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KOJIJIEKTUB ABTOPOB

BbapanoeA.A. — akanemuk PAH, nupexrop HayqHOro 11ieHTpa 3/10pOBbs IETEN, 3ABE/TY-
IOIUI KapeapOo NEAUATPUHN U IETCKOM PEBMATOJIOTUU NEAUATPUYECKOIO (DAKYIBIETa
[Tepsoro MI'MVY um. 1. M. CeyeHOBa

Hama3oea-bapanoeaJl. C. — uneH-xkopp. PAH, nupexrop HUU neaguarpun Hayd-
HOT'O LICHTPA 340POBbs JCTEM — 3AMECTUTENb JUPEKTOpa LleHTpa 10 HAyKe, 3aBey-
I0IAsA Kaenapon aueprojorui U KIMHUYECKONM MMMYHOJIOTUN TIEAUATPUYECKOIO
dakynsrera Ilepporo MI'MY nm. M. M. CeueHOBa, 3aBeayronias Kadpeapon Paxyasrer-
CKO¥M nepuarpuu Ne 1 neguarpudeckoro ¢axynsrera PHUMY um. H. WM. [Tuporosa,
wieH Mcnonkoma MexayHapoaHoU neguarpudeckon acconmanuu (IPA), ipesugeHt
EBpomnerickorn neguarpuyeckor accoranuu EPA/UNEPSA; cosetHuk BO3

Abawmuose 3.A. — KM.H,, Bpad (PYHKITUOHATBHOM JUATHOCTUKUA OT/ETA UHCTPYMEH-
TAJIbHOM TMATHOCTUKU KOHCYIBIATUBHO-UATHOCTUYECKOTO 11eHTpa HII3/]

Axoes IO. C. — 1.M.H., IPOQ., 3aBEAYIOMINH OTIEIECHHUEM IATOJIOI'MH PAHHETO JJETCKOI'O
BO3pacTa HaygyHOTO 11eHTPA 310POBbs AETEH, TPO(deCcCcop Kadeaphl NEAUATPUN U JIET-
CKOM PEBMATOJIOTUHU ITEANATPHUIECKOTO (pakyssrera [lepsoro MI'MY um. 1.M. CeueHoBa,
coBeTHUK BO3

Anexceeea E.H. — j.M.H., npod. 3aBEAYIOIAS PEBMATOJIOTUYECKUM OTIECICHUEM
HaydHOro 1nenrtpa 3/10pOBbs JICTCH, JICKAH TEAUATPUYECKOro (¢akynsrera [lepBoro
MI'MY um. 1. M. CeyeHOBa

AnexceeeaA.A. — KM.H.,, 3aBEAYIONIAA OTACICHHUEM BOCCTAHOBUTEIBLHOI'O JICUYECHUS
JIETEN C AJUIEPTUYECKUMU OONE3HAMU U 3200JIEBAHUAMH OPraHOB abixaHus HII3/],
JOLIEHT Ka(eJIpbl AJUIEPTOJIOTUU U KIMHUYECKOU UMMYHOJIOTUU NEHUATPUYECKOTO
¢akynsrera Ilepsoro MI'MY um. 1. M. CeueHoBa

Anmynun B. B. — K.M.H., Bpa4 OTJEJIEHUA MTHCTPYMEHTAIBHOM 1 JIAOOPATOPHOU JUAr-
HOCTUKU KOHCY/JIBTaTUBHO-IMATHOCTUYECKOTO 1ieHTpa HaydHOro eHrpa 330pOBbs
aeTei

Amoapuan 3. T. — MIAIIINN HAYYHBINA COTPYAHUK OT/ACJICHUS KOKHBIX OOJIE3HEM
Hay4yHoro neHrpa 310pOoBbs ICTCH

Anuxkun A. B. — KM.H., 3aBEJYIOIININ OTJEJIOM JIy4EBOU JUATHOCTUKU HaydHOoro nen-
Tpa 30POBbA JICTEMN

Anucumoeé M. B. — Bpa4d TPaBMaTOJIOI-OPTOIIE]] OTAEIIEHUA OPTOIIENN U HEMPOOPTO-
ey HaydHoro nenTpa 310poBbd AeTen

Apmemoea H. B. — MIaIIIUA HAYYHBIA COTPYAHUK OTAECIA CTAHAAPTU3ALINU U KIU-
HUYECKOU (papMaKOIOruu HaydyHOI' O IEHTPA 3J0POBbsA I€TEN

Acnamasan/l. K. — KM.H., BDa4Y-IEPMATOBEHEPOIIOT

Bao6aiikuna M. A. — Bpa4d-KapIUOJIOT OT/ICICHUS BOCCTAHOBUTEIBHOTO JICUCHUS JICTCH
C OONE3HAMHU CEPAECYHO-COCYIMCTON CUCTEMBI HaydHOTrO eHTpa 3/0POBbS IETEN

baxkoeuu E.A. — KM.H., BpDA4-HEOHATOJIOT OTAECICHUs BOCCTAHOBUTEIBHOI'O JICYCHUA
JleTel C IEPUHATAIBHOM maTosioruert HaygHoro neHTpa 3gopoBbs AeTer

baxpaose M. /]. — [.M.H., 3aBEAYIONIAS OTJEIEHUEM JUATHOCTUKU U BOCCTAHOBUTEIBHOT'O
JedeHrs HaygHOro 1ieHTpa 3J0pOBbA JETEMN, TPOdECCOP Kadeaps! (PAKYIBIETCKOM eI~
Tpyuun Ne 1 negnatpudeckoro gaxynsrera PHUMY um. HU. ITuporosa, coeTHuk BO3



ATAQC peAKUX BOAEIHEN

Bbapcrxuii B. H. — KM.H., BDAa4-pPCHTTCHOJIOI OTACIICHUSA PEHTICHOBCKOU KOMIIbIOTEP-
HOM TOMOrpaduu KOHCYIBraTUBHO-AUATHOCTUYECKOIO IeHTpa Hayuynoro nenrpa
3710POBbA JIETE

Bacapzuna E.H. — p.MH., 1IpOoQ., 3aBEAYIOMAS KAPAHUOJIOTUUYECKUM OT/IECJIEHUEM
HayuHoro uieHTpa 310pOoBbs AeTEN, IPOdeCCOpP KaPeapol NEAUATPUN U IETCKOM PEB-
MATOJIOTHUH EAUATPUIECKOTO (pakynsrera [lepsoro MI'MY nm. M. M. CeueHoBa

benaeea H.A. — ;1.M.1., 3aBEyIOLIAsA OTAC/ICHHUEM JIIsI HEJOHOIIECHHBIX JAeTer Hayd-
HOT'O IEHTPA 3/I0POBbA JeTEH, IIPOPECCOP Kapeaphl (PAKyIBTETCKOM IeguaTrprun Ne 1
neguaTprudeckoro gaxyasrera PHHUMY um. H.U. ITuporosa

bepe3neea H.A. — 1.M.H, Bpa4-KapAHUOJIOT OTAECICHUA BOCCTAHOBUTEIILHOI'O JICYCHHU
JIleTEN C OONE3HAMU CEPACYHO-COCYAUCTON CUCTEMBI HaydHOT'0 1IEHTPA 310POBBA 1ETEN

Bomoéapouposa E.Il. — .M.H., TIPOQ., [VIABHBIN HAYYHBIN COTPYAHUK OT/ICICHUS /IS
HEJOHOIIICHHBIX JIeTel HaydHOro 11eHTpa 340POBbA JI€TEI

Boposuxk T.D. — n.M.H., IPOQ., 3aBEAYIONIAS OTJACIOM ITUTAHUSA 3JO0POBOI'O U OOIb-
HOTO pebGenka HayyHOro uneHTpa 340poBbi AeTei, npodeccop Kadeapsl Ieguar-
pUM U JETCKOU PEBMATOJIOTHUH IEAUATPUUYECKOIO (pakyasrera Ilepsoro MI'MVY
um. 1. M. Ceyenona

Bpoeea M. H. — K.M.H., 3aBEYIOIIAA OTACJIECHUEM OO1IEN neguaTpu HaygaHoro nen-
Tpa 340POBbA AETEU, JTAOOPAHT Ka(eaphl A/UIEPIOJIOTUNU U KIMHUYECKON UMMYHOJIO-
'Y IEIUATPUYIECKOTO (dakynsrera [lepsoro MI'MY um. .M. CeueHOBa

bypcazoea b. H. — K.M.H., BDAa4-HEBPOJIOT OTACICHUS IICUXOHEBPOJIOIUU U IICUXOCO-
MAaTHUYECKOM MATOJIOIUM HaydHOro 11eHTpa 30PpOBbA JICTE

Bbywyeea T. B. — K.M.H., CTAPIINI HAYYHBIA COTPYAHUK OTJEJICHUSA U TAHUSA 3J0POBO-
o 1 60JIBHOTO pebeHKa HayuyHOTo 1IeHTPA 3[0POBbSA JETEN

Baauesa C. H. — . M.H., I71aBHBIN Bpad KInHUKU HYW nieguarpun HaydyHoro nenrpa
300POBbs JieTer, npodeccop Kadeapsl PaKyaBTETCKON neaguarprun Ne 1 nneguarpude-
cKkoro (paxynsrera PHUMY um. H.W. [Tuporosa

Bapuuxuna M. A. — Bpay-1ieuaTp OTACIEHUA ITATOJIOIMH PAHHETO JETCKOI'O BO3PAC-
Ta Hay4yHOr0 1I1eHTPa 30POBbsA ICTCH

Bawmarxmao3se H./l. — KM.H., 3aBEAYIONAsA OTJECIEHUEM BOCCTAHOBUTEIBHOIO JIEYE-
HUA JIETEM C CEPACYHO-COCYAUCTOM IATONOrnue HaydHoro neHrpa 310poBbs JCTEH,
JOLIEHT Kadeapnl (PAKyJBIeTCKON meauarpuu Ne 1 meguaTpudecKoro (paxysisrera
PHUMY um. H.W. [Tuporosa

Bawypuna T. B. — K.M.H., CTAPIINIT HAYYHBIN COTPYAHUK HE(PPOTIOTUUECKOTO OT/IEIIE-
H1g HaydHOTrO IIeHTpa 3I0POBbA JJCTEH

Buwnesa E.A. — K. .1, 3aMecTUTeNb JUpekropa HYM neguatpuu 1o HayKe, 3aBEIyIO-
113 OTJAEJIOM CTAHAAPTU3ALNU U KIMHUYECKON (PAPMAKOIOIUH, BPA4 OTACICHUA BOC-
CTAHOBUTEILHOI'O JICYCHUA JICTEN C AUIEPITUYCCKUMU OOJIE3HAMU U 3200JICBAHUAMU
OpPraHoB AbIxaHus HaydHOro 1ieHTpa 340POBbs AEeTECH

BopoowvesaJI. E. — Bpa4-pPEHTTEHOJIOT OTACICHUSI PEHTTEHOBCKOU KOMITBIOTEPHOM!
TOMOTPA(]PUU C OJIOKOM PAAUOHYKIIN/IHBIX UCCJIEAOBAHUN

BoicouxanaJl. M. — KM.H., Bpa4-HEBPOJIOT
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KoOAAEKTMB QBTOPOB

Teeopran A. K. — K.M.H., ITIaBHBIN Bpa4d KOHCYIBIaTUBHO-IUATHOCTUYECKOTO LIEHTPA
HaydHOro nenrpa 310pOoBbs JIETEN, JOUEHT KaPEeAPhI AJUIEPTOJIOTUU U KITUHUYECKOM
MMMYHOJIOI'MH IIEANATPUYECKOTO (pakynsrera [lepsoro MI'MVY nm. M. M. Ceyenosa

Iemman A.H. — KM.H., 3aBEIyIONUNA OTJECJIECHUEM PEHTTICHOBCKOM KOMIIBIOTEPHON
TOoMOTpadpun KOHCYJIBraTUBHO-ITMAIHOCTUYECKOI'O IIEeHTPAa HayuyHOTO 11eHTpa 3110pO-
BbsI JIETEN, IOUEHT Ka(deapol IydeBOU TUArHOCTUKU [lepsoro MI'MY um. 1.M. CeueHoBa

Tummep O.B. — KMH., Bpad 4YEIIOCTHO-JIUIEBON XUPYPI XHUPYPIUUYECKOI'O OTIEC-
seHyss HaydHOro neHTpa 340pOBbs JIETEU, ACCUCTEHT KadeApbl CTOMATOJIOIUH JET-
CKOI'O BO3PACTa U OPTOAOHTUU CTOMATOJIOIMYECKOro (pakynsrera Ilepsoro MI'MY
uM. .M. CeueHosa

I'no6a O.B. — K.M.H., CTApIIUI HAYYHBIN COTPYAHUK IICUXOHEBPOJIOTUYECKOTO OT/IE-
JneHus HaydHOro neHrpa 340pOBbd JeTEH, JOLECHT KaeAphl NEAUATPUU U JICTCKOM
PEBMATOJIOTUH IIEANATPHUIECKOTO (pakyisrera Ilepsoro MI'MVY um. . M. CeueHosa

Topunoea IO. H. — K.M.H., CTAPIIUI HAYYHBIN COTPYAHUK OTACJICHUA ITyIbMOHOJIOI' M
Y A/UIeProJioru HaygHoro 1ieHTpa 310pOBbs JeTeH

Topwmxos M. B. — Bpayd OT/ie/1a YIABIPA3BYKOBOM JMATHOCTUKU HaydHOIO LIEHTPA 3710~
POBbA JICTEN

I'ynooouna O.C. — J.M.H., 3aBEJYIONIAsl OTJEIEHUEM BOCCTAHOBUTEIBHOI'O JICUECHUS
JIETEN C OOJIEZHSAMU OPTAHOB MUIIEBAPUTEIBLHOM CUCTEMBI HaydHOTO 1IEHTPA 3[J0POBbS
JeTEeHn

I'ycapoea T.H. — KM.H., BPa4-ypoJOI' OTAECICHUA BOCCTAHOBUTEIBHOTO JICUEHUS
JeTeN C HEPPO-YPOJIOTUUYECKUMU 3a00JIEBAHUSIMU, OKUPEHUEM, META00TINIYECKUMU
O6one3HaMu HaygHOro 1ieHTpa 3J0POBbA JeTEN

Aaeéviooéa H. B. — [1.M.H. 3aBEIyIONIAs OTJEJIOM TEXHOJOTHUU HU3YYEHHS OCOOEH-
HOCTEHN Pa3BUTUA PEOECHKA U AMOYIATOPHOIO KOHTPOJIA 34 COCTOSHHEM 3/10POBbS
HaydHoro nenrpa 310pOoBbsi JeTer, npodeccop Kadeapol A/UIEPIOJIOIUH U KIMHUYE-
CKOY UMMYHOJIOI'MH ITeAuaTprudecKoro gakynsrera I'lepsoro MI'MY M. .M. CeueHoBa

Adeopaxoeckuii H. B. — 1.M.H., TJITABHBIN HAYYHbBIN COTPYAHUK OTAEC/IA YIBIPA3BYKOBOM
AUATHOCTUKK HaydHOTO LIEHTPA 3J0POBbsA JCTCH

Adenucosa P. B. — KM.H., CTAPIINUI HAYYHBINA COTPYAHUK PEBMATOIOTUYECKOIO OTHAE-
JieHys HaydHOro ueHTpa 310pOBbs IeTei

Avaxkonoea E. FO. — K.M.H., 3aMECTUTEND IT1aBHOIO Bpaya HUUW nepmuatpun HayyHoro
LICHTPA 3J0POBbA JCTEN 110 XUPYPIUU

Enuwmwee P.M. — BPA4Y-J€PMATOBEHEPOJIOT OTAECIECHUA KOKHBIX 00e3Her HayqaHOoro
LICHTPA 3/I0POBbA JCTCHU

Kepoee K. B. — KM.H., 3aBEYIONINI OTACICHUEM OPTOIEIUU U HEHUPOOPTONEIUHN
Hay4HOro 11eHTpa 3J0POBbA AETEN, ACCUCTEHT KadEeAPhI ACTCKOM XUPYPIrUn, YPOJIOTUU
U YPOAHAPOJIOIUU IEAUATPHUYECKOTO dakyssrera Ilepsoro MI'MVY um. M. M. Ceuenona

Kuproea FO. B. — [1.M.H., ITITABHBIN HAYYHBIN COTPYAHUK OTACICHUA XUPYPIUU U Pea-
HUMAIIUU HOBOPOJK/IEHHBIX C OIEPAIMOHHBIM 6710KOM HII3/]

Kyprxoea H. B. — K.M.H., BpA4-TCHETUK, CTAPIINN HAYYHBIA COTPYAHUK JIAOOPATO-
pPUH MOJIEKY/IIPHOM I'€HETUKU U KIETOYHOU 6MOI0ruM HaydHOro 1eHTpa 3J0POBbs
neTen



ATAQC peAKUX BOAEIHEN

3eauxoeuu E. H. — [1.M.H., 32BEYIOLIAA OTACICHHUEM PEHTICHOBCKOM KOMIIBIOTCPHOM
TOMOTPA(pPUU C OJIOKOM PAAUOHYKIUHBIX UCCIETOBAHUN HaydHOTO 1IEHTPA 3/I0POBbS
nereu

Sumuna E. II. — KM.H., 3aBEAyIOAsd OTJACICHUEM BOCCTAHOBUTEIBHOI'O JICUECHUA
JIETEH C IEPUHATAIBHOM ITATOJIOruei HaydHoro neHTpa 3g0pOoBbs ACTEH

3oxkupoea 3. d. — K.M.H., BDA4-HEOHATOJIOI' OTAEJIIEHUA BOCCTAHOBUTEIBHOI'O JIE€Ye-
HUA JETEN C IEPUHATAIBHOM MTATOJOTHEN HaydHOro 1ieHTpa 340PpOBbA IETEN

3po60K O.A. — KM.H., CTAPIINI HAYYHBIN COTPYJHUK HEPPOIOTUIECKOTO OT/ICIICHUS
Hay4yHoro neHrpa 310poBbi ICTCH

Havun A.I. — n.M.H., IPO@., 3aBEAYIONINI HAYYHO-OPTIAHUZAIIMOHHBIM OT/IEJIOM, TIPO-
deccop Kadpeapsl NeAUATPHUN U IETCKON PEBMATOJIOIUHU ITIEAUATPHUIECKOTO (PAKYIBIETa
ITepsoro MI'MYV um. M. M. Ceuenosa

Hcaeeéa K. Bb. — K.M.H., Bpa4 PEBMATOJIOTUYECKOIO OTeeHusa HaydHoro nenrpa 3710-
POBbBA IETEN

Kapazyaan H.A. — K.M.H., BDA4-OPTATIBMOJIOT

Kaprxawaose M. 3. — KM.H., 3aBeaytomnas oraeneHuem MPT u nencuromerpun KoH-
CYJIBTATUBHO-TUATHOCTUYECKOI'O IEHTPa HaydHOro 1ieHTpa 310POBbs IETEN

Kapmamwviueea H. H. — j.M.H., IpOdeCccop Kadeapbl (PAKYJIBIETCKON IeuaTpun Ne 1
rneguaTprudeckoro gaxyasrera PHHUMY um. H.U. ITuporosa

Koorcesnurxoea O. B. — 3aBe1yIOIas OTACIEHUEM HHCTPYMEHTAIBHOM U JIA00PATOP-
HOU [IHUATHOCTUKU KOHCYJIBTAaTUBHO-IMATHOCTUYECKOI'O IeHTpa HaydyHOro neHrpa
310POBbA JICTECI

Komapoea O.B. — [1.M.H., 3aBEAYIOMAsA OTACIOM MEXKAYHAPOJHBIX HAYYHBIX CBA3CH,
BEAYIIUU HAYYHBIA COTPYAHUK HEPPOIOTUYECKOIO OTAeAeHUA HaydyHOTO IeHTPa 3/10-
POBB ICTEN

Konoea O.M. — K.M.H., 3aBEAYIONIAA OTAEICHHUEM (pusnorepanuu HayqHoro nenrpa
3710POBbA JIETEI

Kocmwowmwuna H. C. — KM.H., BpaY-TIIeAUATP OTACICHUA BOCCTAHOBUTEJILHOI'O Jieye-
HUS IETEN C HE(PPO-YPOIOTUYECKUMHU 32007I€BAHUAMU, O KUPEHUEM, METAOOTINYECKU-
MH 601€3HAMU HaydyHOTO 1IEHTPA 3J0POBbA JIETEN

Kpomoe H.A. — Bpa4 OT/E/IA YIABIPA3ZBYKOBOU JTUATIHOCTUKU HaydyHOTO 11eHTpa 3710-
POBBA I€TEN

Ky3zenxoeaJl. M. — 1.M.H., IPOQ., 3ABEAYIONA IICUXOHEBPOJIOIMYECKUM OTICIIEHUEM
Hay4dHoro uenTpa 3g0poBbs JeTe, IPOoMeccop Kadeaphl NEAUATPUN U IETCKON PEB-
MATOJIOTUU HEAUATPUYECKOTO (pakynsrera Ilepsoro MI'MVY num. 1. M. CeyenoBa

Ky3neuoealI.B. — KMH. Bpad-peHITreHosOr oraenenua MPT u gencuromerpuun
KOHCY/IBraTUBHO-IMATHOCTUYECKOI'O IEHTPA HaydHOr 0 11eHTPa 3J0POBbA IETEN

Kyauuenxo T. B. — J1.M.H., 3aBEJIyIONIAS OTAEICHUEM HEOTIOXKHOU NEJUATPHUM C TPYII-
IION AHECTE3HUOJOTUH-PEAHNMAIIMK HaydyHOro 1ieHTpa 340POBbs AETEH, npodeccop
Kadeapbl A/UIEPTOIOTUN U KIMHUYECKOU UMMYHOJIOI'MH IIEUATPUIECKOTO (PAKYJIBIeTa
ITepsoro MI'MY um. 1. M. Ceuenosa, coBeTHUK BO3



KoOAAEKTMB QBTOPOB

KypunenxogI.B. — KM.H., BCAYIIUN HAYYHBIM COTPYAHUK OTJACICHHUEM PEHIIC-
HOBCKOM KOMITBIOTEPHOMN TOMOTPAPUU C OJIOKOM PAAUOHYKIHIHBIX UCCIEAOBAHUMI
Hay4yHoro neHrpa 310pOoBbs ICTCH

Kycmoea O.B. — KM.H., HAYYHbIH COTPYAHUK OTIACICHUA PEHTICHOBCKON KOMIIbIO-
TEPHOMN TOMOTIPAPUU C OIOKOM PASMOHYKINHBIX UCCIEAOBAHNI HaydHOro 1ieHTpa
37J0POBbA JIeTEU

Jdawmxosa IO. C. — Bpay-IIcAUATP OTACJIICHUA HEOTIOXKHOU MEAUATPUU C I'PYIIION
AHECTE3HUOJIOTrnH-peanuManii Haydnoro nenrpa 30poBbs JeTen

JJoxmamoé M. M. — 1.M.H., 3aBEAYIOIINI OTAECIEHHUEM SHIOCKOIINYECKUX U MOP(POII0-
I'MYCCKUX UCCIEAOBAHUM HaydHOro 11eHTPa 3/I0POBbA JCTE

Ma3ypuna E. M. — K.M.H., BDA4-HEBPOJIOI' OTACJICHUS BOCCTAHOBUTC/IBHOI'O JICUCHUSA
J€TEN C 60JIE3HAMH HEPBHOM CUCTEMBI HaydHOTO LIEHTPA 3/0POBbA I€TCH

Manaxoe O.A. — 1.M.H., IPOQ., BEAYIIIUA HAYYHBIN COTPYAHHUK TPABMATOJIOIO-OPTO-
IIEIMYECKOIO OTAeIeHUA HaydHOro 11eHTpa 300POBbA JI€TEI

Mameovapo A. M. — K.M.H., 3aBEIyIONUN OTJIECJIEHHUEM BOCCTAHOBUTEIBHOIO JICYE-
HUS JIETEN C OOJIE3HAMU HEPBHOM CUCTEMBI HaydyHOT'O IEHTPA 310POBbA JIE€TEN

Mapeueea T.B. — K.M.H., 3aBEJYyIOIIAd OT/JECJICHUEM BOCCTAHOBUTEIBHOTO JI€Ye-
HUA JETENU C HEPPO-YPOIOTHUYECKMMHU 3a00JE€BAHUAMU, OXHUPEHHUEM, METAOOIN-
YEeCKUMH O0ne3Hs MM HaydHOro neHTpa 310pOBbs AETEH, JOILEHT Kadeapsl neau-
ATPUU U JETCKOU PEBMATOJOIUU NEAUATPHUYECKOro (dakynasrera Ilepsoro MI'MY
M. 1. M. CeueHoOBa, COBeTHUK BO3

