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llepBoe omricanue

CunzipoM BHepBbie ObLT onucaH Oosee 60 yeT Hazan y Beguez -
Cesar (1943), Tpex OparbeB U CeCTE€pP, HMMEBIIMX OCHOBHBIC
KIMHUYECKUE TPU3HAKM HEUTPONECHUMHM W aHOMAaJbHBIX TIpaHY] B
nevikonuTax. Yeamak, KyOHMHCKHM TIeMarojior, COOOIIWI APYyrou
caydan B 1952 rony , u B 1954 romy, Xwuracu, SIOHCKUK Bpay-
neauarp, Omucal P CIy4aeB, XapaKTCPHU3YIOIIMX HM3MEHEHHUS

MHUEIOIEPOKCUIA3bl B HEMTPO(PUIBLHBIX I'PaHyIaX OOJIbHBIX.



OrnpenenecHue

Cunapom UYenmaxka-Xwuracu (3a00jeBaHHE HA3BaHO IIO
(aMIIMSAM SIITOHCKOIO Bpadya Xuracu U KyOmHCKOro Yenumak)
HACJIEIYETCS IO Ay TOCOMHO-PELECCUBHOMY THUITY U MPOSBISAETCS
PELUMANBUPYIOMIUMA HH(PEKIIUSIMHA, YaCTUYHBIM aTbOMHHU3MOM
a3 M Koxu, (porodoOuel, HHUCTarMOM U HeUTpoduiamu,

COACPKAIINMHU IT'MI'AHTCKHUC HUTOINIA3MATHYCCKUC I'PAHYIJIBI.



DTIMAEMUOIOT U

Cunapom Yenmaka - Xuracu (CHS) BcTpewaercs penako, MEHEE 4eM
500 ciydaeB, onmyOJIMKOBAaHHBIX BO BCEM MMpE, 3a mocieanue 20 Jer.
B xone oOmieHanmonanpsHOro onpoca B Anonuu, 15 manueHToB OBLIH
nuarHoctupoBansl 3a 11 mernuii nepuon (2000-2010), yTo yka3bIBaer,
4TO OAWMH MW ABa namveHta ¢ CHS nuarHocTupoBanuch KaxKIbli
TOJI.

Cungpom UYemmaka — Xwracu (CHS) 3arparuBaeTr BCE pachl.
Al-Khenaizan nipennosnaraet, yto yactora CHS MoxeT ObITh MEHbIIIE
y JIUII ¢ 00JIe€ TEMHOM KOXKEH pac.

CumnTomsel cunapomMa Yennaka - Higashi (CHS) 00b1yHO mosIBIISIIOTCSA
BCKOPE IIOCJIE POXKJICHUA WJIH Yy AECTEW B BO3pacTe 0 S jeT. Cpeauun
BO3pacT Hayajia coctaBisieT 5,85 netr; Tem He MeHee, OOJBIIMHCTBO

HalMeHToB yMuparor 10 10-1eTHero Bo3pacra.



DTHOJIOTHUS U IIATOTCHE?R

Cungpom Yenuaka-Higashi (CHS) saBinserca ayTtocoMHO-
PELIECCUBHBIM MMMYHOJIC(DUIIMTHBIM 3a00JIEBAHUEM, KOTOPOE
XapAKTEPUIYETCSA aHOMAJIbHBIM BHYTPUKJIETOYHBIM TPAHCIIOPTOM
oenkoB. I'en cunapoma Yenmaka-Xuracu Obu1 ommcaH B 1996
rony kak red LYST wmmu CHS1 m nokammsyercss B JOKycax
1g42-43. benok CHS skcnpeccupyercs B IUTOILIA3ME KIIETOK
Pa3JIUYHBIX TKAHEW W MOXET IPEACTABIATH COOOM aHOMAJIHIO

TpaHCHOpTa OEJIKOB OpraHelLL.



