bone3sHb ®abpu

KiinHMKa, IMarHoCTUKU, JIeUeHHe.




OnpeaenexHune

» bose3np ®abpu (b®) npencrapiiser coboi
IIporpeccupylolliee HacjaeqCTBeHHOE, CIIeNJIEHHOE C
X-XpoMOCOMOU HapyllleHue MeTabosin3ma
IJINKOCUHTOJIUIINIOB, 00yCJIOBJIEHHOE CHUKEHUEM
WJIM IIOJTHBIM OTCYTCTBHEM aKTUBHOCTU
JIN30COMAaJIBHOU O-rajiakTo3uaasbl A. bO
BCTpeUaeTcA y IIpejicTaBuTe el Bcex 0e3
HCKJIIOUEHU S STHUYECKUX IPYIH, HO
OIIyOJIMKOBaHHBIE JITaHHBIE O BeTpeuaeMocT bd — 1
Ha 100000 MOTYT ObITh, BEPOSITHO, HI?KE NCTUHHOMN
pPacIIpOCTPaHEHHOCTH JAHHOTO 3a00JIeBaHUAA.



CUHAPOMDI:

- IIpu k1accuyeckom BapuaHTe 0QJE
e MHU3UTOTHBIX MY>KUUH C OTCYT |
AKTUBHOCTH O-TaJIaKTO3UAa3bl A MOLY 5Cs1 BCE
XapakTepHble€ CUMIITOMBI. |

- Pannue npusHaku(geTCKuu Ieprugy

« — HeBpoJiornueckue (00Jb): MeE it g€, KpU3bI
(«xpusel ®abpu» ), XapaKTepUsyIQIEEe
MYYUTETILHOM JKI'y4en 00JIbIO, B IK$IOIE! B
HIDKHUX KOHEYHOCTAX W PACIIP @I ELCsT
BI/IyOb U UppagUUPYILEN B /I ' esia; a
TaK;Ke XPOHUYECKas 00JIb, 3 ;
HaJIN4YKeM I1apecTe3ui E
MKOKeHMS.
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DACHO-(PHOJIETOBBIX

DCTHIO KOKH O4aroB

Ha STOAUIIaX, B IaXOBOU
PXHIX yyacTKax 0€ezep, a

9 JIN3UCTBIX 000JI0UKAX, B

MR TA. IIoiHOE OTCYTCTBUE

€ H1T>KEHHOE TI0TOOT/Ie/IeHNE
BWNTIe]aHCa KOXKU ABJIAIOTCS
OB 1 MOTYT CTAHOBUTBCA

1 (PU3UYECKUX HATPY30K



_ | DY ET/M KpPOaJIbOYyMUHYPUEH,
TpchcbopMI/Ipyfo CHCs] 70 a a'BTOpOM 1 TpEThEM
JIECATIIETUAX K] 1, Kak DIz AnabeTHIeCKON
HedpoIaTUU, CHITE HAKOM 'r rchcnpOBaHHﬂ
IIOpa’KeHUA ITOYEeK T
IPOTENHYPUU Hapat
COIIPOBOKaeMasi Hap mé '» N He celepeum/l
9KCKpeIuu u peabcopbnuu. |
KOMIIEHCATOpHAas I‘JIOMepyJIH HA JﬁTpaHI/I}I MOXKET
U0, HO KaK TOJILKO IIPOUC-
XOJUT MTOBPEXKIEHNe KPUTHIEeCKOTo.MTICIIa H(;cl)pOHOB
OTM€YaeTCs IMPOrPeCCUPYIOIEE SHI HKI_II/II/I Io4yex. B
pe3yJIbTaTe B TPEThEN U UETBEPTOU € W}KI/ISHI/I (byHKIIVA
II04EK OOBIYHO MOCTEIIEHHO YXyALIAeTCA, HAPACTAET a30TeMUs
OneHkKa QyHKIIUU [IOYEK, KOTOpasd ,zLOJ‘:kHa IIPOBOAUTHCA Y
KQK/I0T'0 IAallUEeHTa, BKJIIOUAET onpen eHMe YPOBHSA
KpeaTHHHHA IJIa3Mbl, IUCTAT enky CKO,
onpeiesIeH e 0GIETo OesIKa, (M g&p %@H%@Taxme

ypoBHs 3kckpenuu NaCl.