Macnogea O. H. — n.M.H., IPOPECCOP, 3ABEAYIONIAA OTAEIOM IICUXO3MOIIMOHAIBHON
PAa3TPy3Ky, KOTHUTUBHOM ITOJJIEPKKA U KOPPEKITUOHHO-BOCCTAHOBUTEIBHOM IIOMO-
1 HaygHOro 1eHTpa 3q0pOoBbA 1eTEN

Maanckuii H.A. — [1.M.H., 3aBEAYIOINI J1a00PATOPHBIM OTAEJIOM HaydHOro nieHTpa
340POBbA JIeTEN, TPOPECCOP KAPEAPHI A/UIEPTOJIOTUHA U KIIMHUYECKONM UMMYHOJIOTMH
neguaTprudeckoro gaxkynsrera [lepsoro MMV um. .M. CeueHOBa

MoecucanI.b. — BpA4Y-TIEUATP OTAECJIECHUA BOCCTAHOBUTEIBHOI'O JICUEHUA [ETEU
C O0IE3HAMU OPI'aHOB ITUIIEBAPUTEIBHON CUCTEMBI HAay4dHOTO 1IEHTPA 3J0POBbS JICTEH,
accucTeHT Kadeapsl (PaKyaBIeTCKON neguatpun Ne 1 neguarprudeckoro pakyasrera
PHHVIMY um. H.H. [Iuporosa

Mypawxun H. H. — 1.M.H., 3aBE€IyIOIINI OTAEICHHUEM KOXXHBIX 00J1e3Her HayaHoro
EHTPA 3/I0POBbA JCTEN

HoeuxI.A. — n.mH, 1pod., 3aB. Kapeapoit neguarpun um. npod. 1. M. Boponiiosa CaHKT-
[TeTepOyprcKoro rocyapCTBEHHOIO NIEUATPUYECKOTO METUITUHCKOTO YHUBEPCUTETA

IHaxomoeckas H.JI. — K.M.H., HAYYHbBI COTPYJAHUK I'ACTPOIHTEPOIOTUYECKOIO OTEC-
Jenysa HaydHoro neHrpa 3gopoBbs AeTEN

Hunveyii 3. H. — Bpa4d-AcpMATOBEHEPONOT KOHCYJIBraTUBHO-AUATHOCTHYECKOI'O
nenrpa HL3/

IHooknemnoea T. B. — K.M.H., HAY4YHbBII COTPYTHUK IICUXOHEBPOJIOTUYECKOTO OT/IEIe-
Hus HaydHOro 1ieHTpa 330pOBbs AeTCH



ATAQC peAKUX BOAEIHEN

Hoaynuna T.A. — KMH., 3aBEIyIOIAs OTACJIECHUSA BOCCTAHOBUTEIBHOIO JICYECHUS
nerent ¢ 6osnezuamu JIOP-OpraHos U 4emoCTHO-IULIEBOU 001acT HaygHOro nenTpa
310POBbA JIETEN

IHomanoe A. C. — 1.M.H., IPOD., 3aBEAYIONUN I'ACTPOIHTEPOIOTNUECKUM OTICIIEHUEM
Hay4dHoro nieHTpa 300poBbs 1eTer, npodeccop Kadeapsl EAUATPUN U JIETCKON PEB-
MATOJIOTHUM MEAUATPUYECKOTO (pakynsrera I[lepsoro MI'MVY nm. 1. M. Ceuenosa

INyurxos A.A. — K.0.H., CTAPIINIT HAYYHBINA COTPYAHHUK, CTAPIINI HAYYHBINA COTPYAHHUK
J1260PATOPUM MOJIEKY/ISIPHOM T'€HETHKU M KIECTOYHOM OMOJIOrMM HayyHOro neHrtpa
3710POBbA JIETEI

PegynenxkoeI.B. — KMH. 3aBCAYIOIUN OTAC/JIOM YJIBIPA3BYKOBOM JUATHOCTUKU
Hay4ynoro nenrTpa 310poBbsi JAeTen

Poeencraa IO. B. — KM.H., Bpa4-lIeAUATP KOHCYJABIATUBHOIO OTAcIeHUA KOHCY/Ib-
TATUBHO-IMATHOCTUYECKOIo HeHTpa Hay4HOro neHTpa 350pOBbs ICTC

Pyceuxuii 1O. IO. — 1.M.H., 3aBEAYIOIUN OTOPHUHOJJIAPUHIOJIOTUYCCKUM OTACIICHUEM
HaydHoro nenrpa 300poBbs AeTen, npodeccop Kadeapsl 60I€3HEN YXO-TOPIO-HOCA
sneuebnoro gakynsrera Ilepsoro MI'MY nm. .M. Ceuenosna

Pycunoea /. C. — KM.H. 3aBeAymollas IIPUCMHO-JUATHOCTUYCCKUM OTACICHUEM
Hay4yHoro nenrpa 340pOBbs JA€TEH, ACCUCTEHT Kaeapnl (PAKYIBIECTCKON I€IUATPUN
Ne 1 nepmatpudeckoro gakynsrera PHUMY um. HH. [Tuporosa

Pasanoeé M. B. — K.M.H., Bpa4 OT/i€/1A YIBTPA3BYKOBOM JUATHOCTUKY Hay4HOTrO LieHTpa
37J0POBbA JIeTEU

Caseocmosanoe K. B. — K.0.H., 3aBEyIOIIUNNI JIAOOPATOPUEN MOJIEKYIAPHON I'€HETUKU
1 KJIETOYHOM OUOI0rruy HaygHOro [IEHTPA 310POBbA AETEN

Cemuxuna E.JI. — 1.M.H, IPOd., 3aBeayomas LIeHTPpAIbHON KITMHHUKO-TUATHOCTUYECKOU
nmaboparopuer, npodeccop Kapeapsl (PaKyIBTETCKON nearuaTpun Nel nejmaTprudecKkoro
¢axynsrera PHUMY nm. HH. [Tuporosa

Cepzeeea IT.B. — [ .M.H., IPOQ., ITIABHBINM HAYYHBIM COTPYAHUK HEMPPOIOTUYECKOTO
otaenenysa HayaHoro neHTpa 3q0poBbs AETEN

Cumonoeéa O.H. — ;MH., 1npod. 3aBEAYIOMAS OTACICHUEM ITYJIbMOHOJOTIHUH
U ajuieprosoruu HaydHOro uLeHTpa 340pPOBbi AETEU, Ipodeccop Kapeapbl IeIu-
ATPUM U JETCKOU PEBMATOJIOTUU IMEAUATPUYECKOro (dakynsrera Ilepsoro MI'MV
uM. 1. M. Ceuyenosa

CnoeckaaM.A. — KM.H., BPA4 JJUATHOCTUYECKOM J1A60PATOPUU OTJIEIEHUS UHCTPY-
MEHTAJIBHOU U JIAOOPATOPHON JUATHOCTUKH KOHCYIBIaTUBHO-AUATHOCTUYECKOI'O
HeHTpa HaydyHOoro nieHTpa 3q0poBbs ACTCH

ComnuxoeaJl.C. — BpPa4Y-OTOPUHOJIAPUHIOJIOT OTOPUHOJJIAPHUHIOJIOIUNYECCKOI'O
oraeneHrda HaydHOro neHTpa 310poBbi AeTEn

Cmyoenurun B.M. — n1.M.H., IPOQ., [TITABHBIA HAYYHBIN COTPYAHUK OTAECIECHUS IICH-
XOHEBPOJIOI'UU U IICUXOCOMATUYCCKOM ITATOJIOIrnU HaydHOTo LIeHTpa 340POBbs JCTCH,
rnpodeccop Kapeapsl PAKYJIBIETCKON neauaTpun Ne 1 reguaTprudeckoro pakyasrera
PHVIMY um. H.H. [Tuporosa

Cypxoe A.H. — KM.H., U.0. 32BEYIOLIEIO KOHCYIBIATUBHBIM OTeaecHUEM KOHCYIIb-
TATUBHO-TUAIHOCTUYECKOI'O EeHTPa HaydHOro ieHTpa 310pOBba IETEN
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KoOAAEKTMB QBTOPOB

Taoe E.D. — Bpa4 TPaBMATOJIOT-OPTOIE, OTJEICHUS BOCCTAHOBUTE/IBHOIO JICUCHUS
JIETEN C 6OJIE3HSMM OITOPHO-/IBUT'ATEIBHOTO arnapara HaydHoro 1ieHTpa 3/J0pOBbs ICTEN

Tamouenxo B. K. — j.M.1., IPOQ., ITIABHBIN HAYYHBIN COTPYAHUK OTAEICHUA JUATHOCTU-
K1 ¥ BOCCTAHOBUTEILHOT'O JiIedeHMs HaydHOro 1eHTpa 310pOoBbs JeTel, COBETHUK BO3

Tomunoea A. FO. — KM.H., 3aBEJYyIONAs OTACIEHUEM AJUIEPTOJIOTUA U UMMYHOJIOTUNA
OI'bV3 LIJIKb ®MBA Poccun, accucreHT Kadeapsl (PaKyJIBIETCKON neguarpumn Ne 1
reauaTpudeckoro gaxynsrera PHHUMY um. H. M. ITuporosa

Toponoea H.II. — n.M.H., IPOQ., 3ACTYKEHHBIN Bpad PO, BeIylINI HAYYHBIN COTPY/-
HUK YpanbCKOro HMM nepMaTosoruu U UMMYHOIIATOJIOI'UU

ToponuunaJl. B. — K.M.H., Bpa4 OTOJIAPUHIOJIOT-CYPAOJIOr OTAEIEHUA BOCCTAHOBU-
TEJIbHOT'O JIeYeHM JieTer ¢ 60one3HaMu JIOP-OpraHos U 4eatOCTHO-TUIIEBON OOIACTHA
Hay4yHoro nexrpa 3gopoBbs AETEH

Tpasuna M.JI. — K.M.H., 3aBEIYIOIIAS PECHTTEHOBCKUM OT/ICIEHUEM KOHCYIBTaTUBHO-
JAUATHOCTUYECKOTO IIeHTPpa HaydHOoro rieHTpa 340pOBbiA JICTEN

Dymanoea E.JI. — n.M.H., IPOQ., HAYYHBIN COTPYJAHUK OTJAECJICHUSA TATOMOP(OIOTUNU
HaydHOro nenrpa 3a0pOBbs AETEN, 3aBEAYIONIAA Ka(eapOo MaTOJIOIMYECKON aHa-
TOMUU U KJIMHHUYECKOU MATOJOIMYECKON AHATOMHUH IIEJUATPHUYECKOrO (PAKYJIBIETA
PHHMY um. H. U. ITuporosa

Iypmu T.B. — §.M.H.,, 3aBEAYIONIAA OTACJIOM KIMHUYECKUX HCCIECJTOBAHUNI B II€INA-
TpuKM HaydyHOTO 1IEHTPA 300POBbA AeTeN, npodeccop Kaheapul PaKyIBIe€TCKON e TUA-
Tpuu Ne 1 mexuarpudeckoro gaxynsrera PHMMY um. H.W. [Tuporosa

Xapumonoea H.A. — K.M.H., CTAPIINUI HAYYHBIA COTPYIHUK OTACJIEHUA JIJI HEJJOHO-
IIICHHBIX JeTer HaydHOro neHTpa 340pOoBbs ACeTCH

Huméanoea E.I. — K.M.H., CTAPIINI HAYYHBIH COTPYAHUK IACTPOIHTEPOIOTUIECKOTO
otaenenysa HayaHoro nenrTpa 3gopoBbs AETEN

Ivteun A. H. — j.M.H., IPO®., 3aBE€AYIOIUNA HEPPOJIOTNIECKUM OTAeAcHUEM HaydHOTro
LECHTPA 3/I0POBbA JECTEN

IIvieuna E. H. — 1.M.H., 32BEYIONIAS1 PEHTTEHOBCKUM OT/AECJIIEHUEM C aHT'UOrpaduye-
CKMM KaOMHETOM HaydHOro 1ieHTpa 3J0POBbS JCTCH

Yeanauenrxo O.b. — KMH., CTAPLUIMN HAYYHBIA COTPYAHUK OTACICHUA OPTOIECIANUN
U1 Herpooproneanu HaydHoro neHTpa 3g0poBbs JeTeH

Qucmaxosa E.I. — KM.H., BEAYIIVI HAYYHBIA COTPYAHUK PEBMATOJIOIMYECKOIO
oTaeneHysa HaydHoro 1enTpa 3gopoBba IETEN, 3aMECTUTEND JEKAHA IIEAUATPUIECKOIO
¢akynsrera [lepsoro MI'MY um. 1. M. CeueHoBa

IHTaxmaxmunckana @. 4. — KM.H., BpA4Y-NIEAUATP OTAECIEHUA BOCCTAHOBUTEIBHOI'O
JICYCHU JETEM PAHHEI'O BO3PACTA C IEPUHATAILHOM MATONOIMEer HaydyHoro ieHrpa
3710POBbA JIETEI

Axaegal.T. — Bpad-nIcAUATP OTACICHUS BOCCTAHOBUTEIBHOI'O JICUCHUS [IETEU
C HEPPO-YPOJIOIrUYECKUMU 3a00IEBAHUAMU, OXKUPEHUEM, METAOOIMYECKUMU O0JIE3-
HAMH Hay4HOro 1ieHTpa 340pOBbi IeTEH

AubikI. B. — 1.M.H., IPOQ., [TIABHBIN HAYYHBIN COTPYAHUK OT/€/1a HOBBIX TEXHOJIOTHUN
U3Y4EHUs OCOOEHHOCTEN PA3BUTHUS PEOEHKA U AMOYJIATOPHOI'O KOHTPOJIA 34 COCTOS-
HUEM 310pOBbsl HaydHOI0O LIeHTPA 340POBbs ICTCH



Ysaorcaemwie xonnezu!

Ilepes BaMu BTOPOE U3/JAHUE AT1ACA, [IOCBAIECHHOI'O OJJHOMY U3 IVIABHBIX HAIIPAB-
JIEHUH COBPEMEHHOU MEJIUIIMHBI — PEAKUM O0NE3HAM Yy 1eTer. CBOEBPEMEHHAS 1Al -
HOCTHKA, IIPABHUJIBHOE BEJACHHUE U 4/ICKBATHAA PEAOWMINTAINSA ITAIUEHTOB C OP(AHHBI-
MU 3200JIEBAHUAMU SABJSIOTCA MPOOJIEMOI HE TOJIBKO B HAIIEM CTPAHE, HO U BO BCEM
Mupe. [TpakTuaeckn Bce 601€3HH, OTHOCAIUECA K JAHHOM KATETOPUH, OOYCIOBIEHDI
I€HETUYECKH, UMCIOT HEYKJIOHHO MPOI'PECCUPYIOLIEE TEUYCHUE, 4 3HAYUT, IIPUBOIAT
K HAPYIIEHUIO (DYHKIIMU ITOPAKEHHBIX OPTraHOB, MHBAUIH/INU3AIIUH, IIOTEPE TPYAOCIIO-
COOHOCTH, HABBIKOB CAMOOOCIIY;KUBAHUS, K CMEPTU. TaKMM OOpPA30M, BCE BBIIICIIC-
PEYNCIEHHOE BO3BOAUT PEAKUE OONE3HU B PAHI' HE TOJIBKO MEJIUIIMHCKUX IIPOOIIEM,
HO U COIIMAJIBHBIX, OOIIEYETOBEYECKHX, 4 3HAYUT, TOCYAAPCTBEHHBIX.

JOCTIXKEHNA COBPEMEHHOM HAYKU (MOJIEKYIAPHOU OUOJIOIUH, T€EHETUKU, (PU3HO-
JIOTUH, NATO(PUINOJIOTUN U JIP.) HO3BOJAIOT BBIACHUTDH IIPHUPOJY MHOIMX OOJIE3HEM,
KOTOPBIC PAHEE CYUTAIUCH ITATOJIOIUEN C HEACHOM THOJIOIUE U IATOI'CHE30M. DTO
IIPUBEJIO K CO3[AHUIO ITHUOJIOIMYECKU HAIIPABICHHOM, 3444CTYIO 3aMECTUTEIBHOM,
BBICOKOTEXHOJIOTMYECKOM Tepanuu, 3PPEKTUBHO KOHTPOIUPYIOLMIECH TEYCHUE MHO-
I'X OOJIE3HEN, PAHEE CUNTABIINXCA HEKYPAOECTIbHBIMU.

[IpemaraeMplil BallEMY BHUMAHUIO OOHOBJIEHHBIN <«ATIAC PEAKUX OONIE3HEN>
COIEPKUT OINUCAHUE YHUKAJIBbHOI'O MHOI'OJIETHEI'O OIIbITA, HAPAOOTAHHOI'O COTPY/I-
HUKAMU BEAYIIETO MEAUATPHUYECKOTO METUITMHCKOTO YYPEKIECHUSA HAIEH CTPAHbI —
HaydHoro neHrpa 310poBba AEeTEN. B M3/1JaHNN JTAKOHUYHO IIPEJACTABICHA BCA COBPE-
MEHHAs UHPOPMAIIMA, HEOOXOIUMAA JUIs1 TOr'O, YTOOBI BPpAad JIIOOOU CIIEIUAIBHOCTH,
YBUJIEB IIEpeE] COOOM MAIMEHTA C PEAKON ITATOJIOTHEN, CMOI' IIPOBECTH ITOJOKEHHOE
HUCCIEIOBAHUE TI0 MECTY KUTENbCTBA WJIM HAIPABUTH OOJIBHOTO B (DEJIEPATIBHBIN IIEHTP
JUI TOYHOM ITIOCTAHOBKU IUATHO34 U HA3HAYEHMA A/ICKBATHOU TEpanu. Bo3aMoxHoCTU
JUATHOCTUKW B HAIIIEH CTPAHE, B TOM YUCJIE YPOBEHb PA3BUTHA MOJIEKYSIPHO-TEHE-
TUYECKUX METOJOB WUCCIEJOBAHUSA, HE YCTYIAIOT PA3BUTBHIM 3aPYOCKHBIM CTPAHAM
U MO3BOJSAIOT HAINIMM MAJIEHBKHUM MNAIIUEHTAM I1OJIy4aTh 3(P(PEKTUBHOE JICUEHHE,
HE IIOKW/1ad npeaesioB Poccuinckoi depeparm.

HecoOMHEHHO, BpayH, BIAJICIONIUE 3HAHUSMU, CMOI'YT BOBPEMSI PACIO3HATH CpeE-
T MHOXKECTBA JIPYTUX YACTO BCTPEUYAIOIUXCS 3260JIEBAHUN OpdaHHOE, IMPABUIHLHO
MMOCTABUTD JUATHO3 U HA3HAYUTH CBOEBPEMEHHOE, OCHOBAHHOE HA IMPUHIININAX JJOKA-
32TEIbHOCTH JICUEHME, 4 3HAUUT, COXPAHUTD KMU3Hb €III€ OJTHOMY PEOCHKY.

MUHHCTD 34PaBOOXPAHECHUSA B.H. CkBop11oBa
Poccurickoit degepannu
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NMPEANCAOBWE

C nepsoro ausapa 2012 r. sBcrymmn B cuny degepanbHbld 3aKOH Ne 323-D3
«O6 oxpane 370poBbs I'PAKAAH Poccuiickon Penepanun», B KOTOPOM BIIEPBLIE TAHO
NOHATHE PeAKUX (OpdaHHBIX) Oone3Hen. K 31O KaTeropuun 601€e3HEN OTHOCAT 3260-
JIEBAHUS, PACIIPOCTPAHECHHOCTb KOTOPBIX He IpesbliiiaeT 10 caygaeB Ha 100 ThICAY
HACEJICHUA, U JIJIA JIEYEHUA KOTOPBIX TPEOYETCS JOPOTOCTOAIIEE MEAUKAMEHTOZHOE
COIIPOBOXAEHHUE. VIMEHHO ITO3TOMY IMAIMEHTHI C OPPAHHBIMU 3A00JI€BAHUAMUA 11PEJI-
CTABJIAIOT COOOM COLMAIBHO HAMMEHEE 3AIUINCHHYIO T'PYIIYy HACEICHUs. BrIouns
B 3AKOHO/IATEILCTBO NOHATUE OP(PaHHBIX Oone3Hen, Poccurickas Peaepanus caenana
IIEPBBIN AT K YCIIEITHOMY PEMIEHUIO IIPOOIEMBI OOECIIEYEHNUA HEOOXOANUMBIM JIeye-
HUEM BCEX CBOUX I'PAKIAH.

B nepeuenb penkux (Op@aHHBIX) 3200JIEBAHUN, TOAIOTOBICHHBIX MHH3IPABOM
Poccun, BXOAAT HACIEACTBEHHBIE OOJIE3HU OOMEHA BEIIECTB, KPOBH U KPOBETBOPHBIX
TKAHEH, 4 TAKOKE P HACIECACTBEHHBIX MOHOI'C€HHBIX CUH/IPOMOB, JI/I1 KOTOPBIX pa3pa-
OOTAHO NATOIEHETUYECKOE JICUEHUE.

K coxanenuio, Bpayu OOIMIEN MNPAKTUKA U IIEAHUATPBI HEJOCTATOYHO XOPOUIO
OCBEJIOMJICHBI O KIMHUYECKHUX NPOSBICHUAX U METOMAX JUATHOCTUKU OOJIBIITMHCTBA
Op¢aHHBIX OOJIE3HEMH, 4 B YACTH CJIYIAEB ITOATBEPANUTD 3100JIEBAHUE HE TPEACTABIISACT-
Csl BO3MOYKHBIM B CBA3H C YJAJIEHHOCTBIO OT KPYITHBIX (PEAEPATIbHBIX [IECHTPOB.

Bmecre ¢ TeM HEOOXOMMO OTMETUTD, YTO YCIIEXHU ITOCJIEAHUX JIET B ABTOMATU3A1UH
Y IIOBBIICHHUHN YYBCTBUTEIbHOCTU AHAIUTUYECKUX UHCTPYMEHTOB, 4 TAKXKE IIPUMEHE-
HHUE HOBBIX METOJIOB HCCJIEAOBAHHA (HAIPHUMEDP, TAHAEMHAS MACC-CIIEKTPOMETPUSA)
3HAYUTENBHO VIIPOIAET U YCKOPSET BBIABICHUE BPOXKACHHBIX HAPYIIEHUI OOMe-
H4 BEIIECTB U JAPYIUX OP@AHHBIX 32001€BaHNI. HOBBIE JOCTIKEHUA B JTUATHOCTU-
K€ M JICYEHUM HACIEJCTBEHHBIX OOJIE3HEH IPUBOJAT K TOMY, YTO MHOI'ME€ M3 HUX
HE TOJIBKO YCIIENIHO JIEYATCsA, HO ¥ PACCMATPUBAIOTCS KAK KAHJUAATHI 11 HEOHATAIb-
HOI'O CKPHUHMHTIA. [IpeyIioKeHbl CKPUHHUPYIOIINE TECTHI I JTU30COMHBIX OOJIE3HEN
HAKOIUIEHUSA, MUOAUCTpodun [romenHa, 60ne3Hn Buibcona u ap. Hosble TEXHO-
JIOTUH, TAKHE KAK MYJIBTUIUIEKCHBIN aHAIN3 OEJIKOB M NENTH/OB, ABIAIOTCA OJHUM
M3 CIIOCOOOB YIPOIIEHUA U YCKOPEHUSA JTA00PATOPHON JUATHOCTUKH. DTO C YCIIEXOM
IIPOJIEMOHCTPUPOBAHO JIJIsL IM30COMHBIX OOJIE3HEN HAKOIUIEHUA U MOXKET OBbIThb IIPU-
MEHEHO K 00JIe€ MMPOKOMY KPYI'y 3a0601€BAHNI. 32 ITOCJIEHUE HECKOIBKO JIET JOCTU-
JKEHUSA, CBA3AHHDBIE C PACIIUPPOBKOI I'€HOMA, YCKOPWUJIN OTKPBITHE UH/INBH/IYAIbHBIX
BAPHUAHTOB I'€HOB, HOCUTEIBCTBO KOTOPBIX HEMNOCPEACTBEHHO YKA3BIBAET HA CBA3b
C TEM WJIM UHBIM 3a00s1eBaHHEM. BCe 3TO CIIOCOOCTBOBAIO PA3PAOOTKE U BHEAPEHUIO
B MEJIMITMHCKYIO TEHETUKY 3HAYNUTEIBHOT'O YHUCJIAd HOBBIX MOJIEKYJIIPHO-TEHETUYECKUX
METOJOB M TEXHOJIOIUH, JAIOIUX BO3MOKHOCTD BBbIABICHUA 3200JIEBAHUN, KOTOPBIC
HEJIb351 OOHAPYXUTD C IIOMOIIBIO TPAJUITUOHHBIX OMOXUMUYECKUX METOAOB AHAIN34.
Tak, TEXHOJIOTHSA, NCTIIOJIb3YIONAsd MUKPOYUIIBI /I OJJHOBPEMEHHOTO NCCIIEJOBAHUA
JIECATKOB U COTEH MOJIMMOP@PHBIX YIACTKOB B PA3JIMYHBIX OOJIACTAX I'€HOMA, ITO3BOJIA-
€T BBIAB/IATD 3HAYMMBbBIE MYTAIIHH, CYIIECTBEHHO COKPAIAA IIPU 3TOM BPEMA AHAINU3A.
Jpyroe nepCcrekTuBHOE HAIIPABJICHHUE TEXHOJOIMH HA OCHOBE MUKPOYUIIOB — 3TO
OBICTPOE OIIPEJEICHUE YPOBHA U IIPOPHIIA SKCIIPECCUU COTEH U THICAY I'€HOB, CIICIIU-
(PHUYECKN IKCIIPECCUPYIONUXCSA B JTAHHOM OPraHE WIW TKAHH, C BBIABJICHUEM TEX
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ATAQC peAKUX BOAEIHEN

I'€HOB, KCIIPECCUS KOTOPBIX HAPYIICHA WIX OTCYTCTBYET 11O PHUYUHE I'€HETUYCCKUX
HAPYLIIEHUN (MyTalMKN). B page UCCaegoBaHUN YK€ ITTOKA3aHBI BIICYATIAIONIUE BO3-
MOXKHOCTHU IIOJITHOT€HOMHOI'O CKAHUPOBAHMA HA OOPA3LAX CYXUX IIATCH KPOBU, U IAKE
CAECJIAaHbl TIPEAIIONOKEHHUA O BO3MOMKHOCTU IIOJHOI'O I'€HOMHOI'O CEKBCHUPOBAHUA
Y HOBOPOJKJIECHHBIX C HUCIIOJIB30BAHUEM MAJIOMHBA3UBHBIX METOJIOB 3200pa OMOJIOIU-
YECKOI'o MaTepHaa.

