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B Hacrosinee Bpemst BO «B3pOCIioiy HEPPOIOTHH
CKJIaJIbIBa€TCsl IOBOJILHO MHTEpECHas cuTyarus. Bpa-
YM 3TOH CHelHatbHOCTH BCE Yallle CTAIKUBAIOTCS CO
ciydasimMu 3a00sieBaHU (OOBIYHO UMEIOIINX TeHETH-
YeCKYI0 WK BPOXKAEHHYIO TPUPOAY ), KOTOPBIE 10 MOC-
JICJIHErO BPEMEHU B OCHOBHOM OBLIM TPEPOraTUBOMU
MeIMaTpoB, Ja U B UX MPAKTHKE HAOII0IaIUCh T0OBOJIb-
HO PeZIKo. JTO CBSI3aHO CO MHOTMMH (akropamu. Bo-
MEPBBIX, YIYUIIHIOCH KQYECTBO JICUCHHUSI, YTO MO3BO-
JISET TeraTpaM-HepposioraM «JI0TITHBAThY» CBOMX
MAIMEeHTOB /10 BO3pPacTa, B KOTOPOM OHHU MEPEXOIAT
10/1 HAOITIOJICHUE «B3POCIIBIX) CHeUaIncToB. Bo-BTO-
PBIX, 3HAYUTEIHHO PACHIMPUIUCH TUATHOCTHUECKUE
BO3MO>XHOCTH, UTO TO3BOJISIET BBISBIIATH TAKUE BapH-
aHTBI MATOJIOTHH, KOTOPBIE paHblie JU00 mMpocMaTpu-
BaJIMCh, MO0 HAOIIOMAIKMCEH MO/ MackaMu OoJiee pac-
MIPOCTPaHEHHBIX 3a00JIeBaHMiA. B-TpeThuX, 3HaUNTEINb-
HO BBIPOC OOWMH TEOpeTHUEeCKUH YypOBEHb
COBpEMEHHO# Hedposorun. EcTh ocHOBaHMs TIONaraTh
Y TO, 4TO 00Pa30BAHHOCTH OOJIBIIMHCTBA «B3POCIIBIX)
HEe]POIOToB TaKKe CYIIECTBEHHO BO3pacia, 4To JaeT
UM BO3MOXKHOCTB O0Jiee JIeTaTIbHO «IPUCMaTpUBATh-
Cs»» K MHOTHM HE BITOJTHE CTaHAAPTHBIM CHUTYAITHSIM.
Hakoner, B-ueTBEpPTHIX, HE HUCKIIOUYECHO, YTO B CHIY
HE BIOJIHE MTOHATHBIX MPUYHH Psil HACIEACTBEHHBIX U
BPOXKICHHBIX 3a00JI€BaHNM, TEUCTBUTEIHHO, HAUNHA-
eT MaHU(eCcTUpoBaTh B OoJiee cTapiieM BO3pacTe.
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Tax wim wHaue, TPeOOBAHUS K «B3POCIBIMY) HE-
(pomoram, B TUIaHE BCETO CKa3aHHOTO BHIIIE, MEHS-
forcst. OT HEX TpebyeTcss HaMHOTO OONBIIHH 00BeM
3HaHUHM ¥ YMEHHE MpujIarath 3TH 3HaHUS K HE BCETna
MIPUBBIYHBIM JIJISl HUX KJIMHUYECKUM CHTyanusMm. B To
Ke BpeMst HHpOpMaIus M0 3aTPOHYTHIM BOIPOCAM,
OpPHEHTHUPOBAHHAS UMEHHO Ha «B3POCIBIX) CTIeTIHAIH-
CTOB, KpaiiHe orpaHuyeHa. B naHHO# cBs3u, onupa-
SICh, TIPEXKJE BCEro, HA COOCTBEHHBIN MHOTOJETHHI
OTIBIT TIpEToIaBaHus Ha Kadeape HedPOIOTHH U THa-
nu3a (akymapTeTa MociaeIUIUIOMHOTO 00yUeHus, Mbl
PN TTOJITOTOBUTH CEPHIO HEOOIIBIITUX METO IIUEC-
KHX [TOCOOHH 110 COBPEMEHHBIM TTO/IX0/IaM K IMarHOC-
THKE ¥ JICYCHHUIO psijia CPAaBHUTEILHO PENIKO BCTpeya-
FOIINXCSI B TIPAKTHKE COCTOSIHUN W 3a00JIeBaHUI TI0-
YeK ¢ KOTOPHIMHU, TEM HE MEHEe, MOJKET CTOJNIKHYThCS
Bpad-HEePPOJIOT.

