIIMKOJIeBas Kuciota) (5-12%) (MojouHas KUCIIOTa),
CATUITUIIOBYIO KHCIOTY (2-5%), 10 25%, a Takke peTUHOUIBI MECTHOTO JCHCTBUS
WJIU APYTUE ar€HThl MECTHOTO JIEHCTBUSI.

- KepaTonuTrku MOKHO TPUMEHSITh OJIMH WJIH JIBa pa3a B JIEHb, U UX MOYKHO
MOCTENEHHO CHUYKATh B 3aBUCUMOCTH OT PEAKUMU U TOOOUYHBIX 3P(PEKTOB.

- KepaTonuTtuku Helb3sl UCTOIB30BaTh MPU BOCMIAJICHUH WJIM SPO3UU KOXKH, HA
u3rubax u Jule.

- Bce kepaToauTuku cieayeT NPUMEHSTh ¢ OCTOPOKHOCTBIO Y HOBOPOXKICHHBIX U
MJIJIEHIIEB, OCOOEHHO CATUIIUIIOBYIO KUCIIOTY (pUCK abcopOIun).

- MecTHbIE peTUHOUIBI TPOTUBOMIOKA3aHbl BO BpeMs OEpPEMEHHOCTH.

- MoryT OBITH MOJIE3HBI KANBIUIOTPUOI (aHAOT BuTaMuHa 1), N-
AlEeTUIIIMCTEHH.

Kynanue

PexoMeHiyeTcsl KynaHue OJMH WM JIBa pa3a B JIEHb C MSITKUM MBLIOM.

- Jonyckatorcsa 100aBKU U MEXaHUYECKOE YAAICHHE YeHTyeK.

- PerynsipHoe ucronb30BaHuE aHTUCENITUKOB HE pekomeHayeTcs. [1pu
PEeLMIUBUPYIONTUX MHOEKIUIX UX MOKHO MCI0JIb30BaTh 2—3 pa3a B HEJICIIO.




- MoskeT ObITh MOJIe3Ha TEIJIOBas Teparusl.
- Bannsr ¢ macnom (1/3 crakana oMBKOBOTO Macia), kpaxmaioMm (1-2 crakana
Kpaxmaja Ha BaHHY), OTpyOsIMH NPOAOLKUTENBHOCTBIO 15—20 MunyT, (380 C)
[5].
Bosocucras yacts ronoBsl:
- [Ipn Hanmu4Me TONCTHIX YelTyeK: HAHECEHUE CMTYAIONIeTO WU
KEepaTOJIMTUYECKOTO CPEACTB MEPE]l MBITHEM IIAMIIYHEM U OE€peXHOE yialieHue
yenryek. OCTOpPOXKHO y AeTei.

JlagoHHO-TIOIOIIBEHHAS! KEPATOIePMUS

B ciydae mHBaIMaM3UPYIOMIUX MOPAKEHUAX Y B3POCIBIX, PYYHOE yIAJICHUE

M30BITOYHOM MO30JIM MOCJIC HAHECEHHUS B TEUCHUE OTPAHUUYECHHOTO TIEPHO/Ia

BPEMEHHU MO MOJUAITUIIEHOBOU MJIEHKOW BEICOKOKOHIIEHTPUPOBAHHBIX

KEPaTOJIMTUKOB B COCTAaBE Ma3eH IOCIIE 3alUThl TPEIIUH U OKPY>KaIOIIEH KOXH.

- B 6osee nerkux popmMax MOKHO MCIIOJIB30BaTh MECTHBIN Ta3apOTEH.
[IcuxoconuanbHOE KOHCYJITUPOBAHKE / TOCTAHOBKA IMArHO3a / TEHETUYECKOE

KOHCYJbTUPOBAHUE

Heo0xomuMo OIleHUTh KaUYeCTBO JKU3HU U TIHKECTh

[IcuxoconmanbHOE KOHCYJIBTUPOBAHUE CIEAYET MpEiaraTb, KAk MOKHO PaHbIIIE

1 B TCUCHHUE BCEH JKU3HM.

- B HeoHaranbHbI nepuoa HEOOX0IMMO MOOUIPATh TECHBIN (PU3MUECKUN KOHTAKT

MEXTy peOCHKOM U POJIUTEIISIMHU.

- CeMeiiHast Teparnus MOXKET ObITh ITOJIC3HOM, U HEOOXOIUMO YUUTHIBATh

MOJIOKEHUE OpaTheB U CecTep.

- ¢ IIOMOIIBIO COIMAIBHOTO PAOOTHHKA CEMbH JOJIKHBI OBIThH

POH(OPMHUPOBAHBI O BO3MOYKHOCTSIX, CBSI3aHHBIX C KOMIICHCAITUEH,

ITKOJILHBIMHU MTPUHAICKHOCTSIMH M JIOCTYITHON TTPoheCCHOHATILHOM TTOMOIIIBIO.

- CJIETyeT MPEAJIOKUTD MAIMEHTAM U YJeHaM UX CEeMbH OOYy4YEeHHUE MO BOIIpOcCaM

NXTHO34a.

- CeMbH JOKHBI ObITH MPOUH(DPOPMUPOBAHBI O MAIMEHTCKUX OpraHU3aIUgX U

accoIanusax MmalueHTOB.

- Coo0muTe 0 TMarHo3e ceMbe, KaK TOJBKO JUarHo3 CTAHET M3BECTEH.