Penkne (opganHble) 3200/€BAHMUSA B OOJIBIIMHCTBE CBOEM OTHOCATCA K I'PYIIIE
3a60J1€BAHNI C IPOIPEAUECHTHBIM TEYEHUEM U PAHHHUM JIETAJIbHBIM UCXOI0M. UMEHHO
IMO3TOMY PAHHASA JUATHOCTUKA JAET BO3MOKHOCTD CBOEBPEMEHHO OJIOOPATH MAIUEH-
Ty 3(PHEKTUBHYIO TEPANTHIO. HEOHATAIBHBIN CKPUHUHI JTAHHOM I'PYNIILI 3a100JIEBAHNU,
OCHOBAHHBIN HAd COBPEMEHHBIX METOJAX MOJIEKYISIPHO-TEHETUYECKON TUATHOCTHKY,
MOKET CJIYKUTD TEM KPAE€YI'OJIbHBIM KAMHEM, KOTOPBIN ITOMOXET CBOEBPEMEHHO YCTa-
HOBHTbD JJUATHO3, OIIPEACINUTD IIPOTHO3 U JAKE CIIACTU MHOMKECTBO YKUZHEN.

Be3yCc/IOBHO, HCIIONB30BAHUE PA3PAO0OTAHHBIX METOJOB HYXAAETCS B IIMPOKOM
OOCYKIEHUU U OCTOPOKHOM NPUHATUU PEIIECHUN B CBSI3U C BO3HUKAIOIIMMU ITH-
YECKUMHU IIPOOJIEMAMH, CBA3AHHBIMU C BBIABIECHUEM HOCUTEIBCTBA ITATOJIOIMYECKUX
I'€HOB WIH JOCUMIITOMATUYECKUM OOHAPYKEHUEM OOJIE3HEN, HE MMEIOMUX AP PeK-
THUBHBIX METOJOB JiedeHUs. OJTHAKO, TEMIIBI PA3BUTUSA HAYKU CYIIECTBEHHO OIEPEXKAIOT
OINHCAHNUE HOBBIX HO30JOTMYECKUX (POPM, H, CIEJOBATEIBHO, COLIMAIbHYIO 3HAYH-
MOCTb PAHHETO BBIABICHUS TAKUX OOJIE3HEN HEBO3MOKHO IIEPEOIIEHUTD.

MpI HaZIeeMCs, 9YTO 3TA KHUT'A [IOMOYKET O3HAKOMUTHCS IIIMPOKOMY KPYTY ITEAUATPOB
Y BpA4eH JPYIUX CIIEHHUAIBHOCTEN C KIIMHUYECKUMU IIPOSABIECHUAMU PEAKUX (OpaH-
HBIX) OOJIE3HEN I PAHHEIO BBIABICHUA, CBOEBPEMEHHOIO U AIEKBATHOIO JICYCHUA
U IPOPHUIAKTUKU BOZHUKAIOINX OCIOKHEHHUM.

Jupexkrop HaydHOro neHTpa 30pOBbiA JCTEH,
[J1aBHBIA BHENITATHDBIN CHEIUATINUCT [IEAUATP
MuHUCTEPCTBA 34PABOOXpPaHEeHMA PD,

IIpencenarens Mcrionkoma Coroza nieguarpos Poccun,
akageMuk PAH

A.A. bapanoe

Jupexrop HWUH nieguatpun HaydHoro neHTpa 340pOoBbs ACTCH —
3aMECTUTEIIb JUPEKTOPpA LIeHTpa 110 HAyKe,

3aBeyronias Kapepor AJUIEPTOJIOIHH U KIIMHUYECKON UMMYHOJIOTHH
MEAUATPUYECKOTO (pakynsrera Ilepsoro MI'MV nm. M. M. Ceuenosa,
3aBeyroniasa Kaeapor (PakyJasreTCKON neuaTprun Ne 1 neiuaTpudecKoro
¢axynsrera PHUMY um. H. U. TTuporosa,

wieH Mcrionkoma MexayHapOAHOM euaTpudeckor accouuanuu (IPA),
npesuzieHT EBporierickon neguarpudeckon acconuanuu EPA /UNEPSA,
coBeTHUK BO3, unen-koppecnonaent PAH, nnpogeccop

JI.C. Hama3oea-bapanoea
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ABETAAUNONPOTEMHEMUA
(ABETALIPOPROTEINAEMIA)

MKDb-10: E78; OMIM 200100

OnpeaeAeHne. AGETATUIIONIPOTEUHEMHS — PEAKOE BPOXKIECHHOE 3200JIEBAHUC
C MYJIBTUCHUCTEMHBIMHU TIPOABICHUSAMU, XAPAKTEPUSYIOIIECECA HAPYIIIEHUEM BCAChIBA-
HUS JKUPOB, AKAHTOIIUTO30M U THIIOXOJECTEPUHEMHEH.

C rojlaM# y malifu€HTOB HPOrPECCUPYET AEPUITUT KUPOPACTBOPHUMBIX BUTAMUHOB,
B TOM YUCJIE C POPMHUPOBAHUEM ATUITMYHOI'O MUTMEHTHOI'O PETUHUTA, «<HOYHOH CJie-
MOTBI», KOATYJIOMATUNU, HEUPOMATUU U MHONATHH. Brepsbie 3a00J€BAHHUE OMUCAHO
FA. Bassen u A.L. Kornzweig B 1950 1.

CuHOHUMBI: cHIpom baccena—KopHIiiBenra.
Anuaemumonorus. PacripocrpaneHHOCTb MeHble 1: 1000 000 Hacenenus.
TN HOCA@AOBOHUS: AyTOCOMHO-PENECCUBHBIN.

ATHnoAormg, naroreHes. IIpuuynHa A0ETATUNONPOTEUHEMHUN — a0CEHC-MYTa-
s PYHKIIMOHAIBHON enuHunbl 97-KDa rena MTTP (Microsomal Triglyceride
Transporter Protein), PAacHOJOXEHHOI'O HAa KOPOTKOM Iuiede 4-U XPOMOCO-
Mbl (4Q22-24), OTBETCTBEHHOTO 34 3KCHPECCUIO O€JIKa — MHKPOCOMAJb-
HOI'O TPAHCIIOPTEPA TPUINIULEPUIOB. leH, OTBETCTBEHHBINM 32 MIPOAYKIIUIO
B-JIMIIOIIPOTEUHOB, B YACTHOCTH AIOJUIIONPOTENHA B (XMJIOMUKPOHOB), IIPH-
BOJAUT K HAPYIIECHUIO CUHTE3d U BCACBIBAHUA TPUITIULIEPUAOB, KOTOPbIE HEOO-
XOJAHMBI I BCACBIBAHUA KUPOPACTBOPUMBIX BUTAMUHOB (A, D, E, K) B TOHKOI1
KUIIIKE U TPAHCIOPTA UX B II€YeHb. HapylmeHnue CUHTE3a JIUITONPOTEHUIHBIX KOM-
IUIEKCOB NPUBOAUT K JI€(MEKTY KIETOYHBIX MEMOpPAH, KOTOPBIFM HaAHMOOJIEEe Ove-
BUJICH IPU HCCIECAOBAHUU 3PUTPOLIUTOB, IIPUOOPETAIOIMUX (POPMY 3BE3NUATHIX
AKAHTOIIUTOB.

KAnHnyeckue npossaeHuns

B nepuos HOBOPOXAEHHOCTU M TPYJHOM BO3PACTE — TSDKEIAA MalbabCcopO-
1S JKMPOB, THMIIOXOJIECTEPUHEMUS C POXKICHHS; MJIA/ICHIIBI BBDKHUBAIOT IIPU CBOE-
BPEMEHHON JJUATHOCTUKE WJIU TTOIYYAIOIIHE TTIOJTHOE MAPEHTEPATBHOE TUTAHUE.

HenepeHOCUMOCTb KUPOB COXPAHAETCHA BCIO JKM3Hb, HA MaJbaOCOPOIUIO KHUPA
HE BJIUSIET IIPUMEHEHUE BBICOKUX /103 JIMMA3bL

XPOHUYECKUH AEPUITNT JIUITOIIPOTENUIOB CKA3bIBAETCA HA CTPYKTYPE MEMOPAH BCEX
KJIETOK OPTaHU3M4. B 4aCTHOCTH HAPYIIAETCS CTPYKTYPA PECHUTYATOT'O AMUTEIHS, YTO
IIPUBOJIUT K JE€(MPEKTY MyKOLIMJIMAPHOTO KIUPEHCA (OOCTPYKTUBHBIM OPOHXHUTAM, TPA-
XEUTY, XPOHUUECKUM UH(QEKITUAM POTOHOCOTJIOTKH ), OTMEYAIOTCS SPO3UBHBIE J1E(PEK-
TBI CJIN3UCTOM OOOJIOYKHU BEPXHETO OT/IE/IA TUIEBAPUTEIBHOIO TPAKTA (KUCIOTO34BH-
CUMOTO I'€HE34, PEMAPALIMSA CIM3UCTON OOOJIOUYKU CTPAAET).

[TnrMeHTHAss PETUHOIIATHUS.
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ABETOAMMONPOTENHEMMS

AVArHoOCTUKA

Khrunuuecxkana cummnmomamuxa.
HAPYIICHUA BCACBIBAHUA B KUIICYHUKE,
a TAaKkKe (BCJIEACTBUC JECMUECIMHU3ALUNU
AKCOHOB) HAapYLIICHUA KOOPAMHAIINY,
ATAKCH, HHUCTAI'M, IIUI'MEHTHAs JETrcHe-
panya CeTYaTKH, CTEATOrenaTHuT, OTCTA-
BAHUE B (PU3UYECKOM U YMCTBEHHOM PA3-
BUTHU.

JlabopamopHnas OuazHOCMUKaA:
I'AIIOXOJIECTEPUHEMUS, AEPUIAT JUIIO-
IIPOTEUIOB HU3KOM U OYEHb HU3KOU
IUIOTHOCTH; KOAT'YJIONATHA (OOYC/IOBIEHA
gepunurToM BUTAMKMHA K), aKAHTOIUTBHI

T

_ : 1
Pt o o892

A ) ’'a ¥ O 80

AKaHTOLMTLI IEPUPEPHUIECKON KPOBH:
60—85% B Ma3KaX, MAKPOITUTAPHAS AHEMUS
(MCV 97,4 fl). Ha (pone neuyeHus:
AKAaHTOLIMTOB 16%, MCV 80 f1

B MA3KC KPOBH.

AnddepeHUNAAbHbIN AUATHOS:
*  MYKOBHCIIUJO3;
*  AYyTOCOMHO-PENECCUBHBIN HEMPOAKAHTOIIMTO3 U JIP. (TA0IL.)

Ta6auna. InddepeHITNATbHO-TUATHOCTUYECKUI AITOPUTM CUMITTOMOB A0€TATHIIO-
MIPOTEUHEMU U

CHMIITOM OCOOGEHHOCTH OuddepeHTHanIbHbIN JUATHO3

OXHUHOIUTHI — 3PUTPOIUATHL, TOBEPXHOCTH KOTOPBIX
PAaBHOMEPHO ITOKPHITA TPEYI'OJIBbHBIMU BBIPOCTAMU,
MOTYT ITOAABUTBCA IIPU YPEMUHU.

AxanTOIUTHI (€ 5—10 MUITIOOOPA3HBIMU
OTPOCTKAMHM ) OOHAPYKUBAIOT IIPHU AyTOCOMHO-
PELECCUBHBIX HEMPOAKAHTOIIUTO3AX (AKAHTOLIUTEI
U [IPOI'PECCUPYIONIAA JEeTeHEPALA OA3AIbHBIX
I'AHIVIMEB), XOPEOAKAHTOIIUTO3€E 1 X-CIETJIECHHOM
cuHipoMe McLeod, a6eTaUIIoNnpOTENHEMUHN.

[Tpu 3TNX 3200JIEBAHUAX AKAHTOIIUTHI HEOOXOIMMO
OTJINYATh OT AXUHOIIUTOB

[IrmopoBHUHBIE
SPUTPOLIUTEI
(3XHUHO-

Y AKAaHTOLIMTBHI)

AKaHTOLIUTBI

MyKOBUCIIMJIO3, BDOK/IEHHAsI TUITOIUIA3UA
IIOJKETYJOYHOM sKene3bl (CUMHApOoMBbI [IIBaxmana—
Harimonga, Moxanccona—baussapaa, [Tupcona u ap.),
BPO’K/JICHHASI HEJJOCTATOYHOCTD ITAHKPEATUYECKOI
JIMIIA3bI ¥ KOJIMIIA3bL, BPOXKICHHAA ATPE3UA XKETIHBIX
XO/I0B, J€(PUITUT SHTEPOKNHA3BI, BDOXKICHHAA
aTpOodus/TUNOTPOMPUA TOHKON KUIIIKHA

Masbabcopouus
(crearopest)

[TepBuyHas
(BpOXACHHASA)
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ATAQC peAKUX BOAEIHEN

CuMIITOM OCOOEHHOCTH IuddepeHITHATBHBIN JUATHO3

Kaxexkcus, ronofjaHnue; CHH/IpOM MaIbabcopO1Iny;
OOIIMPHBIE OXKOTI'H; TSKEJIBIE OCTPBIE 3A00JI€BAHNS
1 MHEKIINH; HEKPO3 I'€ATOIUTOB, TEPMUHAIbHAA
CTAUs LIUPPO34 IEUYEHU, TENTATOKAPIIMHOMA,;
CETICUC; TUIIEPTHUPEO3; XPOHUYECKAA CEPCUHAA
HEJJOCTATOYHOCTD; 'UIIO- U A0ETAIUIIONPOTENHEMUS,
KJIMHUYECKU CXO/IHBIE 3200JIEBAHNS C PA3HON
I€HETUYECKON OCHOBOM (APO-B Myranuen
Tunoxonec- C IOMUHAHTHBIM HACIE€NOBAHUEM IIPU CEMENMHON

C poxaenus
TEPUHEMUSA runooderanunonporennemun 1 MTTP ipu
A0€TAIIPOTENHEMUN ); AEPHULINT a-IMIIOIIPOTEUHA
(6onesnp Tamxepa); MErano6IACTUYECKAST AHEMUS;
TATACCEMUST; XPOHUUECKUE OOCTPYKTHUBHbBIE
3a001€BAHUA JIETKUX, TYyOEPKYJIES JIETKUX; [IPUEM
IIPENAPATOB, CHIKAIOIINX YPOBEHD XOJIECTEPUHA,
IIPUEM HEKOTOPBIX JIEKAPCTBEHHBIX IPEIIAPATOB
(x1oMu(eHa, 3CTPOreHOB, UHTEPPEPOHA,
HEOMMIIUHA, TUPOKCHHA, KETOKOHA30J14)

CHIKEeHHnE AyrocoMHO-peneccusHaa popma I1P,

OCTPOTBI AyTOCOMHO-JOMUHAHTHAA (POPMA C MEJJICHHBIM

HOYHOI'O IIPOTrpeCcCupoBaHUeM: X-CIICIUICHHAS PEIICCCUBHAST —
[TurmenTHas 3peHus Hauoboee TseKenas popma IMMIMEHTHOI'O PETUHUTA
PETUHONATUSA (cneapcreue C OJIHOU IIOTEPEH 3pEHUA HA 4-M ICCATHICTUHN
(ITP) nedpunura sxusnu. [1P npu cunppome Pedeyma,

BUTAMHHA A) JIUINOQYCIIMHO3€, MYKOIIOJINCAXAPHUI03aX TUIIOB I,

U CY’KEHUE IT u III, cungpome bapae—buyisd, HacieCTBEHHOM

IIOJIEN 3PEHUA | ATAKCUU U MUOTOHHUYECKON JUCTPOPUN

AeyeHue. 3aKII04YaeTCa B HA3HAYEHNH BBICOKUX 103 KUPOPACTBOPUMBIX BUTAMU-
HOB, U OCOOEHHO TOKO(MEPOIIa.

MporHos 3a601€eBaHMs 3aBUCUT OT (POPMHUPOBAHUSA ITUPPO3A NIEYEHH BCIIEICTBHE
CTEATOTCIATUTA, OTJIOXKEHHS 3(PUPOB XOJIECTEPUHA, PA3BUTHSA ATAKCUU (OOBIYHO
3-4 AEKAJA YKU3HHW) U CJIENIOTHI K 4-11 JIEKa/I€ )KU3HU BCJIEACTBUEC TUTMEHTHOM JIETCHE-
panyu CeTYaTKU. Jepuit KEPATUHOB, BUTAMUHA A IPUBOJUT K T'MIIEPIVIA3HUHN CIIU3U-
CTOM OOOJIOUKH JKEJTY/IKA, IBEHAIATUIIEPCTHON KHUIIKU.

KAMHMYyeckumn npumep

Manpuuk I, Bo3pacr 10 ser 8 mec (puc.).

Hacneocmeenmuwiii anammes: KDOBHOPOACTBEHHDBIN OPaAK, 3-1 O€PEMEHHOCTD (1-91 —
340POBAsI EBOYKA; 2-51 — PEOEHOK YMEP B MECAYHOM BO3PACTE, TIPEATIONOKNUTEIBHO
OT KUIIECYHON MHPEKIUN: OTMEYAIACh AHAJIOTUYHAA KJIMHUYECKAA KAPTUHA IToaude-
KAJINU, IPUBEIIASA K SKCUKO3Y; IEBOYKA OT 4-1 OEPEMEHHOCTH 3/I0POBA).
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ABETAAUMONPOTENHEMMS]

Anammes rHcusru: BeC U pOCT IIPU POKIACHUMN B HOP-
ME€; C MECIYHOT'O BO3PACTA IIEPECTAII IIPUOABIIATD B BECE,
NOMUPEKVINA U CTEATOPEA IIPU XOPOIIEM AIIIETUTE.
3a mepBbIN I'OJl KM3HHU HEOJHOKPATHO T'OCIIHUTAIU3U-
POBAJICA C LEJIbIO IMAPEHTEPATbHOI'O MUTAHMUA, IIOC/IE
1 roga XKU3HU OTMEYAIOCHh OTHOCHUTEJILHOE YJ/Iydllle-
HUE HA HU3KOKUPOBOM AueTe. MHOTOKPATHO HCKIIIO-
qajIca MyKOBUCIIUA03. ITocie popmMupoBaHus UPPO3a
U NOPTANbHOU TMIEPTEH3UU, MOPQPOIOTUYECKH 10/~
TBEPKJICHHDIX, HAIIPABJICH B I'ACTPOIHTEPOTIOTUIECKOE
otnenecHue HII3/I,

IIpu nocmynaenuu: BeC pedbeHka 22 Kr, poct 117 cm
(< 33, orcraBanue 12—20 cMm), COCTOAHHUE 1O 3200J1€BA-
HUIO CPEIHEN TAKECTU, CAMOYYBCTBUE YIOBJICTBOPU-
TENbHOE. BHewHull 610: KyKOJIbHBIN, NH(PAHTUIBHDIMN.
Beco-pocroBbie 11OKa3aTeNn U IPOHOPIUU TEId COOT-
BETCTBYIOT 7-JICTHEMY BO3pacTy. Ha nuiie — cocyaucToie
3BE3J0YKH, KAMWUIAPUT. 13 HOCAa THOMHBIE BBI/ICJICHUA.
'HOVHBIN KOHBIOHKTUBHUT, Ose@apuTt. [IpogyKTUBHBIN
Kalllesib, IIPOBOJAHBIC XpUIIbL [enaromeranusa +4—-5 cM,
CIICHOMETAIUA +3 CM.

Pe3yavmamovt 06creooeanust

VYCTAHOBJIEHBI OTHOCUTENBHAA U A0COIIOTHASA JIMM-
dbomenma — 11% (mopma 20-50%) u 1,0x10%/n
(1,0X107/1m); MaKpOUUTAPHAST AHEMUsI C TTOBBINICHU-
€M CpegHero oobema 3puTpouToB — CMV 974 fl
(77-94 fl), 60—-85% axkaHTOIUTOB; AedHIUT BHTA- RS T
muHa B, — 177 nr/mn (208-964); MOBBIICHHAA  Byemmumii sup peberka 10 et
AKTUBHOCTb KpeaTuH(dochokuHazbl — 361 (25-194) 8 wmec ¢ aberammonporentemuet,
1 JTAKTATCrUAPOreHassl 290 ME/ (91-225); THIIOXO-  CTaTyC COOTBETCTRYET 67 T.
necrepuHeMusAa 1,2 MMomb/n (3,1-5,2 MMOnb/n); AJIT gfigzgz?;ﬁ?m S
44 en/n, ACT 93 en/n (5-40); renatuT MUHHUMAJIbHOMN
CTENEHN AKTUBHOCTHU, FAMMA-TJIIOTAMUITPAHCIETITH/IA-
3a (ITTII) B HOpMe. HU3KOE copiepKaHUE BUTAMMHA B, B COYETAHUM C METAI00IACT-
HOU aHEMHUEN CTAJIO OCHOBAHUEM JIJI1 HA3HAYECHUS [JTMAHOKOOAIAMMUHA. D1acTOrpaus
neueHu 5,9 klla coorBercrByeT (pubdpo3y 1-i1 crenenu (1o mkaae Metavir), Juarto-
CTHUYECKASI TOYHOCTH 88,6%, TOKHOOTPHUIIATEILHBIE PE3YIBIAThl MOI'YT ObITh CBSI3AHBI
C JKMPOBON HMH(PWIBIPAIUEN IE€YCHH, XAPAKTEPHOM I A0ETATUIIONPOTENHEMHUHH.
KOCTHBIN BO3PACT COOTBETCTBYET KAJIEHIAPHOMY.

YCTAaHOBIEH 3TUOJNOTUYECKUI JUATHO3 A0ETATTUIIONPOTEMHEMUN HA OCHOBAHUU
CHENM(PUIECKOTrO JIMIUAHOTO CTATYCA M AKAHTOIUTO34, OTPAXKAIOMIETO TePEKT MEM-
OpaH 3pUTPOIUTOB.

IIposeoero neuerue: Buramud E 1o 9 karcyn B geHb (100 Mr/kr B Ccyr) + BUTA-
MHH A 110 1 Karcysne B JeHb, AJIbPAKAIbINUAO0N 110 0,25 MKI' 2 pa3a B I€Hb, MEHAJUOH
(Bukacou) 1o 15 Mr 2 pasa B icHb, BUTamut By, 1o 1,0 B/M Ne 4, ipenapat KapHUTHUHA
(®npKap 20% B no3e 10 mi/CyT), KOMIUIEKC BUTAMUHOB U META001NTOB (Llnrodnasun
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ATAQC peAKUX BOAEIHEN

110 1/2 Tabnerku 2 pas3a B IEHb), YPCOAEZOKCUXOIEBAA KUCIOTA (YPCOPAIBK 110 250 MI
H4 HOYb); MECTHAS TEPAITHI KOHBIOHKTUBUTA. AMOYJIATOPHO PEKOMEH/IOBAHO IIPOAOJI-
JKUTH €KEJHEBHDIN IIPHUEM BUTAMHHOB E 1 A, renaTonporekropa.