JlanHOE TIOCOOWE SIBIJIAETCS TIEPBBIM B OTOU CEPHH
Y MBI HaJleeMCsl, 9YTO OHO OKa)XXETCS TMOJE3HBIM He
TOJIBKO MPAKTUKYIOMINM CIIeHAINCTaM-Heppoioram,
HO ¥ CTYJICHTaM CTapIINX KypcoB, BpadaM-WHTEPHAM
Y KIIMHUYECKUM OpJITHATOPAM TepParieBTUIECKUX CIie-
LUATbHOCTEH.

HacaeacrBennblii HedpuT
(cuHApOM AJIBIIOPTA)

Onpeodenenue u mepmunonocus. CHHAPOM
AnbnopTra — reHeTHYECKH reTeporeHHoe, Ha-
cjelcTBeHHoe (Yamle cuenjeHHoe ¢ X-Xpomo-
coMoii) 3a00s1eBaHMe, XapaKTepu3ylouleecs yJjb-
TPACTPYKTYPHBIMH M3MEHEHUSIMU TJIOMeEpYJasip-
Hoil 0a3aabHoil MemOpanbl (I'BM), KINHUYeCKH
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nposiBjasomeecss He)pUTHUYECKUM CHHIAPOMOM
¢ reMaTypHueil H HepeJKo accoOUMUpPYIomeecs ¢
CEeHCOHEeBPAJbHON IJIYXO0TOWH M MOpaKeHUusIMHA
oprana 3peHusi. B Hacrosiee BpemMsi HET MOJIHOTO
coryacusi 0 TOM CUMTATh JIM CUHIAPOM AJBIOpPTa Of-
HHMM 13 BapUaHTOB HACJIEICTBEHHOTO HepHTA MITH pac-
LIEHUBATh 3TH TEPMUHBI KAK CHHOHUMBI. ABTOPBI JJaH-
HOTO COOOIIEHHS ITPH JTATTbHEHIIIEM M3JI0KEHUH MaTe-
puana OyayT MpUAEPKUBATHCS BTOPOM TOUKH 3PEHUSL.

Hcemopus. TlepBoe onvcaHue CeMbH, B KOTOPOM
HaOJIOANCh CyYau TeMaTypud B HECKOJBKHX I10-
koieHusx npuHapiexut L. Guthrie (1902). A. Hurst,
MpoIoJKast HaOMIOZEHUE 3a 3TOM ceMbeil, Mpocae I
pa3BUTHE Y HEKOTOPBIX ee uiaeHoB ypemun (1923). B
1927 . A. Alport oTMeTHI1, 4TO y HECKOJBKHX POJI-
CTBEHHUKOB TOM K€ CEMbH MMEETCS TyroyXocCTh, a
ypeMHUs pa3BUBAETCS PaHbILIE Y MYKUHH, YEM Yy JKEH-
umH [1].

Pacnpocmpanennocms. Yactota cunapoma Alib-
nopta B CHIA cocrasaser ot 1:5000 o 1:10000, B
Poccun — 17:100000 nerckoit nomynauuu. CHHAPOM
Anbriopra sSBIS€TCs NPUUMHON TEPMUHAIBHOMN Mo4ey-
Hoit Hepocrarounoctu (TIIH) y 2,5% nereit u 0,3%
B3pocibix (0,3 — 2,3% cpenu Beex nanuentoB ¢ TITH
B EBpone, Unauu nnn Coenunennsix Illtarax) [2-4].

Omuonocus u namozenes. B ocHoBe 3abosneBa-
HUS Yallle JISKUT FeHETUUECKUH eeKT npuBoIsIIni
K TmatoJiornu kojjarena IV tuma, BXoasIIero B COCTaB
I'bM. Bo3MokHa Takke W MaToJIOTHUsl TeHOB, KOAUPY-
IOLIUX HEKOTOPBIE APYTrUe OEIKH, HalpUMep, TSHKETYI0
uens [IA HeMBIIIeuHOro MHO3KHA (CUHIPOMBI DIIIII-
TeiiHa 1 DeuTHep — CM. HUXKE).