- CeMbe / aIMEHTY JOJKHO OBITh MPEIJIONKEHO TeHETHYECKOE

KOHCYJIbTUPOBAHMUE.

IlepeyeHb OCHOBHBIX JieKapcTBeHHbIX cpeacrB (MeHee 100% BeposiITHOCTH
npumenenns) 121

dapmakorepane YA
BTHYeCKas MHH JIC Cnoco0 npuMeHeHus
rpymnmna

KkpeM 5%, HaHOCST Ha TTOBPEXKICHHBIN
'V BIIa)KHSAIOIINE JlekcranTeHoa WJIM BOCTIAJICHHBIN Y9acTOK KOXH 1-2 C
Ar€HTHI pas3a B ICHb

W/ VI




dapmakorepamne YA

BTHYECKAs MHH JIC Cnoco0d npuMeHeHust
rpynmna
[Ipenapats! 111 MECTHOTO 5% xpeM, Ma3b HAHOCAT Ha
MIPUMEHEHHUSI COJIEpIKaIlle| TOBPEKJACHHBIN UM BOCTAJICHHBIN C
MOYEBUHY y4acTOK KO 1-2 pa3a B IeHb

(2-5%), no 25%, Ma3b AJ1s HAPYKHOTO
HPUMEHEHHS

Keparomutuk* Canunuiaosas Ma3b C

* Bce KepaTOJIWTHKH CJCIyeT HPHUMEHITh C OCTOPOKHOCTBIO Y JeTel (pHCK
abcopOIum).

IlepedyeHb TOMOIHUTEIBHBIX JIEKAPCTBEHHBIX cpeacTs (Menee 100% BeposiTHOCTH
NPUMEHEHNS):

YpoBeHb
dapmakoTepa Me:xayHapoaHoe J0Ka3arTe
neBTHYECKAs! HENATEHTOBAHHOE Cnocod npuMeHeHus JIbHOCTH
rpynna HauMmeHoBanue JIC
PeTHHOMIBI CHCTEMHOTO PUMEHEHH s
tadnetku, 0,3-0,5 Mr/kr/neus,
Aunutperun™* nepopaiibHO 1 pa3 B CyTKH He MeHee 6-8 B
HEJENb
5N 01
tadsietku, 0,5-1,0 Mr/xr/neHb, BHYTPb BO
CucremHbIC M30TPETHHONH BpeMs preMa MHIIY B JBa npuéma, 4-6 B
[PETHHOUTBI MeCAIIEB
5N 01

tabnetku, 0,5-1,0 Mr/Kr/aeHb, BHYTPb BO
AITUTPETUHOUH BpEMA IpreMa Ui B ABa anéMa, 4-6 B
MeCSIIEB

KepaTOJ'II/ITI/IKI/I, PETUHOUABI AJII HAPYKHOI'O IPUMCHCHUSA

0,1%, 0,05% rens; 0,1% kpem, HAHOCUTH

Ha BBIMBITYIO U BBICYIICHHYIO

Ta3apoTeH y
[IOBEPXHOCTH IIOPAXKEHHOIO y4acTKa B

KOKH paBHOMEpPHO, 1 pa3 B I€Hb HAa HOYb
PetnHONIBI*

501041

aZanajieH 0,1% xpem 1715 HapyKHOTO MPUMEHEHUs C

u/unu

IIpenapats! 11 MECTHOTO

% perap > 10%, 1o 40% Ma3b, kpeMm ams

Keparonutuku MIPUMEHEHHUSI COJEpIKaIe C
Hapy>KHOTO TPUMEHEHUS

MOYEBUHY

* Bce KepaTOJMTHKH CIIEAyeT IPUMEHATh C OCTOPOKHOCTBIO y JeTed (puck
abcopOuun). MoueBuna (>10%) He pekoMeHayeTcss B Bo3pacte 10 |1 rojga, 3a wuc-



KJIFOUEHHWEM OJIHOTO pa3a B JIEHb HA OFPAHMYEHHBIX y4acTKaxX, TaKUX Kak JaJOHU U
moomBEL. Vcrmonp30BaHne PETHHOUIOB MECTHOTO MTPUMEHEHHUS TPOTHBOTIOKA3aHO BO
BpeMsi OepeMEHHOCTH.

**[larueHThI MOTYT HAUMHATH C HU3KOM J03bI (HammpuMep, 10 Mr 1j1s B3pOCIBbIX) OJIUH
pa3 B IeHb WK Yepe3 AeHb. DHPEKT caenyeT OLeHUTh Yepe3 HECKOIbKO HEJENb, U 03y
MOXHO TIOCTENIEHHO YBEJIMYWBATh JI0 TEX MOp, MOKAa HE HACTYMHUT JOCTATOYHOE
VIy4IlIEHUE C TEePEeHOCUMBIMH TMOO00YHBIMU 3¢ dektamu. CaumkoM ObICTpoe
MOBBIIICHUE 1036l MOXKET YBEIMYUTHh PUCK MOOOUYHBIX 3P (HEKTOB, UTO OTPUIIATEIILHO
CKa)KeTCs Ha MPOJOJDKEHUHU Tepanuu auutpetuHoM. [locie crabunmzanun xenaemMbix
3¢ PEeKTOB TO3UPOBKA MOXKET OBITh CHM)KEHA JI0 caMOM HHU3KOH 3(P(EKTUBHOM JO3HI.
TepaneBTuueckue 3hPeKThl aIUTPETUHA COXPAHSIOTCA TOJIBKO B TE€UEHHUE KOPOTKOTO
BpPEMEHU TOCIIe TIPEeKpalleHus prueMa jekapcTBa. JiuTenpHas Tepanusi MOXKET ObITh
IpepBaHa BO BpEeMs BJIAYKHOM U JKapKOW MOTOJIbI.