/

I'en BIIUSAET HA CUHTE3 U / WA T 1€ XpaHEeHU penny IpaHyll B
/

pPa3IMUYHBIX THUMOAX KJIETOK. JIM30COMBI JIEUKOIMTOB U  (PuOpoONAcCTOB, IUIOTHBIE
TPOMOOIIUTApPHBIE TeNa, a3ypoPuiabHBIE TpaHyJbl HEUTPOPUIOB U  MEIAHOCOMBI
MEJIAHOILIUTOB, KaK MPAaBUJIO, OOJIBIIIE MO pa3Mepy M UMEIOT HENPaBUIbLHYIO MOP(DOIIOTHIO,
YTO YKa3blBa€T Ha OOIMH MyTh CHUHTE3a OpraHej, OTBETCTBEHHBIX 3a MOSBJICHUE
U3MEHEHNM y nmanueHToB ¢ CHS.

Ha paHHuUX cTagusx HEUTPOPUILHOTO CO3pEBaHUs, HOPMaJIbHBIC a3ypo(]uiIbHbIC
I'paHyyIbl CIMBAIOTCS ¢ 00pa30BaHUEM METarpaHyi, B TO BpeMs Kak, B 0oJiee Mo3aHel cTaauu
(T.e. BO BpeMsl CTaJAUU MHEJIOLUTA), O0O0pa3ylOTCd HOPMAaJbHbIC TPAHYJbL. 3peEible
HEUTPOPUIIBI COAEpKAT 00€ NONMYIAUNA. AHAIOTUYHOE SABJICHUE MTPOUCXOJUT B MOHOIIUTAX.
Hapyuiennas ¢GyHKIUS B TMOIUMOP(PHO-SICPHBIX JICMKOLUTAX MOXET OBITh CBSI3aHA C
aHOMaJuel CTPYKTYphl KIETOYHBIX MeMOpaH, HapyUIEHHEM CHUCTEMbI COOMpaTEIbHBIX

MUKPOTPYOOUEK U Ae(PEKTOM B3aUMOJCUCTBUS MOCIECIHUX C MEMOpPaHaMU JIU30COM.



CHEDIAKEHIGASHIINEUTROPHILE

Large, cytoplasmic
lysosomal inclusions
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Neutral staining

specific granules Mature, segmented
nucleus
B I 110um

Rashick H MD, Nguyen J MD et al. HematologyQOutlines.com



boJie3Hb HEpEeIKO MPUBOJUT K CMEPTH B AETCKOM BO3pacTe B
pe3yiabrare HHOEKUUHM MWIA YCKOPEHHBIX  JMM(pOMOIOAO0OHBIX
cocTosiHMM; TakuM 00pa3oM, HEMHOTO IAllMEHTOB JOXKHUBAKOT JI0
3peaoro  Bo3pacTta. Y  ATHX  OOJBHBIX, MOPOrpPeCCHPYHOIIas
HEBPOJIOTMYECKOE JUCHYHKIMUSA MOXKET OBITh JOMHHUPYIOIICH
yepTor. HeBpoOJIOTMYECKOE BOBJICUEHUE TIPOSABIISIECTCS B PA3HBIX
BapyMaHTaX, HO YacTO BKJIIYAaeT B Cce01 NepudEPHUUECKYIO
HerponaTuio. Mexanu3m nepudepudeckoi Heriponatuu pu CHS He
ObLI MOJHOCTBIO BBISICHEH. bbIlIa yCTaHOBIIEHA CBSI3b MEXK/Y JTAHHBIM
CUHAPOMOM M AaKCOHAJIbHBIM M JUMHEIUHU3UPYIOIIUM THIIOM

nepu@epudecKor HEPOUIATHH.



HehekTHple MeJaHM3alluM MEJaHOCOM IIPOSBISIFOTCS B IJIA30KOXKHBIN
anpOuHu3Me, cBsizanHHoM ¢ CHS. B MemaHonuTax MpOMCXOAUT ayTO(aroiuro3s
MEJIAHOCOM.