3a 8 Mec amOynaTOPHOTO HAOIIOIEHU BBIPOC HA 10 CcM, TIepecTan 601eTh PECIIH-

PATOPHBIMU MH@EKIHAMHU, YIAYUIIWICA IIPOPUIb KOATYJIAIMU: IIPOTPOMONHOBBIA
unzaekc (ITTH) yBemmuniics ¢ 43 1o 73% (Hopma 70—100%).
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AKPOAEPMATUT SHTEPOMATUYECKNN

(ACRODERMATITIS ENTEROPATHICA)
MKB-10: ES83.2; OMIM 201100
OnpeaeAeHue. AKpOAEPMATUT SHTEPOIIATUYECKHUI — HACIEICTBEHHBIN JJEPMATO3,
OOYCJIOBJIEHHBIN MaJIbaOCOPOIIMEN IIMHKA B TOHKOM KHMIIIEYHHKE B PE3YJIBIATE BPOXK-
JIEHHOT'O OTCYTCTBHA (PEPMEHTA OJIUTI'ONENITH/IA3BL;, XAPAKTEPUIYETCA BE3HUKYI00YII-
JIE3HBIMU BBICBIITAHUAMU (IIPEUMYIIECTBEHHO BOKPYI' €CTECTBEHHBIX OTBEPCTUHN U HA
JUCTANIbHBIX OT/IE/IAX KOHEYHOCTEN), AJIONIEUE U IUAPEEH.

CWHOHUMBI: cuHIpoMm [lan6oisra—Kiiocca, cuaapom bpanara.

AnuaemMUuoAorus. PacripoCcTpaHeHHOCTD B MOM/LIUK cocTasisier 1:5000—1:6500.
Yame BCTpeYaAeTCs CPEAU AETEHN, POXKICHHBIX OT OJIM3KOPOACTBEHHOI'O OpaKa.

Tn HOCA@AOBOHUS: AYTOCOMHO-PELECCUBHBIMN.

ATnoAorug, naroreHes. B ocHOBE 60IE3HU JIEKUT MyTalus reHa SLC39A44, pacno-
JIO;KEHHOI'O Ha XPOMOCOME 8 (24.3, KOTOPBIA KOJUPYET TPAHCMEMOPAHHBIN OEJTOK —
IIUHK-CBA3bIBAIOUN (pakTop (LICP). PazsuBaerca HapylIIEHUE IIPOLECCOB BCACHIBA-
HUS B KMIIIEYHHUKE 34 CYET Ae(PUIUTA IUHKA U OTCYTCTBHA (DEPMEHTA OJIMT'OTIENITUA3bI
(ruApONIN3yeT OJUTOIIEIITH/Ibl, BO3HUKAIOIINE IIPH PACIA/IE OEIKOB). Y 3[J0POBBIX JIUI]
BCACBIBAHUE IIMHKA OCYIIECTBIAECTCA B IBEHAALIATUIIEPCTHOM KUIIKE C [IOMOIIBIO IIMHK-

[Tanuent P, 7 mecanes. Jnarnos: <« HTEPOnaTUIECKUN A. TTanituenT P, 5 et (Ha6/110/ICHHE B IUHAMUKE),
AKPOEPMATUT». B TeueHnEe 2 MECALIEB JICUWIICS IPOSIBJIEHUS SHTEPOIIATUYECKOI'O AKPOJEPMATHTA

B CTALIMOHAPE PAYIOHHOM OOJIbHULIBI C JUATHO30M: (IJIOCCUT M NEPUAHATIBHBIN IEPMATUT C KAHUIO3HON
«ATOIIMYECKUI JIEPMATUT> O€3 KIMHUYECKOI'O UH@EKIMEN) Ha (POHE IPEKPALIECHUS IIpUEMA IIperaparTa
adpexra LIMHKA B TCUCHHE MECAIA U3-34 €I'O OTCYTCTBUS

B AIITEYHOM CETU

B. [TatueHt P, 5 et 3 Mecaia (HabmoAcHNE B
JUHAMUKE), PETPECC KIMHUYECKUX IIPOSIBIIEHUI HA (DOHE
BO30OHOBJIEHU IIPHUEMA IIPENapaTa [IMHKA. B HacTosmee
BPEMS MAJILYMKY 12 JIET: IPU €KEJHEBHOM IIPHUEME
MIPEIapaTa HUHKA O60CTPEHMIT KOKHOT'O TIPOLIECCA

HE OTMEYAETCS
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ATAQC peAKUX BOAEIHEN

A-B. [TanimenTtka T, 5 Mecsa1eB. BbIChITaHMs HA KUCTAX, CTOIAX, B CKJI4/IKAX, HA KOXKE IIEK C YCTKUMU I'PDAHULIAMU
SIPKO-PO30BOI OKPACKH; 3Y/T OTCYTCTBYET

cBsa3bIBAONIETO (pakTopa (LICP) — HUBKOMONEKYISIPHOTO OEIKA, KOTOPBIIN BbIJIC/ISACT-
Cs IOJKEMYAOYHOM Kesie30u. HHCP nMeeTcsa B MATEPUHCKOM MOJIOKE M OTCYTCTBYET
B KOPOBbEM. [103TOMY BOSBHUKHOBEHUE WIH IIPOI'PECCUPYIOLIEE TEYEHUE OOJIEZHU ITPO-
UCXOAUT OOBIYHO IIPH IIEPEBOJE PEOEHKA C ECTECTBEHHOI'O BCKAPMIMBAHNA HA UCKYC-
CTBEHHOE. BeiiencTBre BOZHUKAIOMIEH M3-32 HEAOCTATOYHOCTH LCPD runonuHKeMun
HAPYIIAETCSI OOMEH TPUNTOPAHA, CHUKAETCSA CUHTES PAA AMUHOKHUCIOT, IPOUCXOIUT
IICPEHACHICHUE KICTOK JKUPHBIMU KHUCJIOTAMU, TPUITIULIEPHUAAMU. JePUIUT [IMHKA
IIPUBOAUT K CHIDKCHUIO (DYHKIIMHU T KJIETOK M HAPYIIEHUIO KIETOYHOI'O UMMYHUTETA.
PaspuBaerca uutonus T KIETOK, aKTUBUPYIOTCA HATYPAJIbHBIE KWLUIEPDI, CHIKACTCA
HAIIPOKEHHOCTD KJIETOYHOI'O U I'YMOPAJIBHOI'O UMMYHUTETA. M3MEHAETCA COOTHOMIE-
HYE JIMHOJIEBOU U OJIEMHOBOM KUCJIOT, HAPYIIAolee (PYHKIIMOHAIBHYIO AKTUBHOCTD
anuaepMuca. OOHAPYKHUBAEMbBIE HA KOXKE, CIU3HUCTBIX OOOJOYKAX M B KHIIECYHUKE
KOKKH, I'PUOBI poaa Candida, IPOCTENIINE TTOABIAIOTCA BTOPUYHO WIH B PEZY/IBIATE
PAa3BUBAIOLIETOCA UMMYHOAePUIINTA. OIHUTIOCIIEPMUSA U TUIIOTOHAU3M, A TAKKE (POTO-
o6y IPOrpecCUupyIoOT B PE3YJIBIaTe CHIKEHUA YPOBHA LIMHKA ¥ HAPYIIEHUA OOMEH-
HBIX IIPO1eCCOB. OKOIO 20% OOMBHBIX — JE€TU, POAUBIINECA OT KPOBHOPOACTBEHHBIX
OpAaKOB.

KAuHUYeckue nposiBAeHUs
OCHOBHBIE KJIMHUYECKUE ITPOABJICHNA BO3HUKAIOT Y ICTCH B I'PYTHOM BO3PACTE, YACTO
II0CJIE IIEPEBO/IA UX HA UCKYCCTBEHHOE MJIY CMEIIAHHOE BCKAPM/IMBAHUE.

Koorcnote noxpoest. Chlllb CUMMETPUYHAS, PACIIONATACTCA B KPYIHBIX CKIAJKAX,
BOKPYI' PT4, IV143, 4 TAKKE B AHOT€HUTAIBbHOM OOIACTH, OOIACTU ATOJULL, PA3IrUOATEIIb-
HBIX IIOBEPXHOCTAX KOJICHHBIX U JIOKTEBBIX CyCTABOB.

ChblI1b NOJIMMOP(QHASA, BHAYAJIC SPUTEMATO3HAA, BE3UKY/IO-ITyCTYIE€3HAs WIN OYyJIIe3-
Hast; IIOCTEIICHHO CIUBACTCA B KPYIIHBIE MOKHYIIME 3PO3UPOBAHHBIC OYaAI'H, IIOKPbI-
BAIOIMECA KOPKAMU CEPO3HOIO WIHM CEPO3HO-THOMHOIO Xapakrepa. O4yaru UHorzAa
HAIIOMUHAIOT UMIIETUTO, IICOPUA3 (IIPU CJIA00 BBIPAXKEHHON 3KCCYAALINN). B KPyITHBIX
CKJIAJIKAX OYaru MOI'YT MMETh HPUYYIINBYIO KOH(PUIYPALUIO C YCTKUMU I'PAHUIIAMH,
HACBIIEHHON KPACHON OKPACKOI, Malrlepanuein. B 061acTu KPyIHBIX CYCTABOB MHOIA
OTMEUYAIOTCA CJIErKAa MIEIYIIANUECA JTUXCHOUIHbBIC 3JIEMEHTBI KPACHOBATOI'O OTTCH-
Ka. [IouTn y BCe€X OOJBbHBIX B 30HAX IMOPAKEHUA — IIPU3HAKU BTOPUYHOU I'HOMHON
nHdekuu. OKono 97% O60JbHBIX UMEIOT MAPOHUXUU, JUCTPOPUN HOI'TEU, HEPELKO
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AKPOAEPMATUT SHTEPOMATUYECKNMN

OTTOPKEHUE HOI'TEBBIX IIACTUHOK. [10UTH TOCTOAHHBIM IIPU3HAKOM ABJIACTCA AJIOIE-
WS PA3HOM CTEINEHU BBIPAKEHHOCTH, HEPEJIKO TOTAIbHAS.

VYV IE€BOYEK OBIBAIOT ABJICHHA BY/JIbBUTA, Y MAJIBYUKOB — OAJIAHOIIOCTUTA; IPYTrOM
IMATOJIOTUM CO CTOPOHBI MOYEBBIBOJAIIEN CUCTEMBI HE HaOmoogaercs. [loutn y 70%
OOJIBHBIX B COCKOOAX C OYAr'oOB, PACIHOJOXKEHHBIX HA KOXE U CJIU3UCTBIX OOOJIOUKAX,
OOHAPYKUBAIOTCA I'PUOLI poaa Candida.

Opzarbr ObiXaAHUA, KOCMHO-MbIUCUHAA, UCHIMPALbHASA HEePEHAA U cepoeuro-
COCYOUCMALL CUCIEMbL HE TIOPAKAIOTCSL.

Opzan 3penus: y MHOTUX OOJIbHBIX PA3BUBAIOTCA 61€(DAPUT U/NIN KOH'BIOHKTHBUT,
CONPOBOXKAAOIMecs Gorododueh. [Ipu 3TOM B PE3KO BBIPAKEHHDBIX CIYy4asAX XAPaK-
TEPHO CBOECOOPA3HOE ITOJOKEHUE I'OJIOBBI (HAKJIOHEHA K TYJIOBUIIY ), BBIPAKCHHUE JIUIA
XMYPOE, 3I00HOE (B3IJISA]T UCTTOIOOBS ) N3-34 BBIPAKEHHOI'O 6J1ehapoCIiazma.

Kenyoouno-xuueurnasn cucmema: Ha CIU3UCTON OOOJOYKE PTA YaCTO HAOIIO-
JIAIOTCA SAABJIEHUS CTOMATHTA, JJIEUKOKEPATO3d, BCTPEUYAIOTCA TAKKE ITIOCCUT, 3A€MBIL.
OAHOBPEMEHHO C KOXHBIMU NPOSABICHUAMU (MHOIZA paHblie) y 91% OONbHBIX
MOABJISIETCA TUAPES PA3HOU CTETIEHU BBIPAKEHHOCTU. CTysl OOUIBbHBIN, IEHHUCTHIN,
JKEITO-CEPOTO 1BETA (CTearopes). Y HEKOTOPBIX AETEM U3-34 MOABJICHUA ClIaCTUYe-
CKHUX OOJIEN B )KUBOTE HAOIIOAAETCA XAPAKTEPHAA 11034: PEOECHOK JIEKUT C IIPUBE/IEH-
HBIMU K )KUBOTY KOJICHAMHU 1 JIOKTAMU, CTPAAAIBYECKUM BbIPpA)KEeHUEM Jnlld. [IOHOCH],
HE MOJJIAIONIIMECA OOBIYHOM TEPAIIHH, NPUBOJAT K UCTOIIECHUIO, 33/IEPKKE POCTA.
JleTn CTAHOBATCA IJIAKCUBBIMHU, AIIATUYHBIMHY, OTINYAIOTCA HEIATUBU3MOM B IIOBE/IC-
HUU, OTCTAIOT B YMCTBEHHOM PAa3BUTHH. B pE3yIBTaTE BTOPUYHOI'O UMMYHO/AE(MPUITNTA
4ACThl PA3JINYHBbIE NH(PEKITUN.

AVArHocTUKa

Brewnuii 610 6016H020, A TAKKE COYCTAHUE U3MEHEHUI HA KOXKE C CUMITTOMATU-
KOU AMC(PYHKIUU JKETYTOUYHO-KUIIIEYHOT'O TPAKTA.

Jlabopamopnan ouazHOCmuKa: CHIKCHIE COICPKAHUS ITUHKA B BOJIOCAX, YPO-
BEHbD 1IMHKA B KPOBU HIKE 13 MMOJIb//1, B MOUe — HIpKe 500 MI /UL

Mopgonozuuecrxan OouazHOCmMuKa: TYICTOJIOTHS: B AMUIEPMUCE OTMEYAIOTCS
ABJIEHUSA AKAHTOIN34, MEKKIETOYHBIN OTEK C OOPA30BAHUEM CYIIPA0A3AIbHBIX ITy3bI-
pe, B IepME — KAPTHUHA HECTIENUPUUECKOTO AEPMATUTA C TUMPOTUCTUOIIUTAPHOU
UHOPWIBTPALIMEN BOKPYI' COCYAOB. I[Ipy m3ydeHumM OMOIITATA CJIM3UCTOM OOOJIOYKH
TOHKOM KUIIKH — HU3KAA AKTUBHOCTDb CYKLIIMHATACTHU/IPOreHA3bl U JIEUITUHAMUHOIIEI-
TU/JA3BL.

AnddepeHUMAAbHBIN AUCATHO3:
*  PacCHpOCTPAHCHHBbIN KAHIHUIO3;
* IICOpHUA3;
*  OYyJUIE3HBIU SMUJCPMOJINS.

AeuyeHune. TToCTOSHHOE TTPUMEHEHUE MPETIAPATOB ITUHKA TPEIOTBPAIAET PA3BUTHE
CUMIITOMOB 3HTEPOIATHYECKOTIO aKpoiepMaTruTa. [IpekpalneHue npueMa npernapaTon

ITUHKA CIOCOOCTBYET OOOCTPEHUIO Y IPOTPECCUPOBAHUIO OOJIE3HM.

MporHos. TeueHue IUTENBHOE, C IEPUOLAMU OOOCTPEHUSA. B meproy 1moaoBOro
CO3PEBAHMS BO3MOKHO HEKOTOPOE CMATYEHHE CUMIITOMATUKH. be3 1eueHns OOJIbHbIE
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ATAQC peAKUX BOAEIHEN

IIOr'UOAIOT OT UHTEPKYPPEHTHBIX 320071€BaHUN. [IPOrHO3 3aBUCHUT OT CBOEBPEMEHHOM
JINATHOCTUKH, AICKBATHOCTU U CUCTEMATUYHOCTH JICUECHUSL.
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AHITMAPOTUYECKAS SKTOAEPMAADBHA4
AUCTIAASUS
(ANHIDROTIC ECTODERMAL DYSPLASIA)

OMIM 305100, 129490, 224900, 300291

OnpeaeAeHue. AHTHIPOTUYECKAS IKTOAEPMAIbHAA JUCIUIa3usa (ADIl) — rerepo-
I'€CHHAsA prnna TAXKCIIBIX HACJIICACTBCHHBIX 3200JIEBAHUH C BpO)K,HCHHbIMI/I HOpOKaMI/I
Pa3BUTHA, PA3IMYHO IPOABJIAIONINXCA (DEHOTUITNYECKU U XAPAKTEPUSYIOIINXCSA HEJO-
PA3BUTUEM OPrdHOB U TKAHEU IKTOAEPMAIBHOIO NPOUCXOK/ICHU, TAKUX KAK, 3YOHI,
HOI'TH, BOJIOCHI, ITOTOBBIE U CAJIbHBIE KENE3bl. Briepsble 3a60/1€BaHUE OBUIO OIMUCAHO
J. Touraine B 1848 1, 3atem B 1913 1. — HEMEIKHUM cTOMATONA0IroM J. Christ u B 1929 1. —
HEMEIKUM Jepmaronorom H. Siemens.

CuHoHuMsI: cuHpom Kpucra—Cumenca—Typena, cuaapom WEECH.

AnmaeMmmonorms. 4acTora BCTPEYAEMOCTH ITOI'O 3a00JIEBAHUS COCTAB/sIET 1 Ha
5000-10000 HOBOPOXAEHHBIX [1].

Tun HacAeAOBAHUS. BoriensatoT 4 (popmbl 3a60J1€BAHUS: 3 POPMBI AHTUAPOTUYECKON
3AKTOEPMAIbHOU JUCTTAIZUN HACJIEAYIOTCA X-CLIEIUIEHHO pereccuBHO (OMIM: 305100),
ayTOCOMHO-IOMUHAHTHO (OMIM: 129490) 1 ayrocomHo-perieccuBHO (OMIM: 224900)
U BBIIETAIOT 4 (pOPMY aHTHIPOTUYECKOU IKTOJIEPMAIBHOM JIUCIUIA3UH C UMMYHOEd-
dunroM, HacneayeMas X-CLEeIVIEHHO pereccruBHO (OMIM: 300291).

STMOAOrUS, NATOreHes. B nacrosiee BpeMs BbIIC/IEHDBI 4 I'€Ha HA PA3HBbIX XPOMO-
coMmax u 6onee 200 myranuii. [Ipu X-ClernieHHON peneCcCuBHON AD/] reH 3KTOAMCIIIA-
suHa (EDA u EDA1), KOOQUPYIOIMUN SKTOAUCIUIA3UH-A, KAPTUPOBAH HA XPOMOCOME
Xql12—-ql3.1; ren EDAR nipu ayrOCOMHO-IOMUHAHTHON AD/I, KOAUPYIOLINI PELIEIITOP
AKTOAUCILIA3UHA, OlipeesieH Ha XpoMmocoMe 2q11-ql3; ren EDARADD, kogupyromumn
3KTOJMCIUVIA3UH-A pPELenTOp ACCOIMUPOBAHHBIN C JOMEHOM CMEPTH, YCTAHOBJIEH
Ha XpomocoMme 1q42.2—q43 OTHOCUTCA K ayTOCOMHO-penecCuBHOU (popme AD/L. T1pu
AHTHU/JIPOTUYECKON 3KTONEPMAIIBHON JUCIUIA3UU C UMMYHOAEMOUIINTOM BBIABIIE-
Hbl MyTayy B rene NEMO, IpuBOAAIUM K CHIDKEHMIO akTuBanuu NFKB, KoTopbIn,
B CBOIO OYEPE/b, y4ACTBYET B UMMYHHOM OTBeETE [1].

KAnHn4yeckue nposeAaeHuns

Boiaenaor OCHOBHYIO TPUAy CUMIITOMOB: T'UIIOIUAPO3 WIX AaHIUAPO3, TUIIO- WIN
AJJOHTHA U TUIIOTPUXO3. 1 JTAHHOT'O 3200JIEBAHNA XAPAKTEPEH TUITHYHBIN (DEHOTHUIL:
BBICOKHMH JI00 C BBICTYIAIONUMHU JIOOHBIMU OYI'PAMU M HAJIOPOBHBIMU JYI'AMHU, 3411AB-
145 IIEPEHOCULLA, CEVIOBHU/IHBIN HOC, BBIIIAYEHHDIE YTOJIIEHHBIE I'yOBI, BIIAJIBIE MIEKH,
nedopManya yIHbIX PAKOBUH (OTTOIIBIPEHHBIE VIIIN ), PA3PEKEHHOCTb OPOBEH U peEC-
HULI, OTMeYaeTCa JUPPy3HAST WIN TOTAIbHAA AJIONEINA, HU3KUI pOCT. YacTo OOHaApy-
JKMBAIOTCA ABJICHUA CEOOPEMHOIO WIN ATOIIUYECKOI'O JEPMATUTA. SIBACHUA T'UIIEPIINAT-
MEHTAIIMU B IIEPUOPOUTAIBHOIM OOIACTH.
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ATAQC peAKUX BOAEIHEN

Hab6mogaercsa yacTuaHasA WK ITOJIHAA aICHTHA, 3yObl B OOJIbIIMHCTBE C/Iy44€B KOHU-
4eCKOM (POPMBI, HEPEJKO OTCYTCTBYIOT OZHA WX HECKOJILKO I'PYIII 3yOOB, HO HUKOIIA
HE OTCYTCTBYIOT KJIBIKU.

BojibHbIE CKJIIOHHBI K KOXKHBIM M PECITMPATOPHBIM MHMEKLIMAM U3-3d HEAOPA3ZBUTHA
BBIICJIUTE/IbHBIX JKEJIE3. [UIO- M aHIUIPO3 IPUBOAUT K IIPUCTYIIAM THIIEPTEPMUU, YTO
BIIOCJICACTBHUU MOZKET IIPHUBECTH K YMCTBEHHOM OTCTAIOCTU U IAXKE K JICTAIbHOMY UCXOLY.

Kenespl KenygodyHO-KUIIEYHOI'O TPAKTd, HOCOBOM IIOJIOCTH, 4 TAKKE CIE3HbIC
1 OPOHXUAIBHBIE JKEIE3bl ATPOPUUHDBL OTCYTCTBUE CIAE3HOU KUIKOCTU MOXKET IIPH-
BECTU K PA3BUTHUIO A3BCHHOI'O KEPATUTA U CJICTIOTHL

ANarHocTuka

OCHOBBIBAETCA HA XAPAKTEPHBIX KIMHUYECKUX IPOSABICHUAX, 4 TAKKE HA JAHHBIX
I'UCTOIIATOJIOTMYECKOTO UCCIeAOoBaHMA. g OonpeAeacHus HaAIU4YUA WU OCYyTCTBUA
10D, 4 TAKXKE TEMIIPATYPHBIX 30H IIPUOETAIOT K METOAY TEPMOTPAPUIL

AnddepeHUMAAbHBIN AUCTHO3:

*  JIPyI'U€ TUIIBI SKTOACPMAIbHOM JUCIUIA3UH,

*  ATOIIMYECKUH JCPMATHUT;,

*  UXTUO3U(POPMHBIE 3200ICBAHN,

*  COCTOAHUSA T'MIIEPTEPMUU (JIMXOPAAKH), BbI3BAHHbIC MH(MPEKIIMOHHBIMH Ar€HTAMU
WU UMEIOIIME LICHTPAJIbHBIN I'€HE3.

AevyeHne cumriromaruyeckoe. PEKOMEHIOBAHO U30CTraHUE JIOOOTO BHJIA TEpe-
I'PEBAHMA U OIITUMU3AIUA MUKPOIKOJIOTNYECKUX YCIOBHI, CBOEBPEMEHHASA CAHAIIUA
IIOJIOCTU PTA U UCIPABICHUE BPOXKIAEHHOM aHOMAINU 3YOOB C IOMOIIBIO IPOTE3UPO-
BaHU4 [2]. [TOCTOAHHOE UCIIOIB30BAHUE HA KOXY YBIAKHAIOIINX CPEACTB.

MPOrHo3 1 BeI3AOPOBICHMA HEOIATONIPUATHBIN. [IPpOrHO3 U1 XKU3HU OJIATOIIPU-
ATHBINA. MHOTHE ITAIIMEHTHI UMEIOT OOBbIYHYIO IIPOAO/LKHUTEIBHOCTD JKU3HH.