OO0uue NPUHIMIIBI JIEeYEeHHS JIeTel ¢ TAXKeJbIMU PacIpoCcTPaHeHHBIMU (hopMamMu
uxtuo3a 71
KommnekcHas Tepanusi pebeHka ¢  TsDKelod (opmoil uXTHO3a  SIBIISETCA
MEXIUCHUIUIMHAPHON 3aJadyeil, MO3TOMYy, IMOMHUMO JI€pPMAaroJIOrOB W NEAUaTPOB
JOJIKHBI OBITh 33JI€ICTBOBAHBI IPYTUE CIIELUATUCTHI:
- IMETOJIOT JIETSAM C TSKENBbIMUA (POPMAMH UXTHO3a HEOOXO0AMMa NMUIIA C MOBBIIIEHHON
KaJOPUITHOCTBIO, BCJIEJCTBUE YCWJIEHHOTO JSHEPreTMYeckoro oOMEHa, a TaKxke
HOBBIIIEHA TOTPEOHOCTH B JKEJE3eE.
- o(rampMoNOr HEOOXOIUMO OCYIIECTBISATH KOHTPOJIb COCTOSIHMSL POTOBUIBI U
IPUHUMATH PEIICHUE O XUPYPTUYECKOM JICUEHHH BBIBOPOTA BEK.
- OTOPUHOJIAPUHTOJIOT HEOOXOJUMO TPOBOJIUTH PETYISPHOE OUULICHHE CIYyXOBOTO
pOX0Jia OT CKOIUICHUS POTOBBIX MacC U B JaJIbHEWIEM, MPU HEOOXOJIUMOCTH,
MPOBOJIUTH XUPYPTrUYECKOE JICUEHHUE MTPUPOCHIEH YITHON paKOBUHBI
- opTome] W CHEIHUAIUCT MO JieueOHOM (U3KYIbType Hu3-3a 00pa30BaHHUsI POTOBOM
IJIEHKA Yy MHOTUX JIeTed eme B yTpoOe MaTepu pa3BUBAIOTCS CrudaTesbHbIC
KOHTPAKTYPHI.
- JETCKUMW MCHXOJOr - H3-32 CBOEM BHEIIHOCTH JETH C TSDKEJIbIMU HXTHO3aMU
HY)KJIalOTcsl B couManbHOM  ajgantauuu. COBpEMEHHbIE METOAbl  JICYEHUS
HACJIeJICTBEHHbIX ~ (OopM  HMXTHO3a  TPEACTaBIAIOT  CcOOOW, B  OCHOBHOM,
CUMIITOMATHYECKYI0 TEpanmuMi0 M HMX OCHOBHOM 3ajayeil sBISETCA YBJIAXXHEHUE,
BOCCTAaHOBJICHUH TUAPOIUIUAHON MAaHTHUU W OTIIETYIIMBAHUE POTOBBIX HACIOECHUH.
Y OOnpHBIX WXTHO30M Hapymaercs OapbepHas (YHKIMS KOXH, KaK CIEICTBUC
MOBBIIIEHHAs] TOTEPs] BJIAard C €€ MOBEPXHOCTH, MO3TOMY BO BJIAXKHOM KJIMUMATe
COCTOSIHUE TIAIMEHTOB YJIYUIIaeTCs, a B JIETKUX CIydyasx, MPU BYJIbrapHOM HXTHO3E
MOYET HAaCTYNUTh 3HAYUTEIbHOE YydllleHHe. B cyxoMm kiinmare U B 3UMHEE BpeMsl, B
MOMEIICHUH PEKOMEHAYETCSl MCIOIb30BaTh YBIAXKHUTENN Bo3ayxa. JlJis MOBBILIEHUS
BJIQXKHOCTH KOKU MTOKA3aHO MPUHATUE JJIUTEIbHBIX BaHH.
OTmienymMBaHue y4acTKOB KOKU C THIEPKEPATO30M MPOUCXOIUT JIErye, €Ciau KoxKa
nepen 3TuM OblLTa XOPOLIO yBiaxkHeHa. [I[puMeHeHne Takux CpelcTB, Kak macia JJjst
BaHH U HaHECEHHE AMOJICHTOB Tepe] BBITUPAHUEM, 3HAUUTEIBHO YIYUIIAeT COCTOSTHUE
KOXHU.



Jns yaydineHus J1ecKBaMaluy KOPHEOLIMTOB U yIAJICHHS YELIYyEeK MPU TUIIEPKEPATO3E
MIPUMEHSIOT KEpaTOJUTUKU. CyIECTBYIOT pa3IMYHbIC KEPATOJIUTUUECKUE TTPENnapaThl B
BHJIE€ KPEMOB U JIOCBOHOB. DTH CPEJICTBA B BUJIE JIEHCTBYIOLIErO BEIIECTBA COJEPKAT
MOYEBUHY, CATULIUIOBYIO KUCIIOTY).