' ) Mpasoe ‘ ) Néce
» CepieuHO-CORCy, PICTE?@%%&Pﬁﬁ%IOMH{QH&%{ITMHH)I;Ipencep.que
. 3HAKU 1 CEPILAY ‘UHCJIe TUI@PTPODUA JIEBOTO

¥, CTEHOKAp/AWs M Cep/iedHas HeJOCTaTOYHOCTh,
ABUTEJIHO Y 40—60% HAHHUEHTOB, CTPAAOIIHX
UTMUM 1 CHH2KEHUA BapruabeibHOCTU
1 1 JIOTHYECKFieBbIi

DO Y3714, HPOBOIHIIEH CHCTEMBI CEPALIA, Rengactce

CHMIATIIYECKON ¥ TAPACHNIIATHIECKON HEPBHBIX
HO HaTM41€e KOHUeHTPUYECKOU runepTpodun
H@MyNoYKa, Kak IPABHJIO HeOOCTPYKTUBHOM, U
nuacTondecKkoun AuchyH Mf3tiuem 00- jiee BEIpAXKEHHOE Y
MY>KUMH 10 CPABHEHUIO C mef—ﬁﬁﬁHaMH. Wimemus 1 BHPAPKT
MHOKapaa sABjsaioTca caealtit¥tfuchynkmum cocynon
KOpPOHapHOTo pycsa. C Bo3pacTtoM mporpeccupyer pubpos Mmuokap/a,

Kal UpTepeH U BagiiEbl 1, TaK U 3dueepipodiipkigaHHoe cepaue
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» Koxaeda pubze u uepeﬁpoeacny.aap DHBIE

UIIEMU M, UHCYJIBTBI), TOTZIa KaK Y TeTepo3! WH
CHMIITO BeHHO BAPhUPYIOT OT OUEHD MSTKUX

- 3axapa paHHMMHU PpU3HaKaMu BO B Buj =; o7l
HENPOIIa CIIBIX CJleJTyeT Pa3BUTHE ACK
OCJIOKHE eTaTUBHON UCHYHKIH
TAKEJTbI OTMYECKUX IPOSB ; ‘
MYJIbTHU( 10TO IMOPpAXKEHUA M o Dy B-
HOT'O MO BJIEUEHUE r KeT b K

paszHO00 M KJIMHHNYE T TOJIC )OJIb,
TOJIOBOK e, TPAaH3U , KIIIIeN e
HHCYJIbT BJIMIHOU (O 2JION ) CTEeIleHb

BbIpa’Ke . Penxo BC as JeMeHI .




/InarHoCTHKa:

- ITo mocsegHUM JIaHHBIM CPEIHAA JIJIUTEILHOCTD IIPOIlecca
IUArHOCTUKU /1A ITallMeHTOB 000OUX II0JIOB COCTaBJISET 15 JieT. Eciiu B
X0Jle KJIMHNYECKOro 00cIeJOBaHUA IIal[MeHTa BO3SHUKAIOT
nogo3peHus Ha b®, Heo6X0AUMBI COOTBETCTBYIOIINIE OOXUMHUUECKHE
1/ VI TeHeTUYECKUE IOATBEPK/IEHHA.

o A. BuoxumMunuyeckuu JUardHo3

« ®epMeHTHbIM aHaIK3. CHIKEHUA aKTUBHOCTU O-TaJIAKTO3U1a3bI B
IJIa3Me€ HUJIM JIEMKOIIMTAX SBJIAETCSA KJII0UEBBIM METO/IOM, KOTOPbBIU
HeO0O0XOUMO HCIIOJIb30BaTh JIJIsI IIOATBEPKAEHUA KJIMHITIECKOTO
JINarHO3a U OKOHYATeJIbHOU JUarHOoCTUKN b® y manu- eHToB
MY>KCKOTO I10J1a . Y IIallieHTOB KEHCKOTr0 I10J1a, KaK Y /IeBOYEK, TaK U
Y J)KEHIIIUH, CHUKEeHUEe aKTUBHOCTH SH3MMAa MOXKET He BBIXOJUTH 3a
Ipeiesibl HOpMaJIbHBIX 3HaueHuU. [103ToMy BeceM >KeHIIMHAM
He0oOXOUMO JIA OKOHUYATeJIbHON Bepu(puKaIIUU JHUarHos3a
BBINIOJIHEHNE T€EHOTUITHPOBAHMA (BbIsABJIEHHE MyTaiuu reHa GLA).



» KoHnnmeHTpanua riiooorpuao3uianepamuga. Panee
I OMOXUMHUYECKOU auarHocTuku b® ObL1o
IIpeAJIOKeHO onpeJiesieHre KOHIeHTpaluu
IJ1000TpHAO3WIliepaMu/ia B IJIa3Me, HO HeJOCTaTKOM
MeTo/a SIBJIAETCS eT0 AJIUTEIbHOCTD U TO, UTO Y KEHIIIH,
B OTJINYME OT MY>KUYMH, KOHIIEHTPaIHsI Gb3 B IIJIa3Me€
HECKOJIBKO HIZKE M OOBIYHO HAXOJIUTCS B IIpeJesiax
HOpPMAaJIbHBIX 3HaueHul. Konneurpanusa Gb3 B moue
sIBJIAeTCs 00Jiee HaZeKHBIM MapKEPOM U ITI03BOJISET
IIOCTaBUTh JUATHO3 Y OOJIBIIMHCTBA KaK MY>KUMH, TaK U
KEHIHH . OIHAKO Y HEKOTOPBIX MAIIMEHTOR C IO3THUM
HauajoM 3abojieBaHusA U/WIH 0COO0M MyTalel reHa
GLA (p.Asn215Ser) koHIleHTpaIus moueBoro Gb3 e
IIOBBIIIEHA.