A

Pe6eHOK 6 JIET C XapaKTEPHBIMHU KIMHUYCCKUMU Tort sxe pebeHOK. 3yObl KOHUYECKOH (POPMBI
NPOABJICHUAMH 3200JIEBAHUS: BBICOKUM JIOO

C BBICTYIAIOMUMU JIOOHBIMU OYTPAMH U HA/IOPOBHBIMU

JyT'aMHU, 3aTIaBIIAs IEPEHOCHUITA, CEIOBUIHBIN HOC,

OTTOIIBIPEHHBIE YU, PA3PEKEHHOCTb OPOBEH, TP Py3HAs

JI0NENYS, XapAKTEPHAsl TUIIEPITUTMETAIIN BOKPYT I71a3
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AHMMAPOTNYECKAS SKTOAEPMOABHAS AUCMIAQSBMS

Pe6eHOK 4 JIET € BBIIIAYEHHBIMU YTONIIEHHBIMU rybamu,  ToT ske pebeHoK. YacThuHas a/IeHTHs;, 3yObl
BBICOKUH JIOO C BBICTYMAIOIIUMH JJIOOHBIMH OyrpaMu KOHHUYECKOI (DOPMBI

Y HaJOPOBHBIMH JIyI'AMH, 3AI14BIIASA IEPEHOCUILLA,

CEIOBU/IHBII HOC, PA3PEKEHHOCTb OPOBEH M BOJIOC

Ha BOJIOCUCTOM YACTU I'OJIOBBI
.|1
' I‘1

YacTUYHAA aJICHTHS; 3y6bl KOHUYECKOH (POPMBI

Cnncok peKoMeHAOBOHHOW AUTEepPATypPbl

1. Mokhtari S, Mokhtari S., Lotfi A. Christ-siemens-touraine syndrome: a case report
and review of the literature. Case Rep Dent. 2012; 2012: 586418.

2. Aydinbelge M., Gumus H.O,, Sekerci A.E. et al. Implants in children with hypohidrotic
ectodermal dysplasia: an alternative approach to esthetic management: case report
and review of the literature. Pediatr Dent. 2013; 35 (5): 441-446.
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ATAKCUS OPUAPENXA
(FRIEDREICH'S ATAXIA)

MKDB-10: G11.1; OMIM 229300

OnpeaeneHue. Atakcusa Ppuiperixa — ayToOCOMHO-PEIECCUBHOE MTPOTPECCUPYIO-
€€ HEUPOJETEHEPATUBHOE 3200JE€BAHNE, XAPAKTEPUSYIONIECEC PAHHUM HAYAJIOM
MO3KEYKOBOM 4ATAKCHUM C KOPTUKOCIIMHAJIIBHOWU CHUMIITOMATUKON U apedIeKCuen.
Jedopmarinu ckenera u runepTpoPpruiecKas KAPAUOMUOIIATH — TAKKE XaPAKTEPHBIE
IIPU3HAKH JJAHHOT'O 3200JIEBAHUSI.

CUHOHUMBI: OTCYTCTBYIOT.

Anmaemmonormsa. Haubdonee yacTo BCTpedaroniasacs (opma HaClae/ICTBEHHbBIX ATaK-
CHUI — €€ PACIPOCTPAHEHHOCTh cocTapisaeT 1:50000. HabmomaeTcs yaie Cpein JInIL
€BPOIICOUHON PACHI, MPAKTHUYECKU HE BCTPEYAECTCS Y TIPEJCTABUTENCH APYTUX PaC.

Tn HOCA@AOBOHUS: AYTOCOMHO-PEVCCUBHBIM.

Atnonorusa, naroreHes. e ¢dparakcuHa (FXN), MyTallUM KOTOPOTO BBI3BIBAIOT
3a60J1€BaHNE, ObUT KAPTUPOBAH HA XPOMOCOME 9q13-9. paTakCHH — 6ETOK MUTOXOH-
JPUATBHOT'O MATPUKCA, KOTOPBIH CBI3bIBACTCS C Fe*! 1 Crioco6GCTBYeT epexojty JKee3a
B IIUTO30JIb. Jle(pUIUT (PPATAKCUHA BBI3BIBAET HAKOIUICHUE JKEJIE3d B MUTOXOH/IPHSX,
YTO IIPUBOAUT K TUOEIN KJIETKU M3-34 AKKYMYJIALIUH CBOOOJHBIX PAIUKAIOB. [TTABHBIN
IMATOPUZNOIOTUYECKNUI IPUZHAK aTAKCUM DPpuapenxa — 310 orMupanue («dying
back»> phenomena) akCOHOB. [Ipo11eCcC HAUMHAETCA C TTIOTEPHU KPYIHBIX IIepUdepruye-
CKHX aKCOHOB U IIOCJIEYIOMIETO IMIMO034. [TOCTENEHHO NPONUCXOAUT UCTOHYEHHE CIIH-
HOI'0O MO3Tr4d. KIeTKM MUOKApAa TAKKE IOABEPIalOTCA IIPOLIECCY JeTCHEPALIUU U 3aMe-
HIAI0TCA MaKpodaramu U GuoépoOIACTAMUA.

KAMHM4Yyeckue nposiBAeHUs

Hagano 3a60neBanus B BO3pacTte 4—20 J1eT, 4ale BCETO IEPBbIE CUMITTOMBI ITOSIBIIS-
IOTCA B BO3pacTte 12 jeT. B HauanbHOM CTa/IMU 3200JIEBAHUE NTPOSABISAETCA MBIITIECYHOM
CJIA00CTBIO, HECTAOWILHOCTBIO IIPU XOBOE, TPYJAHOCTBIO IPU O€Te, CBEIECHUEM MBIIIIIL]
1ocsie PpU3N4ECKON HArPy3KU.

1Ipu neeponozureckom ocmompe: ATaKCus, 00J1e€ BBIPAKEHHA B HOI'AX, YEM B PYKAX;
TAHJIEMHAS XO/IbOA U CTOSHUE HA OJHOM HOT'E JOJIbIIE HECKOJIBKHUX CEKYH/I HE IIPEI-

BHemHuit BUj pebeHKa benok pparakcrua ITonas cromna y manueHTKU
¢ arakcuer Ppugperixa ¢ cunapomoMm Ppugperixa

26



Atakcus Qpurapenxa

CTABJIAETCA BO3MOXKHBIM, YIPATAd BUOPALUOHHON YyBCTBUTEIIBHOCTU M IIPOIIPUOLIETI-
IIUH, TTIOJIOKUTENIbHAsA IIPo6a PoMOepra, OTCYTCTBHE KOJIEHHOI'O PeIIEKCa, TOTOXKH-
TEIbHBIN CUMIITOM BbabGHMHCKOIro, GOPMUPOBAHUE ITOJIOU CTOIIBI U KU(POCKOINO3A.

C TeyeHueM OOJIE3HU ATAKCUSA IIPOI'PECCUPYET, MOABIACTCA MHTCHIIMOHHDBIA TPE-
MODP, TPEMOP MBIIIL] JIUIA, TOPUZOHTAIBHBIN HUCTATM, JUC(HATUA U JU3APTPUSL.

Cepoeuro-cocyoucmasn cucmemd: Pa3BUBACTCA TUNEPTPOPUUECKAA KaAPAUO-
MHOITATUSL.

Anooxpurnasn cucmema: y 10% manueHTOB PA3BUBAETCA JUAOET.

AVNArHoCTUKA

JMarno3 craBUTCA HA OCHOBAHUU CJIEIYIONINX [TOKA3ATENIECI:

Knunuueckas cumnmomamura: MbIIIeYHAs CJ1A00CTb, ATAKCHIL.

Jlabopamopnan ouaznocmura: YMECPEHHOE IOBBIIIICHUE YPOBHA KPEaTUH(OC-
(POKMHA3BI, CHUOKECHHE KOJIMYECTBA U KAYE€CTBA MUTOXOH/IPUM,

Monexyaapno-zenemuueckuii anaaius3 — myranus reaa FXN.

MPT cnunn020 M032a: KAPTUHA ATPOPUN [IEPBUKAIBHOI'O OTAENA.

IKT u Dx0o-KI': IpyU3HAKYU TUIEPTPODUUECKOIN KAPAUOMUOTIATUN Y 65% GOITBHBIX.

IToomeepicoenue ouazno3a: N3MEHECHMS TTI0KA3aTENCH JUIMHHOIATEHTHBIX 3pHU-
TEJIbHBIX U CJIYXOBBIX BBI3BAHHBIX ITOTEHIIUAJIOB; 3AMEJICHHBIC COMATOCECHCOPHDIE
BBI3BAHHbBIE IOTEHITUAJIbL; HAPYIIEHUE TPOBOJUMOCTH YyBCTBUTEIBHBIX HEPBOB.

AndPepeHUNAAbHbIN AUATHO3:
* nedunut BuTamuHa E;
* 6one3Hb Pedcyma;
* tabes dorsalis (CyXOTKA CITUHHOTI'O MO3TQ);
*  MHTOXOH/IPUAJIbHBIE SHIE(DATIONATU;
* cuHIpoM MapuHecky—IllerpeHa,
e o6onesns lHlaprko—Mapu—Tyra.

AeyeHune. CUMITTOMATHYECKOE: METAOOIMYECKAS TEPAMIUS; KOPPEKIUSA CEPACYHO-
COCYIUCTBIX HAPYIIEHUN, HEUPOOPTOIIEANIECKAS PEAOUTUTALIMS.

MporHos. I'nybokasa uHBanUAU3aUA. [IpOO/DKUTENBHOCTh KU3HU B CPEJTHEM
37 £ 14 ner.

Cnucok peKoMeHAOBOHHOM AUTEPATYPbI

1. Delatycki M. B.,, Williamson R., Forrest S.M. Friedreich ataxia: an overview. | Med
Genet. 2000; 37: 1-8.

2. Pandolfo M. Friedreich ataxia: The clinical picture. Journal of Neurology. 2009
256 (Suppl. 1): 3-8.

3. Kliegman R.M., Behrman R.E., Stanton B.E, Jenson H.B. Nelson’s textbook of
pediatrics. 2007. 1661 p.

4. Facts About Friedreich's Ataxia (FA). Muscular Dystrophy Association. 2011. URL:
http://www.mdausa.org/publications/fa-fried-qa.html
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AYTOCOMHO-AOMWUHAHTHbI CUHAPOM
TMMNEPMUMMYHOTAOBYAUHEMUU E
(AUTOSOMAL-DOMINANT HYPER-IgE-SYNDROME)

MKB-10: DS2.4; OMIM 147060

OnpeaeAeHne. AyroCOMHO-JJOMUHAHTHBIN CUHAPOM T'HIIEPUMMYHOITIOOY/INHE-
MHU E — 3TO nepBUYHOEC UMMYHOAE(PULINTHOE COCTOAHUE, COIIPOBOXKAAIONIECEC CTa-
(PUITOKOKKOBBIMU U I'PUOKOBBIMU MH(PEKIIUAMU.

CUHOHUMBI: cuHIpoMm [[x0o0a, nedpunmt STAT3.

TN HOCAAOBOHUS: AyTOCOMHO-JOMUHAHTHBIN, OOJBIIMHCTBO CJIy4aeB OOJIE3HU
CBSI3AHBI C MYTALIHUAMU de 1000.

Atmonorug, naroreHes. Myrauyu B reue STAT3 (Signal Transducer and Activator of
Transcription 3), KOTOPBIH KOAUPYET (PAKTOP TpaHCKpUnimnu — 6enok STAT3. benok
STAT3 y4acTBYET B CUTHAJBHBIX MYTAX PA3JIMYHBIX [TUTOKHUHOB, BKIOoUas IL 2, IL 6,
LIVJIMAPHBIA HEUPOTPOPUIECKUI (PAKTOP, OHKOCTATUH M; (PAKTOP, UHI'MOUPYIOIINHI
JIerKo3; nurepdeponsl, IL 10, a Taxxke IL 12 IL 23, rpany/JIOLUTAPHO-MAKPOPATAIb-
HBIA KOJIOHUECTUMYIUPYIOINH (PAKTOP, JIEIITUH, TOPMOH POCTA. B pesynsrare naro-
joruu cunresa 6enka STAT3 Hapymaercs HOpMaJIbHOE PYHKIIMOHUPOBAHUE CD4+
T-K1eTOK, B-KJIETOK, OCTEOKIACTOB, MAKPO(PATrOB U MOHOIIUTOB.

KAnHM4yeckue npossAaeHuUs

Cungpom JKOOGA BKIIOYAET KJIACCUYECKYIO TPHUAZLY CUMIITOMOB: IIOBTOPHBIE I'HOM-
HbIC MH(EKIINM KOXKH, IIOBTOPHBIE JECTPYKTUBHBIC ITHEBMOHUU U OYEHb BBICOKHH
ypOBeHb IgE B KpOBU.

Ilepevie npusnarxu 60ne31Hu 00bIMHO NOABGAAIOMCA 8 NePUOO HOBOPONCOCHHOCHILL:
ATOIIMYECKUU IEPMATUT, HA (POHE KOTOPOI'O PA3ZBUBAIOTCS [IOBTOPHBIE CTAPUIOKOKKO-
BbIC U I'PUOKOBBIC MH(PEKITUN KOXKHU (IPUUEM «XOJIOJHBIC», TO €CTh C MUHUMAJIbHBIMU
MECTHBIMM IIPU3HAKAMHU BOCHAJIEHUA — O€3 I'UIIepeEMUM, OOJIM 1 MECTHOI'O ITOBBIIIIE-
HHs TEMIIEPATYPBI). YK€ HA IIEPBOM T'OJly KM3HH MOI'YT BO3HHKATbH IIOBTOPHBIE CTa-
(PHMIIOKOKKOBbBIE [THEBMOHUH, IIPUBOJAIINIE K (POPMUPOBAHUIO OPOHXOIKTA30B U KHUCT
JIETKUX. Y TAIMEHTOB C YK€ UMEIOIMMMUCA JECTPYKTUBHBIMHU U3MEHEHUSIMU B JIET-
KHUX MOT'YT BO3HUKATHb ITHEBMOHMHU, BBI3BAHHBIE I'DAMOTPHIIATEIbHBIMU OAKTEPUAMHU
(Pseudomonas) n rpudamu (Aspergillus). XapaxkrepHsl BBICOKUI ypoBeHb IgE (uacTto
6onee 2000 ME/mn) u 303uHOMpmma (6omee 800 KIeTOK B MKI). K OJAPOCTKOBOMY
BO3PACTY HAYNHAIOT IPOSIBIIATHCA XAPAKTEPHBIE OCOOEHHOCTU BHEITHOCTH, TAKHE KAK
ACUMMETPUA JIMLA, [TIYOOKO MOCAKEHHBIE 11434, MUPOKUNA HOC. Jpyrue u3MeHEHUs,
XapakrepHsle i runep-IgE-cuiuapoma, BKIIOYAIOT MATOJIOTUIO 3yO0B, KOCTEM, Opra-
HOB JKEJTYOYHO-KUIIIEYHOI'O TPAKTA, COCYLOB.

3)06bL: 33IE€PKKA IPOPEZBIBAHUA MOJIOYHBIX 3YOOB.

Kocmmnas cucmema: iepesioMmbl KOCTEHN IIPU HE3HAYUTEIbHBIX TPABMAX, B ITIOJPOCT-
KOBOM BO3PACTE€ — CKOJINO3.
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AYTOCOMHO-AOMUHAHTHBIA CUHAPOM MMNeEPUMMYHOTAOBYAMHEMUM E

CoCyObl: AaHEBPU3MBI COCY/IOB, IIPEAPACIIONATAIONINE K NTHPAPKTY MUOKAP/AA U CYO-
APAXHOUIATBHBIM KDOBOUSBIUSIHHUSM.

2Kenyoouno-xuuieunsiil. mparxni: racrpoazodareanbHas pe@aIOKCHas OOIE3Hb,
JPYTrUe HAPYIICHUS MOTOPUKU MHUINEBO/IA U KUIIIECYHUKA, TPUOKOBbIC WHQEKIIUHU
CJIM3UCTBIX OOOJIOYEK JKEYJJOYHO-KUIIECYHOTO TPaKTa (KAHIWJ03, TMCTOIIA3MO3,
Cryptococcus n Coccidioides).

AVArHOCTUKA

OCHOBA JUATHOCTHUKN — XdApPaKTEpHas KIMHUYECKAA KapThHA. CyIIeCTBYIOT KIH-
HUYECKUE IIKAJIbI, C IIOMOIIBIO KOTOPBIX MOXXHO OLICHUTH BEPOATHOCTH AYTOCOMHO-
JOMHHAHTHOI'O rumnep-IgE-cunapoma y manueHra.

JUarno3 noaTBEPKAACTCA C IIOMOINBIO I'CHETUYECKOI'O TECTUPOBAHUA (MYTAIIUU
B rere STAT3).

AnddepeHUMAAbHBIN AUATHO3:
*  ATONHNYECKUH IEPMATUT C TSKEIIBIM TEYCHUEM,
*  AyTOCOMHO-PELECCUBHBIN CUHAPOM I'MIIEPUMMYHOIIOO0YIMHA E;
* KOMOWHHPOBAHHBIA UMMYHOJAE(PUITAT, ACCOIUUPOBAHHLIN ¢ DOCKS;
e nepunur TYK?2;
* cuHapoM Buckorra—Onapuya,
* cuHAapoM HerepToHa;
e cunapoMm OMEH.

AevyeHne. DTHOTPOITHOIO JIeueHrs rurep-IgE-cuHapOMa HE CYIIECTBYET.

1 IpOUIAKTUKU T'HOMHBIX MHEMEKIMH KOXU U IMTHEBMOHHWH HCIIOJIb3YIOTCA
AHTUOMOTUKH, 3(PPEKTUBHBIE NIPOTUB Staphylococcus aureus. TaxKe NCIIONb3YIOTCA
MECTHbBIE AHTUCENTUKN — BAHHBI C XJIOPCOACPKAIUMH OTOCIIMBATEIAMU U KyIIaHUE
B XJIODUPOBAHHOM OacceriHe. Ilanmenram ¢ runep-IgE-CMHAPOMOM pPEKOMEH/YET-
Csl PErYAPHO IIPOBOJUTDL PEHTICHOIPA(MPUIO JIETKUX (IIHEBMOHUA MOXKET IIPOTEKATH
0€3 MUXOpaJKN). B ciiygae pasBuUTHA JECTPYKTUBHBIX U3MEHEHUH JIETKUX (O6POHXO-
3KTA3bl WJIM KUCTBI JIETKUX) CJICAYET UCIOJb30BAThL IPENAPATDHL, CIEKTP ACUCTBUA
KOTOPBIX IIUPE U BKIIOYAET IPAMOTPULIATENIBHBIE OaKTEPUU (Pseudomonds) v rpuosbl
(Aspergillus).

[Ipy NOABIEHNN TIPU3HAKOB MH(PEKIIUN HYKHO IIPOBECTH ITOCEBBI MA3KOB C KOXH,
IIOCEB MOKPOTBI, PEHTTEHOIPA(PUIO JIETKUX U HAYATh AHTUOAKTEPUAJIBHYIO U IIPO-
TUBOI'PHUOKOBYIO TEPANUIO. YUUTBIBASL BO3MOXKHBIE COCYAMCTBIE AHOMAJIUU, HEOOXO-
JUMO KOHTPOJIHUPOBATH APTEPUAIBHOEC AasieHue. IIpyu Halnduu aHEBPU3M COCYAOB
HCIIOJIb3YIOTCA AHTUKOATYJIAHTEI U IE3ATPETAHTDL, OJJHAKO UX IIPUMEHEHHE COIPSLKEHO
C PUCKOM JIETOYHOI'0 KPOBOTCYCHHSA y TAKHX IMALMEHTOB. I[lIogpocTku ¢ runep-IgE-
CUH/IPOMOM JIOJDKHBI IIPOXOUTD PETYIAPHOE CKPUHUHI'OBOE OOC/IEOBAHNE HA IIPE/I-
MET CKOJIMO3a. 11 YMEHBIIECHUA IIPOSABICHUN ATOIHMYECKOI'O JAEPMATHUTA U 3yAd
HCIIONIB3YIOTCA H{-TUCTAMUHOOIOKATOPB, 4 I NIPOMPUWIAKTUKHA OCTEOIIEHHUU U IIEepe-
JIOMOB KOCTEHN — IIPEIAPAThl KAIbLIMA U BUTAMUH D.

MporHos. ITanuenTsl ¢ runep-IgE-cuaapoMoOM OOGBIYHO JTOXKUBAIOT JO B3POCIO-
IO BO3PACTA, HO MPOJIOILKUTENBHOCTD KU3HH TAKHX JIIOJCH, KAK NPABUIO, CHUKEHA.

[IprymnHA JETATBHOI'O UCXO/1Ad — JIETOYHbIE MTH(EKIINH, BBI3BAHHBIE I'PAMOTPHULIATEIb-
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ATAQC peAKUX BOAEIHEN

HBIMU OaKTEPUAMMU (Pseudomonads) i HATYATbIMU I'PUOAMU; KPOME TOI'O, Y TAKUX [1AI[U-
€HTOB IIOBBIIIEHA 32001€EBAEMOCTD IMM(POMAMH.

KAMHMYyeckun npumep

JeBouka, 11 set, 00paTiiIach C KAIOO6AMU HA JUTUTEIbHBIA KAIIEIb, KOKHBIE BBICHI-
IMaHUA. Y JEBOYKU C IIEPBOI'O I'OJA YKU3HU MPOABICHUA ATOIUYECKOI'O JIEPMATUTA,
PENUINBUPYIOIINE «XOJOJAHbIE> THOMHBIE MH(EKIINU KOXU. B TeueHne HECKOJIbKUX
MECAILIEB JJIEBOYKY OCCITIOKOUT KAIlle/Ib O€3 JIMXOPAIKU.

[Ipu O6CIEAOBAHUN: 8 00UeM andause Kposu nerkoruTbl 10,62 109 /1, ntumdo-
uutel 1,93x109/1, neitrpodunbt 6,4x109/1, s303unoduns 1,12x109/1, IgE o6muit
> 3000 ME/mut, IgG 31,48 r/n, IgA 2,64 1/, IgM 1,22 1/1.

Ha pucyHkax npeacrasiaeHbl GOTOrpaun MAIMEHTKA U PE3YIBTATHI KOMIIBIOTED-
HOU TOMOT'PA(HH JIETKUX.

VY pebeHka JUarHoCcTupoBaH runep-IgE-cunapom. Ha ¢pone antndakrepruaabHON
TEPANTUU AMOKCUITUUIMHOM-KJIABYJIAHATOM M UCIOJIb30BAHNA MECTHBIX AHTUCEIITUKOB
IIPEKPATUIIOCH PELIUIMBUPOBAHUE THOMHBIX MTHQPEKINUI KOXKHU, KYITUPOBAICA KAIIECIIb.

Buemnunit BU/JI ITALIMCHTKNA HepaBHo nosiBUBIINECS ITYCTYJIbI, HOpZDKCHI/IC KOXH HA q)OHC runep-

¢ runep-IgE-cungpomom A3BbI, KOPOUYKH U PYOLIbI IOC/IE IgE-cunpoma: A38a ¢ HEOOIBIION
3QKMBIIMX THOMHBIX 3JICMCHTOB I'MIICPEMUEI BOKPYT

Ha KOXKe, IMXCHU(PUKALUA
U TUTCPIUTMEHTALIAA KOXKIA
y HAlMEHTKU C Turiep-IgE-cunapomom

6" il

[ —

Ha KOMIIbIOTEPHOI TOMOI'DAMME JIETKHUX BU3YATTU3UPYIOTCSI MH(MIBIPATHBHbIE H3MEHEHHA JIETOYHON TKAHU B S1_p M Sy_5
JIEBOT'O JIETKOTI'O, OGPOHXOIKTA3bL, C/IMHIYHBIC KUCTHI B A3bIUKOBbBIX CETMEHTAX CJIEBA
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AYTOCOMHO-AOMUHAHTHBIA CUHAPOM MMNeEPUMMYHOTAOBYAMHEMUM E

Cnucok peKoMeHAOBOHHON AUTEPATYPbI

. Amy P Hsu, Joie Davis, Jennifer M. Puck, Steven M. Holland, Alexandra FE Freeman.
Autosomal Dominant Hyper IgE Syndrome. Gene Reviews. 2012. URL: http://www.
ncbi.nlm.nih.gov/books/NBK25507/
. DeWitt C.A.,, Bishop A.B., Buescher L.S., Stone S.P. Hyperimmunoglobulin E
syndrome: two cases and a review of the literature. / Am Acad Dermatol. 2006 May;
54 (5): 855—65. Review.
. Grimbacher B., Schaffer A.A.,, Holland S.M., Davis J., Gallin J.I., Malech H.L,,
Atkinson T.P,, Belohradsky B.H., Buckley R.H., Cossu E, Espanol T., Garty B.Z,,
Matamoros N., Myers L. A, Nelson R.P, Ochs H.D., Renner E.D., Wellinghausen N,
Puck J.M. Genetic linkage of hyper-IgE syndrome to chromosome 4. Am | Hum
Genet. 1999; 65: 735—-44.
Szczawinska-Poplonyk A.I, Kycler Z., Pietrucha B., Heropolitanska-Pliszka E.,
Breborowicz A., Gerreth K. The hyperimmunoglobulin E syndrome — clinical
manifestation diversity in primary immune deficiency. Orphanet | Rare Dis.
2011 Nov 15; 6: 76. Doi: 10.1186/1750-1172-6-76.
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AXOHAPOMNAA3UN4
(ACHONDROPLASIA)

MKB-10: Q77.4; OMIM:100800

OnpeaAeAeHne. AXOH/IPOTIIA3UA — HACIEICTBEHHAS OOJIE3Hb, XAPAKTEPHUIYIOIASACS
CUCTEMHBIM ITOPA)KEHUEM CKEJIETA B PE3YJIBTATE HAPYIIEHUS SHXOHAPAIBHOI'O OCTE-
OI'CHE3a; MPOSIBJISICTCA KAPJIUKOBOCTBIO, KOPOTKUMHM KOHEYHOCTSIMU HPHU OOBIYHOM
JUIMHE TYJIOBUIA, TePOPMAIIMEN HIDKHUX KOHEYHOCTEN U O3BOHOYHHKA CO CTEHO-
30M ITIO3BOHOYHOTI'O KAH4J14 U OTHOCUTEIBbHOM MaKpoledaIner.