O¢ddexTuBHOCT MOUYEBUMHBI OOYCIIOBJI€HA €€ CBOWMCTBOM CBS3BIBaTh  BOJY.
[IponuiieHrnuKob B KoHUEHTpauuu 10 40%, Kak ¢ IpUMEHEHHEM OKKIIFO3UHU, TaK U 0€3
Hee, aBisieTcs QD ()EKTUBHBIM KepaToIUTHKOM. [[puMeHeHrne OKKITI031H, KaK MPaBHIIo,
yBeIMUUBAET 3PHEKTUBHOCTh KEPATOJUTHUKOB, OJIHAKO, MPUMEHEHUE OKKIIIO3UM Ha
OOILIMPHBIX yYacTKaX M 'y MAIMEHTOB C IIOXON MEPEHOCUMOCTBIO BBICOKUX TEMITEpaTyp,
JIOJIKHA TIPOBOJUTHCS C 0COO0M OCTOPOKHOCTHIO.

[Ipu ncnonb30BaHUU KEPATOIUTHUKOB Ha OOIIMPHBIX y4aCTKaX, HEOOXOIUMO YUUTHIBATh
HapyluieHue 6apbepHON (YHKIMHU Y OOJbHBIX MXTHO30M. Tak MpuUMEHEHHE CPEACTB C
CAJIMIIMIIOBOM KHUCJIOTOM, Ha OOIIMPHBIC YYaCTKH, BCJIEACTBHE aOCOpPOIMU, MOMKET
MPUBECTH K BBIPAXXEHHON WHTOKCUKAIMU (TOIIHOTA, I[IyM B yIIaX, JUCITHO),
TaJUTIOIMHAIIMK U T.1.). YeM MeHble peOCHOK, TeM BBIINIE PUCK BO3HUKHOBCHUS
nofoOHbIX peakuuii. HapyiieHue koxHOTo Oapbepa HEOOXOAUMO YUYUTHIBATH U MPU
JICYEHUH COIYTCTBYIOLIUX JIEPMATO30B.

D@ dekTUBHBIM TakKe€ OKa3bIBACTCS HA3HAYCHHE MECTHBIX PETHHOUAOB, XOTS Y
HEKOTOPBIX MAIUEHTOB OHU BBI3BIBAIOT MECTHYIO PEAKIUIO PA3ApaKEHUSI.
OcCoOEHHOCTBIO JIeTEH, CTpPaJalolIMX HWXTHO30M, SBIISECTCS TMOBBIIMICHHAS TMOTEPS
SHEPTUU U3-3a HApYIICHUs OaphepHOU (QYHKIIUU KOXKH, YTO 00YCIAaBIUBAET BBHICOKYIO
NOTPEOHOCTh B THTATENBHBIX BEIIECTBAX, a HX HEJOCTATOYHOCTb MPUBOJIUT K
OTCTaBaHUI0O B (PU3UYECKOM pa3BUTHUU. Y HEKOTOPHIX TMAIMEHTOB OTMEYaeTCs
CHUKEHHAs CIOCOOHOCTh K TOTOOTACJIICHHIO U HENEePEHOCUMOCTh  BBICOKUX
TEMIIepaTyp, OCOOCHHO 3TO XapaKTepHO [Js  JIAaMEJUIIPHOTO  HWXTHO3a U
uxtuo3upopMHort  sputrpoaepmuu. OcoOEHHO  OmMacHO  TEperpeBaHue s
HOBOPOJXKJICHHBIX. PHUCK BO3pacTaeT B *apKylo MOroay U npu (pU3nuecKux Harpyskax.
JUist mpeaoTBpalieHusl neperpeBaHusi He0OX0IMMO MUMETh ¢ COOO0M IMyIbBEPU3ATOP C
BOJIOW MJIM MCHOJIb30BATh OXJIAXKIAOIINE KUIIETHI.

HaunbGonee nHTEHCHMBHOIN Tepamnusi ObIBaeT B mepBble 3-4 Mmecsla mocie pOXKICHUS,
MMOCKOJIbKY UMEHHO B ATOT TMEPHUOJ J€TU C UXTUO30M OCOOCHHO TMOABEPKEHBI PUCKY
Pa3BUTHS CEICUCa, MEPEOXIIAXKICHUS U Meperpena.

[lepno HOBOPOXKACHHOCTH, Cpa3y MOCIE POJOB

— PebeHok TpaHcmopTHpyeTCS B OJesle W3 QIIOMHUHHEBOH (OJBIH B
pE€aHUMalMOHHOE OT/IEJICHHUE;

- Nuky6atop ¢ BnaxHoCThIO Bo3ayxa 70-80%;

- OObecnieunBaeTCsl KaTeTepU3aIINs MyTTOYHON BEHBI;

- OcymiecTBiseTcsl TMOCTOSHHBIA ~ MOHHUTOPHHT  DJIEKTPOJIMTOB, MHKPOOHOM
KOJIOHU3AIUU KOXKHU.