BoNbIIMHCTBO  OOJBHBIX TaKXKe IIPOXOISIT YCKOPEHHYI ((da3zy HiIu
YCKOPEHHYIO PEaKIMIo, KOTOpas IMPEeACTaBIsIET CcO00M HA00OpOKAYECTBEHHYIO
JTUM@OTUCTHOLMTAPHYIO METAHOMO-TIOA00HY 0 MH(PUIBTPALIMIO MHOTUX OPraHoB,
qTO mpoucxoguT B Ooisee yeM y 80% mnamuenTtoB. IIpu 3ToM cTaguy MpOUCXOAUT
MpELUIINTALIMS BUPyCaMH, B YaCTHOCTH, B pe3yJibTaTe HH(PUIIUPOBAHUS BUPYCOM
OnmreiHa-bappa. OTo MOXET NPUBOAUTL K aHEMHUHU, KPOBOTOYMBOCTH , U
reHepaIM30BaHHBIM UH(MEKIUIM, IPUBOAAIINM K cMepTH. MHDEeKIMu vare Bcero
MOpa)karoT KOXKY, JEeTKHWE W AbIXaTeIbHbIC IMYTH M, KaK IMPaBHIIO, 30JOTUCTHIM
CTa(pUJIOKOKKOM,  ITMOT€HHBIM  CTPENTOKOKKOM W APYTMMH  BHUJAMHU

ITHCBMOKOKKOB.






bonbliasgs 4acTh KIMHHUYECKHX MPOSBICHUM MOXKET OBITh
00BsICHEHA aHOMAaJIbHBIM pACHpPEACIICHUEM JHU30COMaIbHBIX
dbepMeHTOB. YacTtoTa M TSDKECTh IHOTCHHBIX HMHQEKIHMI
OOyCJIOBJICHA  CHMJKCHHEM  aKTUBHOCTM  KHMCJIOPOJHOIO
MeTa0oJIn3Ma U BHYTPUKJIETOUHOIO IIepeBapuBaHUsI MUKPOOOB
B (paroumTax BCICACTBHE 3aJCPKKU W HEMOCTOSHHOTO
BBICBOOOXKICHUS TUAPOJIUTUYECKUX JIN30COMAJIbHBIX
(bepMEHTOB M3 T'MIaHTCKHUX I'paHynl B (parocomel. Kpome Toro,
y OOJIbHBIX CHU)KEHBbI aKTUBHOCTh €CTE€CTBECHHBIX KHUJLJIEPOB U

AHTHUTCJIO3aBUCHUMAA HUTOTOKCUYHOCTD J'II/IM(I)OI_[I/ITOB.



Knaccudukamus

Brigensarot 3 ¢popmel cuHapoma Ueanaka-Xuracu:

JlekoneHUYECKass — KOTOpas pa3BUBACTCA MPU JIECUCTBUHU

MOHU3UPYIOILETO U3JTYYEHUS] TOKCUHOB U IIUTOCTATHUKOB.
JlucperynsaropHas ¢popma.

JlucpyHKIIMOHAIbHAsL — KOTOpas BO3HUKACT OpU Ac(pEKTax
CTPYKTYpbl MeMOpaHoIaTui, (paronmutroB, (epMEHTONATHU.

Ot Je(EeKThl MOryT OBITh Kak BpPOXICHHBIMH, TaK U

IpUOOPETCHHBIMU.



Kanamka

Hapyiienne nurMeHTalMu Ha BOJIOCAx, Ha Ivla3axX, a TakKe B 00JIaCTH IeU U
3aKPBITHIX YYACTKOB KOXKHM. BOJIOCBI MMEIOT HEECTECTBEHHBIM OEJIbINA LBET, €CIU
IMIPUCMOTPETHCSA K 3PAYKY, MOKHO 3aMETUTh, UTO OH UMEET KPACHBIN OTTEHOK.
[Taronoruyeckuii HUCTarM — HEMPOM3BOJBHOE JIBUYKEHHUE MNIa3HBIX 00K, peOCHOK
HE MOXET COCPEIOTOUYUTHh CBOM B3IVISIJT HA OJHOM IMPEAMETE.