Bone3Hp M3BeCTHA C IMIYOOKOM JIPEBHOCTU. IlepBoe €€ OnMncaHue IPUHAICKUT
@. Immuccony (1660). TepMuH <«axOHAPOIUIA3Us» BBeaA [lappo (J.M.]. Parrot, 1876),
a IT. Mapu (1900) noapo6HO OnucCan KIMHUYECKUE IIPOSABICHUI, KAPTUHY 3400i1€e-
BaHUA. [IIMPOKOE PACHPOCTPAHEHUE ITOTYUUII TAKKE TEPMUH <«XOHAPOIUCTPOPUsL»,
npemioxennbir Kaypmannom (E. Kaufmann, 1892).

CMHOHUMBI: XOHIPOAUCTPOMUS, TUaApU3aAPpHAS ATLIA3H, XOHIPOJUCTPOPUUIECKUT
HAHU3M, AXOH/POIUIA3UA I101a, 601€3Hb [Tappo—Mapuy, BpOXKACHHASA XOHAPOAUCTPO-
dust, XOHAPOAUCTPOPUA I'UITOIUIACTUYECKASA, MUKPOMEINYECKHUIT HAHU3M.

Anmaemuonormg. Yacrora Haciaenosanus: 1:100000 (o JaHHBIM 3apPyOEKHBIX
HUCTOYHHUKOB, 1:40000-1:26000).

TN HOCA@AOBOHUS: AyTOCOMHO-AOMUHAHTHBIN, B 80% — COPaIUYECKUE CITyYaH,
OOYCJIOBJIEHHBIE MyTAIIUEN de 10VO.

Atnmonorug, naroreHes. [en FGFR3 (perienrtop pakropa pocta pudbpo61aCcTOB), MyTa-
IIMM KOTOPOTO BBI3BIBAIOT 3200JI€BAHNE, KAPTUPOBAH HA XpoMocome 4p16.3, cocrout
n3 19 3k30H0B; Hauboee yacrasg myranua Gly380Arg (3aMeHa ITMMIMHA HA APTUHUH
B 380-M 110J10KEHUN ). [TpH aXOHAPOIUIA3UN HAPYIIAIOTCA [IPOLIECCH SHXOH/IPAIBHOT'O
OKOCTEHEHUA HA (POHE HOPMAJIBHOTO 3HOCTAJIBHOI'O M IEPUOCTAIBHOI'O OKOCTEHE-
HUA. B pesynsrare mopodHOro, 6€CropsjouyHOro pPaCcioOXEHN KIETOK POCTKOBO-
I'O XPpAlld HAPYLIIAETCA IIPOLECC OKOCTEHEHUSA, U POCT KOCTEN B JUIMHY 3AMEJIACTCH.
[TOpaxkaroTCsa KOCTH, PA3BUBAIOIIMECSI M3 XOHJPOOIACTUYECKOU CUCTEMBI — KOCTH
KOHEYHOCTEN U OCHOBAHUA YEPEIIA; POCT KOCTEN COCAMHUTEIIBHOTKAHHOI'O (JHUCTAIb-
HOT'O) IPOUCXOK/IECHUSA HE HAPYIIAETCS, IIOCKOIbKY NEPUOCTAIBHBIA U SHAOCTAIbHbBIH
POCT HE HAPYIIEH; JUA(PU3BI TPYOUATBIX KOCTEN HE TOJIBKO YKOPOYEHBI, HO 1 YTOJIIIE-
HBI, UX peibed PE3KO YCUIIEH 34 CHET YPEZMEPHOI'O PAZBUTUA KOCTHOM TKAHH B MECTAX
IIPUKPEIUICHNA MBIIIL],

KAnHMYeckue nposiBAeHus

Brewnuil 6u0. HemponopuyoOHaAbHAs HU3KOPOCIOCTh 34 CYET YKOPOUYEHUS
KOHEYHOCTEN (B OCHOBHOM PHU30OMEINYECKOE): JUIMHA JOHOIIEHHOI'O PEOEHKA IIPU
pOKIeHUN O6GBIMHO 46—48 cM, pocT B3pocCibix — 120—130 cM; MAKPOKPAHUS, JIUC-
IIPOIIOPLIMA MO3IOBOM M JIMLIEBOM YACTU 4Y€pPeEIld, YKOPOYEHUE OCHOBAHUA Yepela,
YMEHBIIIEHHBIE PA3MEPBI OOJIBIIOIO 3ATBUIOYHOI'O OTBEPCTUA, BEHTPUKYIOMET AN,
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AXOHAPOMAQ3US

I'UIIOIUIA3UA CPEAHEN TPETU JIULA, Y30CTh HOCOBBIX XOJ0B, CEIJIOBUIHBIN HOC, HEOHO-
(papunreasbHag runoOTOHUA; B 1-75% ciydaes IIPUCYTCTBYET CUHAPOM OOCTPYKTUB-
HOT'O AITHO3 BO CHE.

Kocmno-moiueunasn cucmema. KuCtu 1 CTOIbI MHUPOKUE, KOPOTKUE. XAPAKTEPHA
OPAXUAKTUINA, U3ONAKTWINA (HEIIPABWIbHAA NAIbLEBasg (POPMyJId: UMEIOT IIOYTU
OJIMHAKOBYIO JUIMHY ); BBIPAXKEH ITOCHUYHBIN JIOPA03 U KU(PO3. K MKOIBHOMY BO3PACTY
OOBIYHO PA3BUBAECTCA BAPYCHAA JePOPMAUA HIDKHUX KOHEYHOCTEH M HECTAOWIIb-
HOCTb B KOJIEHHBIX CyCTaBaX. PEHTTE€HOIOINYECKN OIIPEAEIAECTCA YTONIEHHUE U VKO-
poY€eHME JUIMHHBIX TPYOUYATBIX KOCTEH, YIUIOIIEHUE KPBbIII BEPTAYKHDBIX BIIAJWH, TA3
C Pa3BEPHYTHIMU KPBUIbAMH ITOB3JOIIHBIX KOCTET.

3)606t. TIpUCYTCTBYIOT OPTOJJOHTUYECKHE TIPOOJIEMBI B BUJIE HENIPABUJIBHOI'O IIPU-
KyCa M CKY4€HHOCTH 3yOO0B.

Lenmpanvrasn nepeHas cucmemd. XapaKTrepHa TEMIIOBAA 33J€PKKA MOTOPHOI'O
pasBuTHd. MHTE/UIEKTYaJIbHOE PA3BUTHE COOTBETCTBYET BO3PACTY. OTMEUAIOTCA OCO-
OEHHOCTH 3MOLIMOHAILHO-BOJIEBOM C(PEPHL

AVArHoCcTUKa

MPT rOn0BHOTO M CIIMHHOI'O MO3I'd, PEHTIeHOrpadusa Ta300€APEHHBIX CyCTABOB,
KOJICHHBbIX CYCTaBOB.

[IpoBeneHne NOMMCOMHOTIPAPHUHN B CIIYIAE NOJTO3PEHUA HA OOCTPYKTUBHOE AITHOA.

MoAeKyAIpHO-reHeTu4eCcKas AMArHoCTUKA

HJocrynna JHK-AnarHoCTHKa: MOMCK YACTbIX MYTAIMHM U CUKBEHC I'eHa FGFR3.
JaHHOE 326071€BAHNE BO3MOXKHO 34IIOJO3PUTh BHYTPUYTPOOHO (110 HECOOTBETCTBUIO
JUIMHBI OEIPEHHBIX U IUICYEBBIX KOCTEH IUIOAA, APYIUM (PETOMETPUYECKUM I1apaMe-
TPpaMm, COOTBETCTBYIOIUM CPOKY I'€CTAIINN).

AndPepeHUNAAbHbIN AUATHO3:
*  TMIIOXOH/POILIA3HS,
* apyrue (pOpMbl AXOHJPOI'E€HESY;
* TaHaTO(POPHAA JUCILIAZUA.

NeveHne. Koncepsamuenoe sievenue B pAHHEM BO3PACTE HAIPABIEHO HA IIPO-
PUIAKTUKY 1ePOPMALTNU HIKHUX KOHEUHOCTEN, YKPEIVIEHUE MBI KOHEYHOCTEMH,
JKUBOTA, CIIMHBI.

Xupypaunecroe seveHue IPOBOAAT IIPU PA3ZBUBIINXCA AEPOPMANUAX HIDKHUX
KOHEYHOCTEH (KOPPEKLIMA OCHU KOHEYHOCTU: KOPPUTHUPYIOIIUE OCTCOTOMUM ); C LICIbIO
YBEJIMYEHHA POCTA IIOKA34aHO JIBYX3TAITHOE IEPEKPECTHOE YVIMHEHHE CETMEHTOB HUXK-
HUX KOHEUYHOCTEM C HAJIOKECHUEM arrapara Minusaposa. I[IepBbIM 3TANIOM YIMHAIOT
OJJHOBPEMEHHO 6€IPO OAHOU HOTU U I'OJIEHb APYTOM HOTU. BTOPBIM 3TAIIOM yUINHA-
IOT TAKXKE IIPEKPECTHO MPOTUBOIIOJIOXKHbBIC CEIMEHTHI. [JJaHHAsd METOJUKA IIO3BOJACT
XOAUThb B amaparax Miam3aposa u HE TPeOyeT KOMIIEHCAIIMHU YKOPOUYEHUS OJTHOMU
U3 KOHEYHOCTEN. OJIHAKO, HEOOXOAMMO MNOHUMATh, YTO ITO JOJTHUH, KPOIOTIUBBIA
IIPOLIECC, TPEOYIOMUI TEPIIEHUA U MOTUBAIIUU CO CTOPOHBI CAMOTO PEOEHKA U €ro
poautenen. C IIOMOIIBIO TAKOM METOAUKU POCT MAILUEHTA C AXOHIPOIUIA3UEN MOXKHO
yBennuuThb Ha 10—15 cMm. Hanbosee onTruManbHBIM 11 TOJOOHBIX ONIEPATUBHBIX BME-
IIATEJIbCTB CYUTACTCA BO3PACT ¥ AeBOYECK 9—11 j1eT, y MaIb4MKOB — 1113 jieT.
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ATAQC pepknx BOAE3HEN

VYV HEKOTOPBIX MMAIUEHTOB OIMCAHBI CJIYY4aU Y30CTHU CIIMHHOMO3I'OBOI'O KaHAJIA,
KOTOPAsA MOYKET IIPUBOAUTDH K KOMIIPECCUU CITMHHOI'O MO3ra C HAPYIICHUEM YyBCTBU-
TEJIbHOCTH, TUCHYHKIMEN TA30BbIX OPIAHOB, PA3BUTHEM I1APE30B, TAPATIUYEH. B Taknx
CJIYYasAX IIPOBOIAT JEKOMIIPECCUOHHYIO JIAMUHIKTOMUIO.

Bo B3pociioMm BO3pacTe OTMEYACTCA CKIOHHOCTD K IIOJTHOTE.

MpPOrHos3 /111 XKN3HU JOCTATOYHO OJIATOIIPUATHBIHN B CJIYIA€ OTCYTCTBHUA TAXKEJIBIX
OCJIOKHEHUI, CBA3AHHBIX C KOMIIPECCUEN CIIMHHOTO MO3Td. COIMAIbHBIN IIPOTHO3
3aBHUCUT OT YPOBHA COIUAJIBHOIO OKPYXEHM, IICUXOIMOIIMOHAIBHBIX U XAPAK-
TEPOJIOTUYECKUX OCOOEHHOCTEHN IAIUEHTA, MO3BOJAIOIUX €MY aAIITUPOBATHCA
B COLIyME.

KAuHnyeckun npumep

[Tammenr E., 2 mec.

[Togo3penne HA aXOHAPOIUIA3HUIO BO3HUKIO BHYTPHUYTPOOHO B CBA3U C YKOPO-
YEHHEM pPa3Mepa O€PEHHON KOCTH Yy IU1oAd. PE6GEHOK OT nmepBoH, (pu3noorude-
CKM INIPOTEKABIIENH OEPEMEHHOCTH, IEPBBIX CBOEBPEMEHHBIX POJOB B I'OJOBHOM
npenekaHnuu. Bec nipu poxkzaeHuu 2975 1, poct 46 cm. ITocsie pOXICHUS TaK-
JKE€ OTMEUYEHO JUCIHPOIIOPIUOHAIBHOE TEIOCIOXKEHUE C YKOPOYECHUEM KOHEYHO-
cTer. B ¢BA3M € mOAO3pEHNEM HA AXOH/APOIUIA3UIO ITposeacHa JHK-1uarnocruka,
OOHApYKEHA YacTadg MmyTranusa B reHe FGFR3 (JHK-puarHoCTUkKa nOpoBeEIEHA
B IOxHO11 Kopee).

B sospacme 2 mec: poct 54 cMm, BeC 4700 I, OKPY>KHOCTB I'OJIOBHI 41,5 ¢M, 60IBIION
POJHUYOK 3X3 CM, HE BBIOYXAET.

IIpu ocmompe: BACIPONOPLMOHAIBHOCTD TEIOCIOXKECHUA 34 CYET YKOPOYECHUA
KOHEYHOCTEN, MAKPOKPAHMA, BBICTYIIAIONUN JI00, T'UITOIUIA3Us CPEITHEN TPETU JINLIA,
MQJIEHBKHME U IUPOKUE KUCTU U CTOIIBI, NU30JAKTIWINSA, OPAXUIAKTHIINSA, «CUMIITOM TPH-
3yO11a», KOPOTKAA 1€, OTHOCUTEIBHOE YKOPOYEHUE I'PYJTHON KIETKU. [IcuxomoTop-
HOE PA3BUTHUE 10 BO3PACTY.

Pe6eHOoK E., 2 Mec. AXOHJPOILIA3U
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AXOHAPOMAQ3US

Jannsbie HetpocoHozpaguy: MTAKBOPHAA CHUCTEMA HE pacmmpeHad. CTPYKTYPHBIX
U3MEHEHWI HE BBIABICHO. TOHYC MO3I'OBBIX COCY/IOB HE U3MEHEH.

Y3HU ma3obeopernvix Cycmaeos: NATOIOTUU HE BBIABICHO. THUI pPa3BUTUSA CyCTa-
BOB 1A.

PeGeHKy yCTAaHOBJIEH JUATHO3 <«AXOHJPOIUIA3US», JAHbI HEOOXOJHUMBIE PEKO-
MeHanuu, Haomoaaercs B HII3/I, cocTosiHue CTaOUIbHOE.

Cnucok peKoMeHAOBOHHON AUTEPATYPbI

1. Suzzanne B. Cassidy, Judith E. Allanson. Management of Genetic Syndrome. Third
edition Wiley-Blackwell. 2010. P. 17-37.

2. Koaznosa C.H., Jemurkosa H.C., CemanoBa E., biimaaukosa O.E. HaciencrseHHbIe
CHUH/IDOMBI U MEIUKO-TEHETHYECKOE KOHCYABTUpOoBaHue. M. IIpaxmuxa. 1996.
C.41-43.

3. Hennekam R.C.M, Krantz I.D,, Allansor J. Gorlin’s syndromes of the head and neck.
5-th edition. Oxford. 2010. P. 317-320.
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BOAE3Hb BUABCOHA
(WILSON DISEASE)

MKB-10: E.83.0, OMIM 277900

OnpeaeneHune. bonesub Bunbcona (bB) — renermndecku OOYC/IOBIEHHOE 3200-
JIEBAHME, B OCHOBE KOTOPOI'O JIEKUT HAPYIICHUE OOMEHA MEIU C U3OBbITOYHBIM HAKO-
IUVICHHUEM €€ IIPEUMYINECCTBECHHO B [ICYCHU U LEHTPAIbHON HEPBHOM CUCTEME, A4 TAKKE
BOBJICYCHUEM B IIATOJIOI'MYECKUI IIPOLIECC OPIraHa 3PEHUA U ITOYCK.

CHWHOHUMBI: OTCYTCTBYIOT.

AnuaeMUoAorus. PacripocTpaHneHHOCTb BB B pa3/IMyHbIX NONYJISAIHMAX MHUPA BAPbU-
pyer ot 1:30000 zo 1:100000. [eTepOo3uroTsl COCTABIAIOT OKOJIO 1% KIMHUYECKU 3/10-
POBBIX JINULI, OHU ABJIAIOTCA HOCUTEIAMH I1ATOJIOI'MYECKOT'O AJUIEIA U MOI'YT OOHAPYXKH-
BATh AHOMAJIMU META00JINU3Ma MEIU.

TN HACA@AOBOHUS: 2yTOCOMHO-PEIICCCHBHBI.

STUoAOrug, naroreHes. IIpuunHON pa3BUTUA 3400JI€BAHUA ABJIAIOTCA MYTALIUU B
rene ATP7B. benok ATP7B onpenenser TpaHCnopT MeAU B anrapare [oabpKu U mocie-
AYIOIIEE €€ BBIJCICHHE JIM30COMAMH B JKEI4b. [€H JIOKWIN30BAH HA JUIMHHOM ILIEYE
13-11 XpoMOCOMBI, HA y4yacTke 13q14.3-q21.1. Ha cerogHsamumum 1eHb OIMCAHO Oosee
300 pas3nuyuHBIX MyTAIIUI B 3TOM reHe. [Tocne poxaenus y pebenka ¢ bB npoucxoaur
CHIDKEHUE BBIBEICHUA MEAU C KETYbIO, €€ HAKOIICHHE B TOKCUYECKUX KOHLICHTPALIAX
B KJIETKAX II€YEHH, BBI3BIBAIOIIEE [TUTOIN3 T'€IIATOLIUTOB. BICBOOOXKIAIOMAACA IIPH TOM
MeAb IOCTYIAET B KPOBb, B CBIBOPOTKE
IIOBBIIIAETCA YPOBEHD €€ IIPAMOI (HE CBA-
3aHHOU C LEPYJIOIUIA3MUHOM) (PPAKIINH,
YTO HPUBOJUT B JAJIbHEHIIEM K OTJIO-
JKEHHIO M HAKOIUICHHIO MEIU B TKAHAX
I'OJIOBHOI'O MO3I'd ¥ POT'OBULIE, YBEIUYE-
HUIO 9KCKPELIUU MEAU C MOYOU, OTIIOXKE-
HUIO €€ B [IOYEYHBIX KAHAIbIIAX, CEPALIE,
KOCTHO-CYCTABHOM CHCTEME, KOXKE, 00y-
CJIOBJIMBAIOIIEE TOKCUYECKOE IIOPAXKE-
HUE U HApyLEeHUE (PYHKIIUM BOBJICYCH-
HBIX B IIPOLIECC OpraHos. [ToBpexaeHme
ME/bI0O MEMOPAH U (PEPMEHTHBIX CUCTEM
3PUTPOLIUTOB BBI3BIBAET PA3BUTHE BHY-
TPUCOCYAUCTOI'O I'E€EMOJIN3A.

Puc. 1. BuemHuit BUJ1 poHBIX 6paThEB 7 JIET (CIEBA) KAMHWYeCKue nposiBAeHUS

u 11 ner (cupasa), CTPAJAIONINX OOJIE3HBIO BriibcoHa. K 661 6
TuneprimrmenTanys (6POH30BbIN OTTEHOK) KOXKHBIX aznoosl: OO B JKUBOTC B IPABOM

IIOKPOBOB Y CTAPIIEro 6paTa, UMEIOIEro IUPPO3 nogpebepbe Win 6€3 YETKOM JIOKATU3a-
neyeHun UM, JUCHENTUYECKHE ABJIEHHS, HOCO-
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boaesHb BuabcoHa

Puc. 2 A, B. DXOrpaMMBbl IEYEHU NTAIUEHTKHU 5 JIET C 60JIE3HbIO BHUIbCOHA

A — MenKoouaropas Au@M@y3HO HEOJHOPOAHAA U TMIIEPIXOT€HHAS (10 TUITY J)KUPOBOT'O I'€IaTO3d) MAPEHXUMA
revyenu (CJI€BA) B CPABHEHNN C COXPAHHOU ITAPEHXUMON CEJIEZEHKU (CIIPABA).

B — KOHTYp II€Y€HU POBHBIH, KPAl1 3aKPYIJICH, YOI BUCIIEPATHHOTO KPast YBEIHUYEH /10 74,5° (HopMa 0 45°)

115,58,22 115,58,22

Puc. 3 A, B. 9XOrpaMmsbl IEYEHU MAIMEHTA 7 JIET C 60JIE3HbIO BryibcoHa

A — TIeYeHb YMEPEHHO YBEJINUEHA, KOHTYP €€ POBHBIN, MAPEHXNMA JUDPY3HO HEOJTHOPOJHASA 34 CUET OOJIBIIIOTO
KOJINYECTBA TUIIEPIXOICHHBIX BKIIOYEHMI, 3HAYUTEIBHO IIOBBIIICHHON 9XOI'€HHOCTH.

B — yros BUCIEPAIBHOI'O KPast IICUCHU YBEIHUYCH /10 60,9°, Kpail yMEPECHHO 3aKPYITICH

Puc. 4 A, B. DXOrpaMMbl IIEYEHU NaMeHTa 11 JIeT ¢ TUPPO30M IEYEHHU B UCXO/I€ O0IE3HU Bribcona

A — 11e4eHb YBEINYEHA B PA3MEPAX, TAPEHXUMA HEOAHOPOJHO BBIPAKEHHAS, JU(M Y3HO HOBBIILICHHON
3XOTE€HHOCTHU, PE3KO YITIOTHEHBI CTEHKU COCYIOB (TIEPUMIOPTAIBHBIN (PHOPO3), CTPYKTYPA NEUYEHU METTKOTIEHUCTAS.
B — KOHTYp [IEUCHU HEPOBHBIM, METKOGYTPUCTBII, YOI BUCIIEPAITBHOI'O KPasi TIEYCHU YBEIMYCH 110 61,4° (HopMa 10 45°)
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ATAQC peAKUX BOAEIHEN

BbI€ KPOBOTEYEHMS, KDOBOTOYUBOCTD JIECEH, C1A00CTh, IOBBIIEHHASA YTOMIAEMOCTD,
U3MeHeHHEe (POHA HACTPOECHUSA, CHIKEHUE 3PEHU, YXYAILIEHUE IIOYEPKA, CHIKEHUE
[IAMATH, TPEMOP KOHEYHOCTE.

Koxcnore noxposst, suoumsle causucmaoie 000104KU: AIKTEPUIHOCTb KOXKU U CKIIEP
PA3JIMYHON CTEIEHH BBIPAKEHHOCTU, THIIEPIUIMEHTAINA (OPOH30BBIA OTTEHOK)
KOJKH, YCUJIEHHE BEHO3HOI'O PUCYHKA HA I'PYJIU U IEPEAHEN OPIONIHON CTEHKE.

Kocmmnasa cucmema: OCTEOIopo3, OCTCOMAIALIMSA, CIIOHTAHHBIC IIEPEIOMBI, OCTEO-
XOHJIPO3, OCTEOAPTPUT.

2Kenyoouno-xuweuroiil mparni: O6JI0KEHHOCTD A3bIKA, OOJIE3HEHHOCTD IIPU I14J1b-
[MAITAH Y)KUBOTA B OOJIACTU IIPABOT'O NOAPEOEPDS, AMUTACTPUA, YBEIMUEHHUE B PA3MEPAX
JKUBOTA, ACLIUT B CJIY4A€ JJCKOMIICHCUPOBAHHOTO LIUPPO32a IICYCHHU.

Tleuens: IpU NEPKYCUU — TENATOMETANINSA, KPAW EYEHU YIUIOTHEH, OOJIC3HEHHDIN
IIPU MAJIBITALAY; IIPU LIMPPO3E — II€YEHb KAMEHHCTOM IVIOTHOCTH, KPar €€ OyI'PUCTBIN.