HapyxHast Tepanus JoJDKHA OBITh HampaBieHa Ha THAPATAIMIO U TOBEPXHOCTHBIM
KEpaToun3:

- ExxetHeBHBIE BaHHBI € T00ABJICHUEM CIIEIIUATIBHBIX MaceJl, 3aTEM Yepe/IOBaHNE BaHHBI
C MacJIOM Y BaHHBI C MUILEBOM COI0M, OKa3bIBaIOIIEH KepaToauTuueckoe aerctaue (50-
150 r Ha BaHHY) WJIM BaHHBI C MIIEHUYHBIM, PUCOBBIM U KYKYPY3HBIM KpaxMmajom;



- MexaHnyeckoe OTIIETYIIMBAHUE OCYLIECTBIIAETCS MSTKO, C Pa3HOM 4YacTOTOM
(3aBUCUT OT CTENEHU BBIPAKEHHOCTU OPOroBeHHUs, OT 1 10 7 pa3 B HeAEINI0) Moclie
pa3msryaroniei Bauubl B TedeHue 10-20 MunyT. OCymecTBasSeTCsS OH IPH MMOCTOSTHHOM
OpPOIIEHUH KOXH BOJOM NIpPH MOMOUIM CHEIUATbHBIX PYKABUYEK WJIM IIEJIKOBBIX
JOCKYTOB. B cpemHem nisi oCyllecTBIIEHUsT OOpaOOTKH BCEro Tela y MalHueHTa C
TSKEJIBIM, HO KOHTPOJIMPYEMBIM UXTHO30M B JIEHBb 3aHUMAET OT 1-1,59acos;

- BriGop Ma3eBoil OCHOBBI HAIPSIMYIO 3aBUCUT OT COCTOSIHHSI KOKU TAIlMEHTa, YeM
OoJiee BBIpaKEHA HSPUTPOACPMHUs, TeM OoJiee MAIAIICH OJDKHA OBbITh Hapy)KHas
Tepanusi, TeM O0JIbIlle BOJIbI IOJKHA CO/IEPKATh OCHOBA.

B nepBbie 1HU BO Bpems MpeObIBaHMs B MHKYOaTOpe MOKa3aH TuIpO(UIbHBIA KpeM,
KOTOPBIH MOCTENEHHO, C YMEHBIIIEHUEM BIAXKHOCTU B MHKYOATOpE, 3aMEHSETCS Ha Ma3b
Ha KpEMOBOW OCHOBE, 3aTE€M Ha Masb. TemIooOMeH dYepe3 MOTEHUE OTrpaHuYCH
BCJIEACTBUE THIIEPKEPATO3a, MO3TOMY JKHPHBIE, CO3JAIOLIME OKKIIO3UI0 Ma3zu —
MPOTHUBOIIOKA3aHbl. JIeToM TMpu TMOBBINIEHHOW TeMIepaType H  BIAKHOCTU
pEeKOMEHAYyIOTCA Ooiiee Jerkue TruaApoduibHbie OCHOBBL. ['HapodoOHbIE Ma3u
MPUMEHSIOTCS 2-4pa3a B 1€Hb, TUAPOQUIBHBIE KpeMbI 6-8p/IeHb.

B ma3eBble OCHOBBI B KQUE€CTBE JEHCTBYIOLIErO BEMIECTBA JOOABISIOTCS YBIAKHUTEIN
Y KepaTOJUTUKH. IX BBIOOp 3aBUCUT OT BO3pacTa MalMeHTa:

- Ha mnepBoM roay XU3HM TPHUMEHSIOT HApPY>KHbIE YBIAXKHSIOIIUE CPEICTBA,
cozepxaiiue qekcnanTeHon (5%). ModeBuHa y AeTeil 10 rofa He IPUMEHSETCS.

- 2-4 TOJa XHM3HU — CO 2-TO ToJa >Xu3HH A00aBisoT 3% Mo4YeBUHY, ¢ 3-r0 rojaa
noOasnsaroTcss moueBuHa (7-7,5%), Ha KOXy JaJoOHEd W TOJOMIB C OoJblen
koHueHntparueit (10-15%), Ha 5TH ydacTKu BO3MOXKHO J00aBUTH CAIUIIUIOBYIO
kucnoty (2-2,5%). BcrneactBue rumepkepaTo3a NPUMEHEHHE MOYEBHHBI XOPOIIO
EPEHOCUTCS.

- Crapiue 4 1eT: KOHIEHTPAWI0 MOYEBUHBI TOCTENEHHO NOBBIMIAIOT 10 10%. MoxHO
MONpoOOBaTh MECTHBIE PETMHOMJBI, HO OHM YacTO BBI3BIBAIOT pa3IpaKECHUE KOXKU,
MO3TOMY HUX MPUMEHEHHE, OOBIYHO, OTPAaHUYMBAECTCS HEOOJBIIMMHU YYacTKaMH B
peXUMe MOOYEPEeTHOTO NpUMeHeHHUs. Takke HeoOXOIUMO YUYUTHIBATh BO3MOXKHOCTh
YpE3KOKHOU pe30pOLHU PETUHOUIOB.

- V nereit 6osee crapuiero BO3pacta BO3MOXKHO MPUMEHEHNE HAPYKHBIX CPEACTB,
coAEepKalIMX CAJIMIUIOBYIO WA MOJIOYHBIE KHUCIOTBI M BUTaMuHa A. OJHaKO
HE00XOAMMO MOMHHTb, YTO HAHECEHHUE CAIMLIUIIOBON KUCIOTHI HAa OOMbIINE TUIOLIAIH,
y naereil OCOOEHHO MIAAIIMX BO3PACTHBIX TPYMHI, MOXET NPUBECTH K aluao3y,
yrpoXkKaroueMy *KHU3HH, BCIEICTBUE TPAHCKYTAaHON pe30pOLUH.