* B. 'eHOTUIIMpPOBAHMUE. Y IreTEPO3UTOTHBIX ITAIU-
E€HTOB KEeHCKOTO IT0JIa aKTUBHOCTD O-TaJIaKTO3U/1a3bl
A MOKeT HaXOAUThCA B ITpeJiesiax HOPMaJIbHBIX
3HAYEHUN, TAKUM 00pa30M, B CJIydae MOA03PEeHUA
Ha b® xKI1r0ueBbIM METOIOM B IOCTAHOBKE
OKOHYATEJILHOTO AUarHo3a Oy/ieT reHeTUu4eCKum
aHanu3s. Ilyosaukanusa JaHHbBIX, KaCAIOIIUXCsI
komiieMenTapHoil JITHK (cDNA) u renomHou JITHK
nocsegosareabHocted reHa GLA (Genbank
X14448), ykazajia myTh K IOHUMaHUIO
MOJICKYJIAPHBIX OCHOB bO.



» C. CkpuHuHT. CKpUHUHT [IPU HAJITUYUUN
ceMenHOro anamMmHesa b®, a Tak:ke mporpaMMbl
CKPUHUHTA HOBOPOKIEHHBIX ABJIAKTCA
eIUHCTBEHHBbIMU IPAKTUYECKUMU METOaMU
BBIABJICHHUSA IMAIlMEHTOB /10 PA3BUTUA Y HUX
CUMIITOMOB.



e D. I'mcrosorus

« Ceemosaa muxkpockonus. -
0 cyme CTB¢H§0 H

TS e N YL
HEHSHO %
OTeMﬁJiM'HB

yTowxc o

« 9NeKMPOHHASL MUKPOCKONUAL. YJIpraCprKTypHoe I/ICCJIe,Z[OBaHI/Ie
O1onTaTOB SHAOKAP/Ia, MUOKAp/Aa U IIOUYKU MO3BOJISIET BHISIBUTD
JIM30COMaJIbHbIE HAKOIUIE- HUSL B KADIUOMHOIUTAX U PA3JIUYHBIX
THUIIaX KJIETOK IIOUYKH COOTBETCTBEHHO. IIpH 51eKTPOHHOM MHKPOCKO-
WY BBISABJISIIOTCS BKJIFOYEHUs, IPEZICTABIIAIOIIUE CO- oot OJieHbIE,
Pa3JIMYHON IIJIOTHOCTH U3BUTHIE CJIOU BeIecTBa («IIKypa 3e0phI»
I MUEJIMHOBBIE TEJIbIIA)



ANroput™ AMarHOCTUKM

* II0J03peHue Ha bd

- AHamHe3. O6mui ocmotp, IIAM(MAY/IIY),
CK®, kpeaTUHUH.

- KoHCyJIbTalIsa HEBpoOJIora, HeppoJiora,
oPTaJIbMOJIOTa, KAapAHUO0JIOTA.
« buoxuMudyecknu JUarHo3: a-rajlakTo3u/1a3bl
r71000TpHUAO3UIIEpaMUAA
I'eHOTUIIpPOBAHME.



[nddepeHunanbHbIM AMarHo3

Y nanmueHTOB JIETCKOTO Bo3pacTa HEOOXOAUMO HC- KJII04YaTh
JpyTHe BO3MOKHbIE MPUYHHBI 00JIEBOTO CUH- JIpOMa:
 TaKHe KaK peBMaTOUJIHBIN apTPHUT ,

- peBMaTHUecKas JINX0PaJiKa,

¢ CHCTEMHas KpacHas BOJTUaHKa,

- OoJsie3Hb PeliHO U Tak Ha3bIBaeMble 00JI1 pocTa (JacTas
IIpUYKHA OIINOO0OYHOI0 AHuarHo3a y geteu ¢ b®).

Y B3pocJIbIX HanboJIee YacTo yIIOMHIHAaeMBIMHU 3a00J1e-
BaHUAMU B KauecTBe AuPdepeHInaabHOro uario3a:
IeJINaKus U

 paccessHHbBIN CKJIeP03, 0COOEHHO Y KeHIIUH. AHAJIOTUYHO B

caydasx, korga myramnus reHa GLA He oOHapy»KuBaeTcsl,

HeOOXOMMO YUYUTHIBATh BEPOSTHOCTh MUMHKPUU (DEHOKOIINH
bO.



JleyeHue:

* 1. ’TUOTPONHAs Tepanusi: He co3JaHa.

2, IIATOT€HEeTUYECKas Tepanusd: Arajasugasa
anb@da (Replagal) B/B 1 pa3 B 2 Hegenm.

» Aran3ugasa oerra(®adpazum)

* 3. CHMIIOMaTH4YeCKaA TeEPAIIHA:
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