HenepeHOCHMOCTD SIPKOro CBETa — AETSIM OOJbHO CMOTPETh Ha CIIHUIIKOM SIPKUM
CBET.

Huzkuii ”MMYHUTET — peOCHOK MOABEPKEH OOJBIIOMY KOJIUYECTBY BUPYCHBIM U
OakTepraabHBIM UH(EKITUSIM.

[losBneHne MycTysq W Mamysl — XapakKTEpHOE SBJICHHE Mpu Oone3Hu Yenmakxa-
Xwuracu. Takxe 4acTo MOABIISIFOTCS 3Bbl, KOTOPBIE JOJITO HE 3aKHUBAIOT.

[ToBbilIEHHAs TEMIIEPATypa, KOTOpPast CONPOBOXKAAETCS O3HOOOM U JINXOPAIKOM.



Chediak-Higash 'i";"n"d"ro_me (albinism)
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@~ TlosBiieHHE 3ya U OTEIHOCTH.
bBIBarOT YacThie MPUCTYIBI PBOTHI U TUAPEH.

[TopaxaeTcss apIxarejibHAsT CUCTEMA, YTO COIPOBOXKIAECTCS IPUCTYIIAMH ITOCTOSSHHOTO
KAl U YuXaHusl. ECiu BOBpeMsl HE MPUHSTh MEPHI, MOSIBATCA YETKUE BJIAYKHBIE XPHUIIbI BO
BpEMs BJIOXa U BBIJIOXA.

Cunapom Yenumaka-Xuracu Takxke BIMACT U Ha MOYCHCITYCKATEIbHYIO cuUcTeMy. YHacto
HaOIrogaeTcs ee 3aTpyAHeHue. B Moue MOXHO 3aMETUTh CT'yCTKH KPOBH U THOSI.

AHEMUS — COMPOBOKIAETCS OJECTHOCTHIO KOXKH U CIU3UCTBIX 000JI04eK. YacTo 3ameqaeTcs
yIaJI0K pab0TOCHOCOOHOCTH.

TpomOonuToneHus: — ABHbIM OpU3HAK 3TOM 0osie3HU. CONMPOBOKIACTCS BHYTPEHHUMU WU
BHEIITHUMM KPOBOTECUEHUSIMHU M3-3a HAPYIIICHHOU pabOThl BHYTPEHHUX OPraHOB.

YacTo cene3eHka yBelnueHa U3-3a HapyleHus: QyHKIHUN (aroiuToB B CEJIC3CHKE.

Taxoxe HaOMIOMAaETCA HAPYIICHUS YMCTBEHHOTO Pa3BUTHS M3-32 MO3KEUKOBOM TUCHYHKITUN

U TiepudepruueCcKoil HEBpOIaTUH.






HNAI'HOCTHUKA

JInsi NMArHOCTUKM '~ HY>KHBI  pe3yJbTarbl 00CieA0BaHHUS OOJBHOTO W
KJIMHAYECKHWE AaHHbIC. [[I1 uX MOJy4yeHUs HYKXHO B35Th KpPOBb IS
IpOBeJICHUs 00IIero aHaiau3a KpoBu. [Ipu nmonydeHun pe3yiabTaToB, Bpauu
OoJibllle BCEro oOpallaroT BHUMAHUE Ha KOJIMYECTBO W COCTOSIHHUE
nerkonuToB (y OosbHBIX Yenuaka-Xuracu 4YacTo CHIBHO CHHUXEHO
KOJINYECTBO HEUTPO(DUIOB M3-3a TOTO, UTO OHU MPHU 3TOW OOJIE3HU OYECHD
OBICTPO pa3pyILIAIOTCS WU SABISIOTCS JIe(DEKTHHIMU U HE MOTYT MOJIHOCTHIO
BBITIOJIHATH CBOW (DYHKIIWH).

bosiee TOUHbBIC JaHHBIE MOJYYAIOT MOCJE MPOBEACHUS UMMYHOJIOTHYECKUX
UCCIIENOBAaHUK KpOBU. bbIBatoT ciaydau, korma cocrosHue T u B-
TuM(pOIIUTOB B HOpPME, B TO BpeMs KaK Jpyrue HMMYHOJe(hUIIUTHBIC

COCTOsHUA NMCIOT ABHBIC OTKJIOHCHMUA.