- B mogpocTtkoBOM BO3pacTte NMPUMEHSIOT KOHLUEHTPAlMU JIEKAPCTBEHHBIX CPEJICTB,
UCIIONIb3YIOIIMECS Yy B3pociblXx. CMAryaromume ¢ yBIQXKHSIOIIKME CPEJICTBA,
KEpaTOIUTUUECKUE CpeICTBA: Ma3b ¢ MoueBUHOM 10%, canuiunoBoi 2-5%. {15 MBITbS
HE CJIEAYET MOJIb30BaThCA MEI0UYHBIM MbUIOM. [Ipy coueTanuu ByIbrapHOro HXTHO3a U
aTONMWYECKOr0 JIepMaTUTa HE PEKOMEHIYETCS NMPUMEHEHUE TIUKOJIEBOM KUCIOTHI, a
TAK)KE€ BAHH C MOPCKOM COJIBIO.

- AHTHCENTUKHA HEOOXOAMMBI OCOOCHHO i1 00paboTku TpemuH: 1% BOAHBIN pacTBOP
METHUJIEHOBOT'O CHHETO.

- B cnywasx penuauBupyiied OakTepualibHOW HWH(EKIMM TMOKa3aHbl BaHHBI C
pacTBOpOM MOBUIOH-H0a (110 KOHTposaeM ypoBHsL TTI' B CBIBOPOTKE KPOBH).



Bonocucrast yacth rojoBbl:

- B ClIy4ae JIETKUX FUIEPKEPATO30B JOCTATOYHO €KETHEBHOTO TPUMEHEHUS IIIAMITYHEH,
conepxammx 5% moueBuHy. lllammyHu HaHOCAT Ha 5-10 MUHYT.

- ¢ OoJiee BBIPKEHHBIM THIIEPKEPATO30M HCIIONB3YIOT PACTBOPUMBIE B BOJE KPEMBI U
Ma3| ¢ J00aBJIEHHEM KepaTOIUTHKOB (MoueBuHA 5-10%; cammmmmoBas kucnora 1-2%,
HO HE paHee TPEThEro roja >KM3HU U Ha HEOOJBIINE YYACTKH).

Koxa nuuma ogHa u3 HamOoJiee YyBCTBUTENBHBIX OOJACTEH, MOATOMY NPUMEHEHUE
AKTUBHBIX KEPATOJIUTHUKOB B ATOW 0OJACTHM HE TOKA3aHO M NEPEHOCHUTCS IIoXo0. B
cilydyae, €Cii KpEM Ha OCHOBE «Macjo B BOJE» C J100aBJICHHMEM MOYEBHUHBI 10 5%
OONLHOM HE TEPEHOCHUT, TO PEKOMEHJIOBAHbI HEUTpalibHble 0a30BbIE OCHOBBI C
no0aBlieHUEM JieKCTaHTeHoa 10 5% u ButamuHa E.

[Ipn MHOrMX TSXKENBIX (OopMax HXTHO30B A(PPEKTUBHONW OKa3bIBACTCS CHUCTEMHAS
Tepanus PeTUHOMIAMU: allUTPETUHOM WM U30TPETHHOMHOM. Ha3HaueHne cucTeMHOM
TE€panuu JOJKHO OBbITh B3BELIEHHBIM pEUNIEHUEM, HEOOXOAUMO OLEHUTh PUCKH U
YUHUTBIBATH BO3MOXKHOCTh BO30OHOBJICHMSI TaKOW Tepamuu C ILENbI0 MOAACpKAHUS
MOJIOKUTENBHOTO 3Pdekra. JleueHue CUCTEMHBIMU PETHHOUJIAMU HOBOPOMKIEHHBIX
«mwioA  ApJIeKMHa» CHOCOOHO CIACTH JKU3Hb MALMUEHTY BCIEACTBUE YCUIICHUS
JeCKBaMaluu coxumaronieil 000s104ku. CucTeMHbIe pEeTUHOUABI HA3HAYAIOTCS BHYTPD B
no3e ot Imr/kr wuszorperuHouHa wiau 0,5 wMr/kr amuTpetruHa (MUHUMAabHas
s pexkTrBHAs 103a).

[Ipy  >OUAEPMOIIMTUUECKOM  THUIIEPKEPATO3€  BEIUK  PUCK  BO3HUKHOBEHUS
OakTepuasibHOW WHGEKIMK, B TaKOM cllydae 4YacTo ObIBaeT HEOOXOJUMOCTh B
NPUMEHEHUU CUCTEMHBIX aHTHOUOTUKOB. [Ipu OOMIMPHBIX MOPAKEHUSIX OTMEYAECTCS
BbICOKasl 9PPEKTUBHOCTh TEPANMUKU CUCTEMHBIMU PETUHOHUIAMH, KOTOPask 3HAYUTEIHHO
YMEHBIIIAeT TUIEPKEPATO3 U CHUKAET PUCK BOSHUKHOBEHHS OaKTepUATbHOU HH(PEKITHH.
Opnako 3TH mpemnapaThl MOTYT CTUMYJIMPOBATH 00pa30BaHHE IMy3bIpEH, MOITOMY MPHU
ANUAECPMOJIUTUYECKUX THUIIEPKEepPaTO3aX, TEpPaANui0 CHUCTEMHBIMU PETUHOUIAMU
HAaYMHAIOT C HU3KUX J103.