Cenesenra: CILICHOMETAINA B CJIy4ae LIUPPO3a IIEYCHU.

TTouxu: HapyeHue QyHKIMNA KAaHAIbIIEB (TyOyI0IIaTs ).

Lenmpanovrasa HepeHas cucmema: U3MEHCHUE I[OBEACHHA, OTCTABAHUE B y4e-
0€, HECIOCOOHOCTb BBIIIOJHATL KOOPAUHHUPOBAHHBIE [JEUCTBUS, HU3MEHEHUC
[IOYEPKA MO TUIY MUKPOrpadpuu, TPEMOD, CIIOHOTEUYEHUE, NU3APTPHS, THUCTOHUS
U CIIACTUYHOCTb.

Tcuxuuecras cgpepa: Nenpeccus, TPEBOKHOCTD, IICUXO03.

AVArHoCTUKA
Jlabopamopnan ouazHocmurxa

*  Kposs: CHIKEHME YPOBHS LIEPYJIOILIA3MUHA, TOBbIIeHUE YPOBHEN AJIT, ACT B ChIBO-
POTKE KPOBH, I'€MOJIN3.

*  Moua: NOBBIIIEHHUE OA3aAJIbHOM CYTOYHOIM 3KCKPEIIUU MEAU C MOYOH; 3HAYU-
TEJIbHOE MOBBIIMIEHUE CYTOYHOM 3IKCKPEIMM MEAU C MOYOU Ha (POHE MHPOOHBI C
JI-TIEHUITUIUTIAMUHOM.

Puc. 5 A, B. KOMIIBIOTEPHBIE TOMOTPAMMBI OPIOITHON OJIOCTU

A — KoMIIBIOTEPHAS TOMOIPAMMA OPTaHOB OPIOIIHOM HOJIOCTU MAIIMEHTKU 5 JIET C OOJIE3HBbIO BUIBCOHA,
AKCUAJIbHAA TPOEKLMS. YMEPEHHAS I'€IaTOMET N, TNIOTHOCTD MTAPEHXHMBI TEYEHU JUMQPY3HO CHIDKEHA OT +38
1o +50 ex. X.

B — KoMIBIOTEPHASI TOMOTPAMMA OPTaHOB OPIOMIHOM MOJIOCTU MAIUEHTA 11 JIET ¢ IUPPO3OM MEUEHH B UCXO/IE
00s1e3HU BUIbCOHA, AKCUAJIbHASA MTPOEKIINS, HATUBHASA (Pa3a. [TedeHb yMEPEHHO YBEINYEHA, UMEET HEPOBHBIN
MEJIKOOYTPUCTBII KOHTYP U AU(P(PY3HO HEOTHOPOAHYIO TAPEHXUMY
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Hucmpymenmanvuas ouazHoCmuKa

o Y3U opearos Oprouinoll noaocmiy: TeENATOMErIs, 1UuM@y3Has 3XOHEOJHOPO/-
HOCTb U TUIIEPIXOT€HHOCTD IMAPEHXUMBI IIEYEHU; B CJIydde [IUPPO34 — HEPOBHBIN
KpPau [IE€YEHHU, Y3JIbl PA3JIMYHOI'O PA3ZMEPA B ITAPEHXUME, CIVIEHOMET'AJINS, PACHINPE-
HUE IMAMETPOB BOPOTHOM U CEJIEZEHOYHOU BEH C COOTBETCTBYIOIINM U3MEHEHHUEM
IeMOJUHAMUKU (IIOPTAIbHAA TMIICPTCH3UA).

*  Komnwromepras momozpadus op2aros OProuiHoti noi0Cmu: TENATOMET AN, CHU-
JKEHHE PEHTICHOBCKOU IUVIOTHOCTU IIAPEHXUMBI II€YCHU (CTEATO3); B CIydae 1Uup-
PO3a — HEPOBHBIA KOHTYP II€YEHU, HEOJHOPOJAHOCTD €€ ITAPEHXHUMBI, CIVIEHOMETA-
JIvd, paClIMPEeHNE JUAMETPOB BOPOTHOM U CEJIE3EHOYHOM BEH.

*  Cmamuueckasn Cuyurmuzpapua neveri: TernaToMeraivs, 11dp@Py3Ho HepaBHOMEP-
HOE pacripeaeneHye paguodapmaneBrudeckoro npemnapara (POII) B napenxume
[IEYEHU, YACTO 3HAYUTEIBHOE CHIDKECHHE HaKomuieHus POIT B npoeknuu 1eBOM
JIOJIY; B CJIYY4€ BBIPAKEHHBIX (PUOPOTUYECKUX M3MEHEHUN II€YEHU — IIOBBIIICH-
HbIN 3axBaT POIT cene3eHKoNn U BbICOKOE BKItoueHue POIT B KOCTHBIN MO3T.

*  BD30¢azozacmpooyoo0erocKons: BApUKO3ZHOE pacInpenre BeH nuiesoaa [-11I crenenu
¢/6€3 yrpOo3bl IOTEHIIUAIIBHOI'O KDOBOTEUYEHUSA B CIY4A€ [IOPTATbHOU I'MIIEPTEH3UMN.

*  Maznummno-pe3oHancHas momozpagpus 2071061020 M032d: TIOBBIIIEHUE NHTEHCUB-
HOCTU CUTHAJIA B OOJACTU OA3AJIbHBIX T'AHIVIMEB, COUYETAoleecsa C AUP@Py3HON
aTpoduen ceporo u 6es0ro BEMECTBA I'OJOBHOI'O MO3Td; U3MEHEHHWS MO3KEUKA,
YEUEBUM/IHBIX U 3yOUATHIX SAJIED.

*  Ogpmanumono2uueckuil ocmomp: BbIABIEHUE KOJblia Kansepa—®Perimepa Ha poro-
BUIIE V134 IIPU OCMOTPE C ITIOMOUIBIO IIEJIEBOM JIAMIIBL KATAPAKTA B BUJIE <«ITIOCOJI-

HyXa» (PEOKO).

Mopdgponozuueckan ouazHnocmura
* Tucmonozuueckue udmererus: CreaTos, INIMKOI€HOBAA ETCHEPALINA /1P MEIATOL-
TOB, (POKAJIbHBIN I'€IIATOLIE/UTIONIAPHBIN HEKPO3, ABJICHUA I'CIIATUTA PA3IUYHON CTe-

Puc. 6. CratryecKkas CLIMHTUTIPAMMA TIEYEHU NALUMEHTKHA 5 JIeT Puc. 7. DHAOCKONIMYECKASA KAPTUHA

¢ 601€3HbI0 BHJIbCOHA, IEPEIHSISA U 33/JHSISI IIPOECKITHH. NUIEBO/A y manuenTa 11 ger

[ledyeHb YMEPEHHO YBEJINYEHA, PACIIPENEIEHNE C HUPPO30OM IIEYEHU B UCXO/IE
panuodapmaiieBTuyeckoro npenapara (POIT) B mapeHXUMe Ne4YeHU 605e3Hu BunbcoHa. B HbkHEN TpeTu
I PY3HO HEPABHOMEPHOE, 3HAYUTEIBHO CHUYKEHO B IPOCKIIUU UIEBO/IA 1O 33THEI U IIPABOU

JIEBOI JTOIN; NOBBIIEHHBIN 3aXBAT PPII cene3eHKoin 1 BBICOKOE CTEHKAM BU3YAIN3UPYIOTCA
Brouyenue POIT B KOCTHBIA MO3T BAPHUKO3HO PACIHIMPEHHBIE BEHBI CEPO-

royboro OTTEHKA JIO 2 MM B JUAMETPE
(YKa3aHBbI CTPEIKAMMN)
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IIEHU BBIPAKEHHOCTH, (pUOPO3 WX LIUPPO3 IEUYCHU (OOBIYHO MAKPOHOAYIAPHBIN),
MOJIOKUTENBHAS OKPACKA OMONTATA HA ME/Ib PyOEAHOBOM KUCJIOTOU (PENIKO).

*  Onpeoeneriue cooepuIcaruss Meou 6 ColPOM 8eujecmee neyuerit: IMOBBIIIEHUE COAep-
JKAHUSL MEJIN B TKAHU ITeueHU 60s1ee 250 MKI/T cyXoro Beca (Hopma 50 MKr/r).

Monexyaapno-zenemuueckuii anaiu3
* Bomsnenue HauboOI€€ YACTBIX MyTAlUUM WM IIOJHOEC CEKBECHHUPOBAHUE I'C€HA

ATP7B.

A apshanos u%d,u‘?m

Puc. 8. By nouepka nanyenra 11 jer
C LIUPPO30OM II€YCHU B UCXO/E 601e3HN BribCoOHA

e
-%U‘ kﬂ@&ut(’/f/{,

Puc. 9. O61muri BU/i pOrOBUILBI IIPABOIO 171434
nanuenTa 11 et ¢ quppo30oM NEYEHU B UCXO/E
60s1e3HM Bunbcona. Ha recrieMeToBoi MeMOpaHe
Y Kpasi pOTOBMIIbI OIIPEAEIIAETCA KOJIbIIO Karzepa—
OQeimepa (YKa3aHO CTPEIKOI)

Puc. 10. Meanas kaTapakTa npu 001€3HU BiabcoHa
B BHJIC LIBETKA <«IIOZICOTHYXA»

40

AeyeHue

duema

Heob6xoaqumMo CcTporoe CcoOmojgeHue
JUETBl C UCKJIIIOYEHHUEM IIPOAYKTOB C IIOBbI-
IMIEHHBIM COJEPKAHUEM MEAU: MSICHBIE CYyO-
IIPOAYKTHI (II€YCHD, IIOYKH), JKEJIATUH, MOPE-
IIPOJYKTBL, OPEXH, I'PUOLIL, MIOKOIA[, KOQE,
KAKa0, JIYKOBBIU CYII, CyXO(PYKTDL

Meourxamenmo3nan mepanus

OCHOBHBIM MATOT€HETUYECKUM IIPEIa-
paTtoMm sABaAeTCA I-TIEHUIMUIAMWH, KOTOPBIH
CIOCOOCTBYET YBEJIMUYEHHUIO BBIJICJICHUA MEIN
¢ Mo4ou. [Tpenapar NpruHUMAIOT IIEPOPATILHO
3a 30—45 MHUHYT 10 €Ibl WIN YePE3 2 4 MOCIe
[pueMa MUINKU U [1epes; CHOM 4 pasa B CYTKU.
CyTouHas 1032 I AETEN COCTABIIAET 20 MI'/KI,
HO HAYIbHAA 1034 MIpPEnapara HE JOJDKHA
npespinarb 250-500 mr/cyr (B 4 npuema),
34TEM KOJIMYECTBO €TI0 ITOCTEIICHHO YBEINYH-
BAIOT /IO JOCTVKEHHS MAKCUMAJIbHO JJOITYCTH-
MO CyrO4yHOM [J03blL Ilocne crabunmnsanuun
KJIMHHUYECKOI'O COCTOSSHUSI 034 JI-TIeHUuIniI-
JIJAMHHA MOKET ObITh CHIKEHA.

ITOCKOJIBKY /[I-TIEHUITUUIAMUH ABJIACTCA
AHTATOHUCTOM INHUPHUJIOKCUHA, U1 [PENOT-
BPAIIEHUS HEJOCTATOYHOCTH MOCIEIHETO
IIOKA3aHO JOOABJIECHUE K TEPAIINU ITUPUOK-
CHHA B JI03€ 25 MI' 3 pa3a B HEJEIO.

[opaso pexe B KAYECTBE AJIBICPHATUB-
HOW U HOJJIEPKUBAIONICH TEPATTUU UCTIOIb-
3YIOT IIPENAPATHl IIMHKA (OKCHJ, alleTar,

cynb@ar).

Xupypzuuecrkoe nreuenue

B cinyyae peKOMIEHCHUPOBAHHOIO LIMP-
poO3a II€YEHU IIOKA3dHA OPTOTOIINYECKAA
TPAHCIUIAHTAIINA TICYCHU.
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AnnpoguibHbIE TENDLA, THAIMHOBO-KA-
NEJIbHAA JUCTPOPHA TENATOLUTOB, OKPa-
CKa TEMaTOKCWIMHOM U 303UHOM, YB. 1000

Tuneprpodus KynpepOoBCKUX KICTOK,
TIOJIHOKPOBHUE CUHYCOH/IOB

U 03MHOMHIBHBIE JIEUKOIIUTHI B UX
MPOCBETAX, OKPACK TEMATOKCUIIMHOM
U 303MHOM, yB. 1000

| ‘-. 's..

Pa3HOBEIMKHE IE€MIATOLUTBIL, OKPACKA
T€MATOKCWIMHOM M 303UHOM, YVB. 400

TlepunopranbHbIF PUOPO3, OKPACKA
o meropy Ban-Tusona, ys. 400

TIopTO-nnOpTa/NbHbIE CENTHL, AUDDY3HbII
CTEATO3, OKPACKaA 1O MeTO/y Ban-Tn3oHa,
yB. 100

Aunjio(puIbHBIE TEbIA,
303UHO(HIbHbIE JIEUKOLUTBL, OKPACKA
TEMATOKCUJIMHOM U 303MHOM, YB. 1000

JIByX'bAZICPHBIE I'€ATOLATDI,
TMIIEPXPOMATO3 AJIEP, OKPACKA
reMaTOKCUIMHOM U 303MHOM, YB. 1000

Anpa renaTtonuToB, HAMOMUHAIOINE
COBMHBII I71a3, THTIETPOMUA KIETOK
Kynipepa, OKpacka reMaToOKCUIMHOM
U 3031HOM, YB. 1000

L 3 e e,
IepunopranbHeI PUOPO3, MEJIKO- U
KPYIHOKAIICIbHAS JKUPOBASL JUCTPODUL
TE€MaTOIUTOB, IByXbs/IEPHBIE TETTATOIIUTBI,
OKpacKa 110 MeTofy Ban-Tusona, ys. 400

VMepeHHBIA (PUOPO3 CTEHKU
1 PACHINPEHNE 1IEHTPATBHON BEHBDI,
OKpaCKa 110 MeToy Ban-Tusona, ys. 400

v
F 4
BpIxo/ K1eTOK MH(PUIBIPATA 34 IIPE/IEIIbI
MTOTPAHNYHOM IJTACTUHKH, OKPACKA
IE€MATOKCUJIMHOM U 303UHOM, YB. 400

B IEpU(EPUUCCKIX OT/ACTAX JJOIbKH,
MEJIKO- U KPYITHOKAIIE/IbHAs JKUPOBAS
JIUCTPOMUS IeIaTOIUTOB, OKPACKA

I'€MATOKCUIMHOM U 303UHOM, YB. 400

L - [ ¢
TTOJIHOKPOBHE U KAIW/ULIPU3ALIIA
CHUHYCOMJIOB, OKPACK4 IO METOY
Ban-I'uzona, ys. 400

u & ) Bl :
ITopTO-NIOPTA/IbHbIE CENTHI, OKPACKA
1o meTofty Ban-Tusona, ys. 400

Puc. 11 A-O. [ucTojioruyeckue
U3MEHEHUA B [IEYEHN Y MAITUEHTKH
5 net ¢ 60ne3HbI0 Briibcona

1O JAHHBIM ITYHKIITMOHHOM
OHOTICHH
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MporHos. IIpy MaKCUMAJIBHO PAHHEM HAYAJIE TEPAUN IPOIHO3 GIArONPUATHBIN,
VIIYYIIAETCS OOIIEE CAMOYYBCTBUE, CHILKAIOTCS YPOBHU AJIT 11 ACT B CBIBOPOTKE KPOBH,
YMEHBIIAETCA BEIPAKEHHOCTD I'€IIATUTA M CT€ATO34 B TKAHU II€YCHU, (PUOPO3 IIPAKTU-
YECKU HE IIPOIPECCUPYET.

B ciydae mo3mHEro Hayana TEPANMM IIPOrHO3 MEHEE OIaronpHsaTEH: BOZMOXKHBI
JEKOMIICHCALUA IUPPO3a IICYCHU, PA3BUTUE (DYIBMUHAHTHOM [IEYCHOYHOU HEJOCTA-
TOYHOCTH, IIPOTIPECCUPOBAHNUE HEBPOJIOIMYECKONM CUMIITOMATHUKH, JIETAJIbHBIN UCXO/I.

KAnHM4yeckumn npumep

[MTatmenTka P, Bo3pacTt 6 sier 5 mec. Pogwiack oT 1-i1 6EpEMEHHOCTH, IPOTE-
KA4BIIEN C YIPO30OU IIPEPBIBAHHA BO 2-M TPUMECTPE, HA (POHE KOIBIINTA, [IUCTHUTA,
TUIIEPTEPMUMN B POJAX. POABI CPOYHBIE, CAMOCTOSATEIBHBIE: OTMEYAIACh CIA00CTD
MIOTYKHOM fiesiTeTbHOCTH. O1ieHKa 110 mKaie APGAR 6/8 6ainos. Bec mpu poxieHnH
3250 1, pocT 51 cm. PaHHEE ICUXOMOTOPHOE PA3BUTHE NPOTEKATIO O€3 OCOOEHHOCTEMN.
[Tepenecennsle 3a6oneBannsa: OPBU 2—3 pa3a B rofj, OCTPBIN IMUEJIOHEMPUT, BETPAHAS
ocna (mapr, 2010). HacneaCTBEHHOCTD 110 MATOJIOTHUHN ITHUINEBAPUTEIBbHON CUCTEMBI
HE OTATOIIECHA.

B 2007 1. (3 roga) nepeHeciaa raCTpodHTEPUT POTABUPYCHOM 3TUONOTUU. [Ipu
06CIENOBAHUU BIEPBBIE 3A(PUKCHUPOBAHO TTOBBIINIEHHUE CBIBOPOTOYHBIX YPOBHEH MEYe-
HOYHBIX TpaHcamMuHa3 — AJIT no 80 ME/n (mopma 5-40 ME/n), ACT no 90 ME/n
(HopMa 5—42 ME/mn), 4T0 6BUIO PACIIEHEHO KAK IIPOABIEHNUE PEAKTUBHBIX U3MEHEHUN
rneyueHu. Co CJI0B marepw, yepe3d 1 MeC KOHIEHTPAUU IIEYEHOYHBIX TPAHCAMUHA3
B CBIBOPOTKE KPOBH CHU3WINUCH IPAKTUYECKU O HOPMAIBHBIX 3HAYEHUU (TOYHBIC
PE3YNBIATHI HE MPEACTABIEHDBI). CAMOYYBCTBHUE PEOEHKA OBUIO YOBIETBOPHUTEIBHBIM
1o gespana 2010 1. (5 mer 1 mec), KOrja NOABHUIMCH OOJIN B XKUBOTE, TOIITHOTA, OJHO-
KpaTHAsA pBOTA. [Ipn 0OCIENOBAHNUM IO MECTY KUTEIbCTBA BHOBb BBIABICHO IOBBI-
HICHWE YPOBHEN NEYEHOUYHBIX TpaHcamuHas: AJIT no 307 ME/n, ACT no 123 ME/m
[Ipn Y3U1 opranos 6prONIHON ITOJOCTH OTMEYEHA YMEPEHHAA T'€IIATOMET TN, TUd-
(py3HBIE U3MEHEHUA MAPEHXHUMBI IIEYEHU. METOJOM MMMYHO(MEPMEHTHOIO AHAIN3A
y pe6eHKA ObUINM UCKIIOYEHDBI BUPYCHBIE renatuTel A, B, C, D n TTV. C renatonporek-
TOPHOM LEJIBIO IIPOBEACHO KyPCOBOE JICYEHUE ICCEHIIMAIbHBIMU (POCHOIUITUIAAMUA.
B mapre 2010 1. ipr KOHTPOJIBHOM OOCJIEJOBAHUU BHOBb 3a(DUKCHUPOBAHBI ITOBBI-
IIEHHBIE CBIBOPOTOYHBIE KOHIIeHTpauu AJIT (299 ME/m) n ACT (150 ME/n), a Takxe
mesioaHor pocdaraser (IHP) (496 npu HOpMe 60—400 Exn/n). B anpene 2010 r. st
YTOYHEHUS JIMATHO32 PEOEHOK ObUI T'OCIHUTAIIM3UPOBAH B CTAIMOHApP. 10 maHHBIM
OMOXUMHUYECKOTO AaHAIN3A KPOBU BBIPAKEHHOCTD ITUTOIN3d HECKOJIBKO YMEHBIINIAChH
(AJIT 141 ME/n, ACT 63 ME /), oiHaKO, BO3pOcia creneHb xonectada (1P 1140 Ex/m).
[Ipy UMMYHO(PEPMEHTHOM 4HAJIN3€ KPOBU OBUIM BBIABJICHBI AHTHUTENA KjIacca M
K [UTOMETIOBHUPYCY, HA OCHOBAHHM YEI'O YCTAHOBJICH JUArHO3: «[eraTtuT uuromera-
JIOBUPYCHOM 3THUOJIOI'MH». HA3HAYEHO JIEYEHNE MTPENAPATAMU YEJIOBEUYECKOI'O PEKOM-
OMHAHTHOI'O UHTEP(PEPOHA a2 U YPCOAE30KCUXOJIEBON KUCIOTHL [Ipu odyepesHom
obcnenoBannu (Mau, 2010) 1a6oOpaTOPHBIE TIPU3HAKU ITUTOIN3A U XOJIECTA3d COXPaA-
Hsutch (AJIT 161 Ex/im, ACT 99 En/m, I® 625 Efi/n), ypOBEHb MEN B CBIBOPOTKE KPOBHU
ObLI HOPMAJIBHBIM — 14,9 Mmonb/n (HOpMa 12—-24 MMOIb/1).

B mnrone 2010 r. (5 meT 7 MeC) AEBOYKA BIEPBbLIE ITOCTYIIWIA B OTACIIEHUE BOCCTA-
HOBUTEIBHOI'O JICUEHUS JIETEN C OOJIE3HAMM OPI'dHOB MUIIEBAPHUTEIBHON CUCTEMBI
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Hay4yHOro 1ieHTpa 310pOBbs IETEN JIs1 yYTOYHEHUS TMarHo34a. [1pu nnoctyrieHuun peode-
HOK KaJIO0 HE IPEbSBIISIL.

IIpu ocmompe oOpaIanIn Ha CeO1 BHUMAHUE OJIEAHOCTb KOXKHBIX ITIOKPOBOB, €/I1-
HUYHBIC TEJICAHTUOIKTA3UU HA KOXKE JIMIA; HWKHSS TPAHUIA [IEUYCHU NPHU NEPKYC-
CHUU OIIPEJIE/ISINIACH 110 KPAIO MIPABOU pebEPHON JYyTH, CEJIE3EHKA HE NAJIBIIMPOBAIACS;
HEBPOJIOIMYECKAST CUMITTOMATHKA OTCYyTCTBOBAJIA.

Pe3yarvmamsvt 06c1e0o08anusn

B xnunuueckom andnuse Kpoeu: OTKIIOHEHM IIOKA3aTEIEH OT HOPMBbI HE BBIABIIEHO.

B ouoxumuueckom ananuie xposu: 3a(pUKCUPOBAHO MOBBIIIEHUE KOHIIEHTPAIIUN
AJIT 1o 263 ME/n, ACT o 138 ME /i1, I® 10 509 Ex /.

Y3U opzanoe oprounori nonocmu (pUC. 2 A—b): yMEPEHHA I'€IIATOMET AN, 3HA-
YUTEJBHO IOBBIIIEHBI 3XOI'€HHOCTh 1 HEOJHOPOJAHOCTD ITAPEHXHUMBI II€YEHU, 4 TAK-
JKE€ M3MEHEH XAPAKTEP KPOBOTOKA I1O IIEYEHOYHBIM BEHAM, YTO CBUJIETEIBCTBOBAJIO
00 YIUIOTHEHHH IIEYEHOYHOM ITAPEHXMUMBI HA PoHE AU PY3HOIO IMATOIOTUIECKOIO
IIPOLIECCA.

Pe3ynomamol KOMNLIOMEPHOU Momozpaguis TOATBEPAWIN HAINYHE CTEATO-
3a (pUC. 5 A): INIOTHOCTD IMAPEHXMUMBI MIEYEHU Kouebanach OT +38 go +50 enmHuIL
XayHchunga (Hopma ot +55 1o +70 ex. X).