IIpodpuina

M3-3a TOro, 4Yro HOTOT CHHAPOM SBISICTCA XPOHUUYECKHUM,
IpeaynpeauTh €ro pa3BUTHE OYEHBb CIIOKHO, HO BCE-TaKd BO3MOKHO.
OueHb BaKHO Ha KaKOM 3Tarie 00JIe3Hb OyJeT JUarHOCTUPOBaHA, TaK KakK
Ha MEPBBIX ATaIlaX €CTh BO3MOXKHOCThH €ro moaaBuTh. Heobxogumo mpu

IEPBBIX K€ CUMIITOMAaX O0OpaTUThCA K Bpayvy.




JleueHdue

Jleuenue 31Ol 0O0JIE3HU 3ATPYIHEHO TEM, YTO B KaXKJOM Cllydyad OHA MPOTEKAET
WHIUBUAYAIbHO, T[O03TOMY CTAaHJAPTHOIO IIOAXOJAa K €€ JICYCHUIO HET.
ITepuoguuecku HazHavaroT BuTamuHbl C, P, PP B Oonbmux go3ax. O0s3aTelIbHO
HaJI0 COOIMI0aTh CBETOBOM PEKUM, HOCUTh COJTHEYHBIC OYKH, 3aAKPBITYIO OJICHKTY.
[Ipy uWHPEKUMOHHBIX 3a00JCBAaHMUSX Ha3HAYAIOTCd AHTUOMOTUKHA IITUPOKOIO
criekTpa. Bpaum Moryr Ha3zHauuTh MNPUMEHEHHE aCKOPOMHOBOM KHMCJIOTHI B
OonpiKx n03ax. [IpoBoauTCS NepenBaHUEe KOMIIOHEHTOB KPOBH.

XUpypruueckoe BMEIIaTeILCTBO ObIBAaET KpaiiHe peako. MokeT ObITh Ha3HaueH
paIuKaIbHBIA METOJ JICYEHUS — ITO AJJIOT€HHAsI TPAHCIUIAHTAIASI KOCTHOTO MO3Ta.
YTto0b1 n30eKaTh MTOSBJICHUE KOKHBIX OITYXOJIEH, cerncuca 15|
auMdonpoiar@eparuBHbIX 3a00JI€BaHUM, OOJILHBIM CIIEAYET U30erarb KOHTAKTHI C

MyTarCcHaMM U KaHLICPOI'CHAMMU.



[ Iporaos

[IporaHo3 He OYEHb ONTUMUCTHUYEH, TaK Kak 85% OOJIbHBIX YMHUPAET B
Bo3pacte 10 jger. OCHOBHBIE MPUYHMHBI CMEPTH — 3TO MH(MEKIIMOHHBIE
3a00JICBAHUS U TEMMOPAru4e€CKuii CUHAPOM.

B 2006 rogy ObuiM ONMyOJWKOBaHbI Pe3yJbTaThl TpPaHCIUIAHTALIMN
NAaIMEeHTOB C ATOM 00JIE3HBIO, KOTOPHIC MPOBOAWINCH HA MPOTKECHUM
oonee 20-tu ner. Y 10-15 dyenmoBexk HaOmoganach MATUICTHSISA
BBDKMBAE€MOCTh, HO y 2 U3 10 BBDKMBIINX OOJBHBIX OBUIM 3aMEYECHBI
HEBPOJOTMYECKHE  HApyIICHUs B  pPAaHHEM  NEpHOJE, IOCHe
TpaHciuiaHtanuu. M y eme 3 NDanuMeHTOB OHM  TOSBWIMCH HA
nporsbkeHnun 20 JeT, mociie TpaHCIUIaHTanuu. Y | MmalnueHTKd

CUMITOMBI ITOSIBUJIUCH TOJILKO Ha 21 rogy Ku3HH.
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