3.3 Xupyprudeckoe BMeIIATEJIbCTBO: HET.

3.4 JlaabHellllee BeleHUE:

® JIMCMAHCEPHBI Y4eT TI0 MECTy JKHTCIbCTBA Yy JepMarojora, IeauaTpa;
HaOJII0JICHHUE U JICUCHHUE Y CMEKHBIX CIICIIUAINCTOB;

® B MCXKPEUUIUBHBIN MEPHOJT yXOJ 3a KOoKel (IPUMEHEHHE SMOJICHTOB W JPYTUX
CMSTYAIOIINX CPEJICTB).

3.5 Unaukaropsbl 3PpPeKTUBHOCTH JICHEHUS:

e YMCHBIIICHUE WA UCUYE3HOBEHHE CYOBEKTUBHBIX OIIYIIECHUH,
e pErpecc OCHOBHBIX KOYKHBIX BBICHITIAHUM,

e OTCYTCTBHUE MOSIBJICHUS HOBBIX 3JIEMEHTOB,

e YIIyUIlIEHHUE OOIIEr0 COCTOSHUS.

4. NNIOKA3AHMA JIA TOCIIMTAJIM3AIIMN C YKA3AHUEM THUIIA
I'OCIIUTAJIN3ALINNA:



4.1. Iloxa3anus 1J5 MJIAHOBOM roCIUTAJIH3AINH.

e YCTAHOBJICHHBIN AWATHO3/MJIS1 yCTAHOBIICHUS TUATHO34;

e PACIpOCTPaHEHHOCTh TMpoOIlecca, TSDKEIOe TedeHue, TpeOyromee CUCTEMHOMN
Tepanuu,

e oTCyTcTBHE d(deKrTa 0T aMOyJIaTOPHOTO JICUCHHUS] B OTHOIICHWU COITYTCTBYIOIIHMX
3a00JIEBAaHUI U OCJIOKHEHUM.

4.2 lloxa3aHus il IKCTPEHHON rOCIUTAIN3AIUM: HET.

5. TAKTUKA JIEYEHUS HA CTAIIUOHAPHOM YPOBHE
5.1 Kapra Ha0/10aeHusi NalUeHTa, KapTa CTAHOHAPHOT0 00JILHOIO:
MapmpyTuszanus naumeHTa

MauwneHT c BA

!

O6palleHre B NONUKIMHUKY MO
MECTY XUTemnbCTBa K Bpayy
obLuen npakTrku, neamaTpy,

OepMaToBeHepornory
PacnpocTpaHeHHble, Txenble PacnpoctpaHeHHble, Tsbkenble  QOpMbI
OPMbI BPOXKAEHHOTO MXTHO3a BPOXOEHHOMO UXTUO3a C  BblpaXXeHHbIM
c/6e3 HapylLeHeM obLLero HapyLLeHVem obuero COCTOSHUS;
COCTOSIHMA NaLMeHTa HeobxoaMMOCTb nposefeHus
HeahEeKTUBHOCTL Tepanim B [JOMOJTHUTESbHBLIX nabopaTopHbIX 7]
amMBynaTOpHbIX YCHOBMAX WNHCTPYMEHTarbHbIX MeTOa0B
NUCCrefoBaHUs BHEKOXHbIE MPOSIBIEHNS;
OTCYTCTBME KNMHUYeckoro adpdekta oT

1 | |

CraumnoHapHoe neveHue B lopoAackue, obnacTHble, pecnyGrivkaHckme GonbHULbI,
NPOMUMBLHLIX MEAULIMHCKUX LIEHTPbI, UMEIoLLIME OMbIT B BEAEHUM NaLMEHTOB C
opraHusaumsax BPOXAEHHBLIM MXTMO30M

5.2 HemeaukaMeHTO3HOe Je4eHHe: CM. TOAMYHKT 3.1
Jlpyrue BuabI:

e 1mupokornonocHas gororepamust UVA+UVB (290-400 um);
e y3komnonocHas Gororeparmust UVB (311-313 am);

e UVA-1 (340-400 um).

5.3 MeaukaMeHTO3HOe JIeYeHHe: CM. TIOJIMYHKT 3.2

6. OPTAHU3ALIMOHHBIE ACIIEKTBI TIPOTOKOJIA:

6.1 Chnucoxk pa3padoTYUKOB TMPOTOKOJIA € YKa3aHHE KBAJIM(PUKANMOHHBIX
NAHHBIX:

1) AbumeB  Acbuixan  TypexaHOBMY —  KaHIWAAT  MEIUIUMHCKHAX  HAayK,
JIepMaTOBEHEPOJIOT, 3aMeCTUTEINb JTUPEKTOPA 1o KIIMHAYECKOMN u



npotuBosnuaeMudeckoil aestenbHocTH, PI'TI Ha 11XB «Ka3zaxckuil Hay4HBIA LEHTP
JIepMaToJIOTUN W HMH(QEKIIMOHHBIX 3a0o0sieBaHUI» MUHUCTEPCTBA 3/IPaBOOXPAaHEHUS
PecnyOnuku Kazaxcras.

2) VrerenoBa Amms KasumeBHa — KaHIUAAT MEIUIUHCKUX HAyK, JIEPMATOBEHEPOJIOT
oraena kimHU4eckoro MonHutopuHra PITI Ha IIXB «Ka3axckuii Hay4yHBIM LEHTP
JepMaToIOTUM W HMH(QEKIIMOHHBIX 3a0oyieBaHUI» MUHUCTEPCTBA 3IPaBOOXPAaHEHUS
PecnyOnuku Kazaxcras.