110 oanrbim 1A0OPAMOPHLIX MeCmOos8: CBIBOPOTOYHBIN YPOBEHDb a 1-aHTUTPUIICUHA
ObLJI HOPMAJIbHBIM, OTCYTCTBOBAJIM TUIIOIJIMKEMH U HAPYIICHUE OOMEHA JKEJIE34, UTO
IIO3BOJIMJIO UCKJIIOYHUTD JAEPUIIUT al-aHTUTPUIICHHA, IJIMKOT'€HO3bI U F€EMOXPOMATO3.
Ayroanturena (ANA, ASMA, AMA, anti-LKM-1, p-ANCA), XxapaxkrepHblc I ayTOUM-
MYHHBIX TI'€IATUTOB U IIEPBUYHOIO CKIEPO3UPYIOUIETO XOJIAHI'UTA, HE BBIABJICHBI.
CpIBOPOTOYHAS KOHIIEHTPALMA LIEPYIOIIA3MHUHA ObUIA HOPMAJIBbHOU M COCTABJIAIA
20,1 mr/pn (Hopma 17-42 Mr/mn).

Ocmomp opmanamonro2om ¢ nOMOULIO ujenesoti ramnst: xoner, Kaizepa—Paen-
1Iepa Ha POrOBUIIE 17143 HE BBIABJICHO.

MPT 2071081020 MO32a: FAHHBIX 324 OOBEMHBIE U OYATI'OBbIE U3BMEHEHUS HE ITOJIYYEHO.

Hceneoosarnue 6a3anbHoll CYmounoL IKCKPeUUU Meou ¢ MO1OLE: BBIABIEHO ITOBBIIIE-
HUE 3HAYCHUM O 82,7 MKI'/CyT (HOpMa 10 50 MKI'/CYT, «cepas 30Ha» 50—100 MKr/cyT).
[Ipo6a ¢ D-NEHUIMUIAMHUHOM ITOJIOXKUTEIbHA: [TOBTOPHO 3a(PUKCUPOBAHO IIOBbI-
IIEHUE IKCKPEITUU MEIU C MOUOM 10 17674 MKr/r, 2827,8 MKr/CyT (HOpMa MEHEE
850 MKr/cyT).

IyuKyuornas ouoncus newery C ONPEREICHUEM KOJIUYECTBEHHOI'O COAEPKAHMSA
MEIM B CYXOM BEUIECTBE IeyeHu (aBryct, 2010).

IIpu mopghonozumeckom Uccneoo8anulL 2enamoouonmanid BbIABIECHO CIEAYIONee
(puc. 11 Y, H): B CEpUUHBIX I'HCTOJIOI'MYECKUX CPE3AX ONPENEIIAETCA OUOIITAT IIEYEHU
C COXPAHEHHOM APXUTEKTOHUKOM, HATMYUEM 8 IIOJHBIX U HEIIOJHBIX INOPTAJIBHBIX
TPAKTOB; TEMATOLNUTBI PA3HOBEINKHUE, OOJIBITMHCTBO C BBIPAKEHHOM OEJIKOBOU, MEJI-
KO- ¥ KPYITHOKAIIEJIbHON JUCTPO(PUEN; OOHAPYKUBAIOTCA €AUHUYHBIE I'€IIATOIUTHI
C TMAJIMHOBO-KAIIEJIbHOU JUCTPO(MHUEN, A TAKIKE ABYsIEPHBIE I'E€IIATOLIUTHL;, [IOPTAIBHBIE
TPAKTBI [IPEUMYIIECTBEHHO PACIIMPEHBI KAK 34 CYET (PHUOPO3a, TAK U 34 CHET HATTNYIHA
JIMMGPOMAKPOPATVIBHON UH(PUIBTPALIUU C IPUMECHIO 303UHOPWIBHBIX JIEUKOIU-
TOB, MECTAMM KJIETKU MHQUIBIPATA BBIXOJAT 34 IIPEAEIIbI IIOIPAHUYHON TUIACTUHKY;
OT YACTU IOPTAIBHBIX TPAKTOB BIVIYOb JTOJIBKUA OTXOJAT CJIENO 3aAKAHUYMBAIOIIUECH
TOHKUE COECIMHUTEIBHOTKAHHBIE CEIIThL; OOHAPYKUBAIOTCA TAKKE TOHKHE IIOPTO-TI0P-
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TAJIBHBIE CEIITBL; OTMEYAETCS YMEPEHHO BBIPAKEHHASA KAMWLIAPU3AINA CUHYCOU/IOB,
UX IIOJTHOKPOBME; B CHHYCOWJAJIbHBIX IIPOCTPAHCTBAX MECTAMU OOHAPYKUBAIOTCA
€IMHUYHbBIE JTUM(POIUTBI U J03MHOMWIBHBIE JIEUKOUMUTHI (1—-2 KIETKN); Kyl(pepos-
CKUE KIETKU TUIIEPTPOPUPOBAHDL, LIEHTPAIBHBIE BEHBI IIOJTHOKPOBHBIE, OT/IC/IbHBIE —
C YMEPEHHBIM YTOIIECHUEM CTEHKH U 9KTA3UEH. MHIEKC I'MCTOIOIMYECKON aKTHUBHO-
ctu 1o mkane Knodell 5 6amuios (I-A, I1-D, I11-B, 6e3 yuera pnbpo32a). [MCTOIOrndecKui
MH/IEKC CKIEpo3a 10 mKale Desmet 2 6awia. CregoBaTeNIbHO, y PEOEHKA NMEIN
MECTO MOP(QPOIOTUYECKHUE NPU3HAKU JUPPY3ZHOrO CTEATO3a NEYEHU, XPOHUUECKOI'O
IIEPUITOPTAIBHOIO I'€IIATUTA HU3KOM CTENEHU AKTUBHOCTU M YMEPEHHOI'O (prubdbpO3a.
CojzeprkaHue Meu B CyXOM BEIIECTBE IIEYECHU OOJIEE YEM B 2 PA34d IIPEBBIIIAIO HOPMY
U coCTaBiso 470 MKr/T (HopMa 50—-250 MKr/T).

Takum 06pa30OM, AUATHO3 NEYEHOYHOU (POpPMBI 60ONE3HN BHabCOHA OBLI ITOJIHO-
CTBIO TIOATBEPIKICH JAHHBIMHU J1A00PATOPHO-UHCTPYMEHTAIBHOTO U MOP(OI0ornye-
ckoro ob6cnenoBanmd. C 07.09.2010 r. pe6EHKY Ha3HAYEHA MTATOTEHETUYECKAS TEPATIUS
JI-TIEHUITWTAMUHOM B COYETAHUU C MPEMAPATAMHA BUTAMHUHA BO B BO3PACTHBIX JI03U-
POBKAX U IMETA C UCKIIIOUYEHHUEM IIPOJYKTOB C BBICOKUM COJEPKAHUEM MEIH. 34 BPEMH,
IIPOBEJCHHOE JOM4, CAMOYYBCTBUE PEOEHKA ObUIO YAOBIETBOPHUTEIBHBIM, BCE PEKO-
MEH/IAIUH BBIIIOJIHAIA CTPOTO.

[Ipu oyepeHON TOCIIUTAIU3ALNY B KIMHUKY (arpenb, 2011, To ecTb yepes 8 mec
OT HAYAJIA JIEYEHHUs) B COCTOSSHUU PEOEHKA OTMEUYEHA BBIPAKEHHAA ITOJIOKUTENIBHAA
JUHAMUKA. B OMOXMMHYECKOM aHAIU3€ KPOBH YPOBHU MEUYEHOYHBIX TPAHCAMHHA3
U 1Een0o4YHOM (pocdaTaspl CHU3WIUCH JO HOPMalbHBIX 3HadyeHUu (AJIT 32 ME/n,
ACT 32 ME/n, II® 364 ME/n), TAKKE€ HOPMATU3OBAIUCH MTOKA3ATEIN CYTOYHOM IKC-
KPEIUH METN C MOYOH (256,3 MKr/cyT). [To manubeiM Y3U OpraHoB GPIONIHOM MTOTOCTH
pa3Mepbl NEYEHU HE YBEIUYNINCH, COXPAHAINCh MUHUMAJIbHbBIC TU(P(PY3HbIE NU3MEHE-
HUS €€ TAPEHXUMBL

MHTEpPEC JAHHOTO HAOIIOAECHUS 3AK/IIOYAETCSA B TOM, YTO P HOCTYIVIEHUHN B KJIH-
HUKY Y IEBOYKN C HOPMAJIbHOIM MACCOU TE€JIA OTMEYAINCH TOJIBKO JIAOOPATOPHBIN CHH-
JPOM IIMTOJIN3A U IXOIPUZHAKH BBIPAKEHHOTO KMPOBOI'O renarto3a. OTCyTCTBOBAIN
O(PTAIBMOJIOTUYECKHE U HEBPOJIOTUYECKUE IIPU3HAKY 32001€BAHMNS. JIUIIb IIPU UCCIIe-
JOBAHUU MOYU HA OA3WIBHYIO 3KCKPEIUIO MEAHU U B NPoOE C [I-TIEHUITUUIAMUHOM
OBLIN BBIABJIEHBI IMOBBINICHHBIE ITOKA3aTeIN. OJJHAKO, OKOHYATENBHBIN JTUATHO3 ObLI
YCTAHOBJIEH TOJBKO HA OCHOBAHUU 3A(PHUKCHPOBAHHOI'O M3OBITOYHOIO COJECPKAHHA
Meau B 6uonrare neyeHu. C yYyeToOM PAHHEU BEPU(PUKAIIMM JUATHO34, OBICTPOrO
HA3HAYEHUS COOTBETCTBYIOIIETO JIEYEHUS U IIPU YCJIOBUU COOIOIEHUS TTAITUEHTKON
1 €€ POAUTEIIIMU BPAYEOHBIX PEKOMEHAIIUI — IIPOTHO3 OJIATONPUATHBIN. B HaCcTOA-
1mee BpemMsa pebeHOK HAOmogaeTcs B LieHTpe, COCTOSIHUE €T0 CTA0MIBHOE, TIPOBOINUTCS
IIOCTOSTHHBIN KOHTPOJIb KJIMHUKO-JIA0OPATOPHBIX ITOKA3ATEEH.
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(GAUCHER DISEASE)

MKDB-10: E75.2; OMIM 230800, 230900, 231000

OnpeaeAeHue. bosesus [omie (BI) — renernyeckoe 3a601eBaHNEe, OOYCIOBIEHHOE
nedekToM JTU30COMHOIO (hepMeHTa B-D-TmoKo3uiasel. BpoxkaeHHas HEJoCTaTou-
HOCTb 3TOr'O (PEPMEHTA BEAET K HAKOIUIEHUIO INIIOKOLIEPEOPO3N/IA B KIETKAX PETUKY-
JIOHOTENNANIBHOM CUCTEMBL Briepsbie 601e3Hb onncana ®.Y. [ome B 1882 1.

CUWHOHUMBI: TJTIOKO3WITIEPAMU/THBI JTATTU/IO3.

Anuaemumonrormda. Yacrora B oobmern nonyaanuu  1:40000-70000. Cpenu
€BpPEEB-ANIKEHA3U (BBIXO/ALIEB U3 BOCTOUHON EBPOIIBI) 4aCTOTA BCTPEUYAECMOCTHU ITOT'O
3200J1€BaHUs caMast BbICOKas — 1:450.

TN HACAEAOBAHUS: Ay TOCOMHO-PEIECCHUBHBIE.

STUOAOIUS, NATOreHes. Ien B-IIIOKOLEPEOPO3N/IA3bI KAPTUPOBAH HA XPOMOCOME
(1g21). Onmcano okosno 300 pasaryHbIX MYTALWH, IIPUBOJAIMX K JIedEKTy (pepMeHTA
(CHMDKEHMIO €TI0 CTA0MIBHOCTU WIN AKTUBHOCTH). PepMenT B-D-ITII0KO31/1a32 HAXOIUT-
CA BHYTPU JIM30COM U OTBEYAECT 32 PACIIEILVICHUE CJIOKHOIO JIUIN/IA — ITIIOKOLIEPEOPO3H-
Jla — Ha [VIIOKO3Y U LiepaMu,. HerocTaToOYHas aAKTUBHOCTb JIM30COMHOM B-D-TTIIOKO3U/1a3bl
IIPUBOAUT K HAKOIUICHUIO IVIIOKOLIEPEOPO31/1a B MaKpodarax. «HarpykeHHbie» TMIuIaMu
KJIETKH, HA3bIBAEMBIE KJICTKAMU lO111€, ABIAIOTCA HATOJIOTUYECKHUM CYOCTPATOM OOJIE3HU.
HMudunsrpanya kierkamu lole pa3jImyibiX OPraHoB U TKAHEH, B KOTOPBIX IIPUCYTCTBY-
10T MAKpO(daru, OObsICHIAET MYJIBTUCHCTEMHBIN XapaKTep OOIE3HU.

Kaaccuoukaumsa. B 3aBUCHMOCTH OT KIIMHUYECKOTO TEUYEHUS BbIJICSAIOT TPU TUITA
BF, KOTOPBIC OCHOBAHbI Hd HAJIMYKMKW WJIN OTCYTCTBHMH CHUMITTOMOB IOPAXKCHMA ICH-
TpasbHOU HepBHOU cucteMbl (LTHC). IlepBblil THUIT OOJIE3HN XAPAKTEPUIYETCA OTCYT-
CTBHUEM HEBPOJIOTMUYECKOM MATOJIOIUH, BCTPEYAETCA dalle Apyrux (oonee 90% Bcex
ciaydaes bl). Isa apyrux tuma BI' acconuupyrorcsa ¢ BosaedeHueM B rporecc LIHC:

Knerka [omie B KOCTHOM MO3I'e Maxponpenapar. ACEIITUYECKUI HEKPO3 I'OJIOBKU
O€/IPEHHON KOCTH
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OTcraBanue [TartmenTka, 17 net, BI' tun L [TaTonornueckue [TartmenTka, 17 ner,

B (PU3UYECKOM TIEPEIOMBI O0EUX OEIPEHHBIX KOCTEH; KOHTPAKTYPHI bl tum L

U IIOJIOBOM PA3BUTU. KOJIEHHBIX, TOJIEHOCTOITHBIX 1 Ta300€/IPEHHBIX CyCTABOB; Jedopmupyromuri
Cecrtprl 7 1 12 ner YKOPOUYEHHE JIEBOI HOT'M HA 1,5 CM; THIOTPOQUA MBIIII] JICBOCTOPOHHUI

¢ bI'tun I (pocr KokcapTpo3s I cT.

115 cmm 135 cm)

.',i

Buemnuit 8By nanpenTosB ¢ BI tun L. [enmaTocryieHoMeraaus

2-11 TUIl — MHQPAHTUWIBHBIN, WU OCTPBIA HEMPOHOIIATUYECKUH; 3-11 TUIT — [OJOCTPBIA
HEUPOHOIATUYCCKIUI.

KAnHn4yeckue npossAaeHuns

BI' I mun — HeHENPOHONATUYECKUN (6onee 90% Bcex ciydaeB 60JIE3HN ); MAHU(E-
CTauua B IOO0M BO3pacre. TeyeHne XpOHUYECKOE, IIPOIPECCUPYIOLIEE.

Cucmema Kpoeemeoperts: CINIECHOMETAJINS, MHOKECTBEHHbBIE DKXUMO3bI HA KOXKE,
IEMOPPATUYECKAS ChIITb, HOCOBBIE KDOBOTEYEHM, KDOBOTOYHUBOCTD JJECEH.

lenamobunuapnas cucmema: TenaTOMETUINS; PEAKO — LIUPPO3 IIEYCHU.

Kocmmnas cucmema: 3a€pKKa poCTa, KOCTHBIE OO (KOCTHBIE KPHU3bI), HAPYIIEHHE
MOABUKHOCTHU B CYCTABAX, ITATOJIOT'MYECKHE IEPEIOMBL

Opzanbt ObixaruA: 9aCTbIE PECTTMPATOPHBIE NH(EKIIH, PEAKO — JIETOYHAA TUTIEPTEH3HS.

Penpooyxmuenasn cucmema: 3aI€PKKa IOJIOBOI'O PA3BUTHSL.

Hepenasa cucmema: cnabocCTb, yTOMIAEMOCTb.
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BI' II mun — vH@aHTUIbHBIA, WIX OCTPBIM HEMPOHONATUYECKUN; MAHU(ECTAUA
B IIEPBbIE 6 MEC JKUBHU. TeueHue GhICTPOITPOrPECCUPYIOIIIEE.

Llenmpanvhasn neperasn cucmema: JACHArud, TAPUHIOCIIA3M, TPU3M, [VI1A30IBHUT'A-
TEAbHbIC HAPYIICHUS, IIPOTIPECCUPYIONIAS CHACTUYHOCTb C PETPAKLIMECH e, TUIIEP-
pednaeKcys, MOJIOXUTENBHBIN CUMIITOM BaGMHCKOIO M APYyIryue MaTOJOTNYECKUE CUM-
IITOMBI, MBIIICYHAA TMIIOTOHUA, 3a[CPKKA U PErpecC INCUXOMOTOPHOI'O PA3BUTUA
C IIOTEPEN paHEE NPHUOOPETEHHBIX HABBIKOB, TOHUKO-KJIIOHUYECKUE CYJOPOKHBIC ITPU-
CTYIIBI, PE3UCTCHTHBIC K IIPOTUBOCYAOPOKHOU TEPAIIUU.

Opzamsl Obixans: AITHOD, ACITHUPALTMOHHAA ITHEBMOHUS.

Cucmema Kpogemeoperus: 34 CYET PA3PYLIEHHUS TPOMOOIIUTOB U JAPYIUX (POPMEH-
HBIX JIEMEHTOB KPOBH, 4 TAKKE HAKOIUIEHN KIETOK [o11e pa3BuBaeTCs CIICHOMET IV

lénamobunuaphas cucmema.: reraTOMET AN

BI'IIT mun — 1100CTPLIN HEMPOHOIIATUYECKUIT; MAHU(PECTALINA B PAHHEM JIETCTBE
WIA HA BTOPOM JIECATWIETHH XU3HU (1 mec — 15 ser). TeueHue mMeIEHHOIIPOIPeC-
CHPYIOIIICE.

Lenmpansvhan HepeHasn cucmema: NApes3 INIA30IBUT'ATEIbHBIX MBIIIL, MUOKIOHHWH,
I€HEPAIU3OBAHHBIC TOHUKO-KJIOHUYECKHE CYAOPOIH; 110 MEPE IPOIrPECCHUPOBAHUA
OOJIE3HU — JJEMEHIIVA, ATAKCUA, CITACTUYHOCTD.

Cucmema Kposemeoperiusa: 3a C4eT HAKOIUICHUA KJIETOK [o11e ¥ paspyiieHus TpOM-
OOLIUTOB U JPYIUX (POPMEHHBIX JIEMEHTOB KPOBU PA3BUBACTCA CIUICHOMET IV

lénamobunuaphas cucmema. reraTOMET AN

AVArHOCTUKA
Cneyudguuecxkasn ouazHocCmuxa

* H3MmMepeHue akTUBHOCTU (-D-IIIOKO3UAA3bl B JIEUKOIUTAX U XUTOTPHUA3H/IA3DI
B CBIBOPOTKE KPOBU; MOJICKYJIAPHO-I'CHETUYCCKII AHAIU3.

Jlabopamopuasn ouaznocmuxa
o Knunuueckuil anaius xpoeu: TPOMOOLIUTOIICHU, JICHKOIIEH s, [TAHIIUTOIIEHWS, HOP-
MOLIATAPHASA AHEMUS, HA (POHE KOCTHBIX KPHU30B — JICMKOLIUTO3, yBenndenue COD.

il

JeBouka, 11 mec, BI' Tun 11
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DxOorpaMma 1pasBoi JOJIU IIeYEHU (KOCcoe DXOorpaMma Ceye3eHKU (KOCOe CKAaHMPOBAHNE
CKAaHUPOBAHUE U3 IIPABOTO NOJPEOEPHS). 10 MEKPEOEPHAM). BhIpaKeHHAS CIVICHOMET M,
Tematomeranus, TUd@Py3HasT HEOTHOPOJTHOCTb JnpdysHasT HEOTHOPOJHOCTb MTAPEHXHMEI
MMAPEHXUMBI 34 CYET METKOOYATOBBIX BKJIIOUYECHUH 34 CYET MEJIKOOYAT'OBBIX BKIIOUEHUI

MarHuTHO-PE30HAHCHAs TOMOIpadus. HEpaBHOMEPHBIN XAPAKTEP UH(MIIBIPALIMU KOCTHOI'O MO3I'A IIPABOX
OepEeHHOI KOCTHU. [ledpopMariys B BU/IE€ KOJIObI DpeHMeNepa KOHIIEBBIX OT/IE/IOB O€/IPEHHBIX KOCTEH

Pentrenorpacdus 6€IpeHHbIX KOCTEH. BbIpaKEHHBIN KommbroTepHas ToMmorpamma. JleopMupyronyn
OCTEOINOPO3, ATPOPHA KOPTUKAILHOI'O CJIOS JIEBOCTOPOHHUN KOKCapTpo3 III CT.

I1a(U30B, KOHCOIUJHUPOBAHHBIE ITATOIOTUYECKUE

IIEPEIOMBI JIEBOH U IMIPABOH 6E€IPEHHBIX KOCTEH.

Bapycnas yriosas aepopmanus fuadusa JIeBoH

OGeAPEHHOIT KOCTU B 30HE NEPEIOMaA
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*  BUOXUMUMECKULL AHANIU3 KPOBLL: CHVDKEHUE YPOBHS XOJIECTEPHUHA, YKEJIE3a; TTOBBIIIE-
HUE YPOBHA (DEPPUTHHA.

o [lynxmam xocmro20 mo32a: AHOWIBTPALUA KIETKaMHU lo1me.

o Yaempaszeyrxogoe uccneoosarue op2aros OpProuHoLl n0A0CHIU: TENATOCIUIEHOME-
ranuvd, Ju@@ysHas MEJIKOOYAroBass HEOJHOPOAHOCTD, TMIIEPIXOTEHHOCTD ITAPEH-
XUMBI IIEUYEHU U CEJIE3€HKH, OYaru UIeMUH U (HpuOpO3a KAK C IOBBIIIEHHOH, TAK
U C HOHWKEHHONM MHTEHCUBHOCTBIO CUTHAIA, IIOPTAJIbHASA THIIEPTEH3HSL.

*  Penmeenozpammol kxocmeti: ACTOHYEHUE HAJKOCTHULIBL, Ie(POPMAITUA JUCTAIBHBIX
MeTadr30B Oepa B KONObI DPICHMENEPA, IEPETOMBL

o Mazrummno-pe3soHanCHAA MoMozpaAPdusl Kocmerl ckenemad: TH(PpUIBIpaLysg KOCTHO-
I'O MO3I'a, OCTEOHEKPO3.

e Jlencumomempua: CACTEMHAA OCTCONICHUS, OCTEOIIOPO3.

*  Dunexmposanyegpanozpavma (DII): y 6GOJbHBIX C HEMPOHOIIATUYECKUMU TUIIAMU
BI' u3aMeHeHus HeCTIEU(PUYHBI U Yallle IPOABIAIOTCA 1€30PTAHU30BAHHBIM I14T-
TepHOM DOl CHA, AUCPHPYHKIUEH KOPKOBO-IIOJKOPKOBBIX B3aUMOJCHUCTBUN, JUC-
PYHKIIMEN U PA3APAKEHUEM CPEJIUHHBIX U IIOJAKOPKOBBIX CTPYKTYP, (POPMUPOBA-
HUEM BCIBIIIEK TTOJTUMOPGHON SMUIENTTH(MPOPMHON AKTUBHOCTHU U TAPOKCU3MAMH
OCTPBIX ITOJIH(PA3ZHBIX IOTEHITHAIOB.

AndPepeHUMAAbHbIN ANATHO3
BbI' Tuix I:

°  Pa3HOOOPA3HBIE YK3O0TE€HHBIE U HACIEJCTBEHHbBIE OOJIE3HU, COIIPOBOXKAAIOIINECH
BHUCLIEPOMETAIMEN, OCTPBIMU OOJIAMU B KOCTAX, KPOBOTOYMBOCTBIO (BUPYCHBIN
I'EMaTUT, OCTEOMUEINT, KOCTHBIN TYOEPKyJIE3, FeMO(PUINU, CPUHTOIHUIINO3EBI).

Manpuuik, 3 roga, bI' tum 1 HeBouxka, 7 net, bI' Tur 111
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BI Tansl IT u III:

*  BCEe MH(AHTWIBHBIE (POPMBI C(PUHTIOTUIINIO30B C I'eNIATOCITIEHOMETATUEN (O0JIE3HD
Humana—ITuka tursl A, C);

*  GMI-ranrnmmo3naos;

*  TIAKTOCHUAINU/IO3;

* Oosne3Hb BonbMaHa,

* 60ne3Hb Papbepa (ATUIIUYHBIE (DOPMBI);

*  BPOXAEHHAA OKYJIOMOTOPHAS AIIPAKCUSL.

AeyeHue

EnqnHCTBEHHBIN 9(PPEKTUBHBIN METOJ JieueHUsa