3) Iloi#t Hatames OneroBua — moktop PhD, nepMaToBeHeposior, 1epMaTOKOCMETOJIOT,
noueHt kadeapsl gepmaroeneposioru HAO «MenuuuHcKuil yHUBepCcUTeT ACTaHay.
4) Jlzuctok Haranbst BiagumupoBHa — KaHIUAAT OMOJOTMYCCKUX HAYK, CHCIIMATHCT
naboparopun PI'TI na IIXB «Ka3zaxckuii Hay4HBIM IIEHTP JAEpMATOJIOTHH U
UH(MEKIMOHHBIX ~ 3a0oyieBaHMil» MuHHCTEpCcTBa 3ApaBooXpaHeHus PecnyOnuku
Kazaxcras.

5) TaybaecBa AliHyp AOuWMYy/UTacBHa — Bpad JEPMATOBEHEPOJIOT, 3aBEAYIOMIas
craunoHapHbIM otaenenneM PI'TI a [IXB «Ka3zaxckuii Hay4HbI HEHTP 1€PMATOJIOTHH
M HMHPEKIHOHHBIX 3a0oJjieBaHMiID» MuHHCTEpCTBa 3/paBooxpaHeHus PecnyOnuku
Kazaxcras.

6) Kummakbaes Padawmie KonOocklHOBHY — KaHIUWAAT METUIMHCKUX HaYK,
KIMHUYECKUM (hapMaKoior, acCOLMUPOBaHHBIN npodeccop MexayHapOoHON IIKOJIbI
Meauurnbl Kacnuiickoro YHuBepcurera.

6.2. Yka3zaHue Ha OTCYTCTBHE KOH()IUKTA HHTEPECOB: HET.

6.3 PeneHseHTnl:

1) BarnenoBa I'ynbHapa PhicKenbipieBHA — JTOKTOP MEIUIIMHCKHX Hayk, rpodeccop,
3aBenylollast Kadenpoil JAepMaTOBEHEpPOJOTMU U AepMarokocMmerosnorun HAO
«Menunuuckuid yHuBepcuteT AcrtaHa», [Ipesmpent Kaszaxcranckon Acconuanuu
JNEPMATOBEHEPOJIOTOB, 1EPMATOKOCMETOJIOTOB.

2) XabuxaHoB Ackap boiaroBuy — kaHIUIAT MEIUIIMHCKUX HAYK, J€PMAaTOBEHEPOJIOT,
3aBenytomuii kadenpoit nepmaroBeHeposornn HAO «Kazaxckuili HalMoOHaIbHBIN
MeauuuHcKkuil yausepcuteT uMenu C.J1. AchennusapoBay.

6.4. YciaoBus mepecMoTpa MPOTOKOJIA: IEPECMOTP MPOTOKOJIA Yepe3 S JIeT MOCIIe ero
OIyOJIMKOBAaHUsSI M C JIaThl €r0 BCTYIUICHHUS B JICWCTBHE WM NPU HATUYUHA HOBBIX
METOJIOB C YPOBHEM JIOKA3aTCIILHOCTH.
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IIpunoxenue 1

IIpaBusa 3a60pa, 10CTABKH M MPOBEIEHUsI MOJIEKYJISIPHO-T€HETHYECKOT0

HCCJIeJ0OBaHUA .
Ha3zBanue metona [Tonnosk3oMHoOe cexkBeHupoBanune JIHK uenmoBeka mist moucka
UCCIIeTOBaHUS MIPEONIOKUTEIHHO HACJIEJICTBEHHOT'O 3a00JieBaHUA c

UHTEpIIpETaled pe3yabTaToB

Marepuan 1iig ucciea0BaHus

[Tepudepuyeckasi KpOBb, BOPCHHBI XOPUOHA/TUTAIICHTHI

[TpaBuiia 3a6opa

1.3a00p mpou3BoAMTCS B BakyTeiiHep (IPOOMPKY) C CHUpEHEBOH
kpbikoit (¢ 9JITA)

2. CienuanbsHOM MOATOTOBKH TSI CJITAa4YH KPOBU HE TpeOyeTcs.

3. 3abop BOpCHMH XOpHOHA IMPOU3BOJIUTCS B rOpoje, B KOTOPOM
OyzeT MpOBOAUTHCS TeHETUYECKas! TUarHOCTHKA, TaK KaK MaTepHal
JOJKeH OBITh JIOCTaBIIEH B J1a0OpaToOpvI0 HE MO3kKe 2 YacoB C
MOMEHTA B3SITHSL.

MapipyT (JOTHCTHKA)

Bakyreiinep (mpoOupka) ¢ KpOBBIO JOCTaBISIETCS Ciyx)0amu
KypbepCcKOH H  TIOYTOBOM  JOCTaBKM B  JIaODOPaTOPHUIO
[lepcoHann3MpoOBaHHON TEHOMHOMN TMArHOCTUKU

Omnucanue MECTOAa

Meton ocHoBaH Ha cekBenupoBanuu JJHK denoseka, mpoBoautcs
MOMCK MyTaiuil B 6onee yem B 20ThIC.reHaxX C HUCIOJIb30BAHUEM
OMOMH(POPMAIIMOHHOTO aHAJIU3A.