B cocraB konnareHa IV tuna mMoxxeT BXOAUTH
miects anb(da uener (anbda-1 — anbda-6) u kaxmas
MOJIeKYJla KoJlJlJareHa COCTOMT U3 TPeX TaKuX Lenew.
B rnomepynspHbix 6a3zanpHbix MeMmOpanax (I'BM)
B3pOCJIOr0 YeJI0BeKa B OCHOBHOM HaxouTcst a3o4aS-
TpumMmep kosutareHa tumna V. CoeanHssics MeXay co-
00ii C-TepMUHATIBHBIMU KOHLIAMH, 0304 0.5-TpUMepbI
00pa3yIoT mapbl, KaxJas U3 KOTOPBIX, B CBOIO Oue-
penb, CBSA3bIBAETCS C TPeMs aHAJOTHYHBIMU B 00ja-
ctu N-tepmuHaiu. B koHeuHoMm utore odpasyercs
cBO€0Opa3Has CeTh, BO MHOT'OM ONpPEAEISIONIasi CBOH-
crBa 'BM. Dra xe nzodopma 4eTBepToro THMa Koj-
JareHa uMmeercsi B 0a3aibHBIX MeMOpaHaxX JHCTallb-
HBIX KaHaJbLIEB U COOMpaTebHBIX TPYOOK, ajabBeo-
JSIPHBIX 0a3albHBIX MeMOpaHax W cHerupUUecKux
MeMOpaHax Iiasza M YIuTKH. MHTepecHo, uTo B 9MO-
puoHanbHOM neproze B I'bM u Bcex octanbHbIX Oa-
3allbHBIX MeMOpaHax He(dpoHa npeoldsaagamT
alola2-alalo2 xonareHoBbIE CETHU, KOTOPHIE MOC-
ne poxaeHuss B 'BM nocreneHHo 3amelaroTcs
a3odoasS-a3adas cetamu. alala2-aSaSab6-ceTn
HaxozsTcs Takxke B Karncyne boymena (Ho He 'BM),
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0azanbHBIX MEMOpaHax coOMpaTeNbHbIX TPYOOK, I1TH-
JiepMHca U TIaJKUX MBIIIIL.

[Mlects renoB kosutareHa tuna IV pacnosioxkeHs!
MOTMIAPHO, BCTPEYHO MO OTHOLIEHHIO K HalpaBJIEHUIO
CUMTHIBaHUS Ha Tpex xpomocomax. ['ensl COL4A1
COL4A2 pacrniosoxxens! Ha 13-it xpomocome. ['eHbI
COL4A3 u COL4A4 na 2-ii xpomocome. ['eHbI
COLA4AS5 u COL4A6 na gmuaHOM 1u1eue X-XpoMOCo-
Mbl (Jokyc Xq21.3).Cunnpom Anbropra, CLETIeHHbIH
¢ X-XpOMOCOMOM — acCOLMUPOBAH C MyTallMEH
COLA4A5 nokyca. Cunzapom AnbropTa ¢ ayTOCOMHO-
PELECCUBHBIM WJIM ayTOCOMHO-JJOMUHAHTHBIM THIIa-
MH HacJeJ0BaHHs — aCCOLUMHUPOBAH C MYTaLUSIMU
COL4A3 u COL4A4 nokycoB, paclionoKeHHbIX Ha 2-i
xpomocome (Tabmn.1).

Knaccugpurxayus [5].

Tun [ — JOMMHAHTHO HacIEAyEMbIN FOBEHUJIbHbBIN
TN HedpUTa C moTepel ciayxa, Mpu KOTOPOM OOJIb-
HbI€ MYXKYMHBI HE MOT'YT UMETh NIOTOMCTBA. AHaJIN3
POAOCIOBHBIX HE MH(POPMATUBEH AJIsl pa3rpaHUYEHUsI
HACJIEJO0BAaHUS CLEIUIEHHOIO ¢ X-XpOMOCOMOW OT
ayTOCOMHO-JJOMMHATHOTO HacienoBanus. Tun I sBis-
eTCcsl BpEMEHHOM KaTeropueil u Hyxkaaercs B Hepe-
CMOTpe, MOTOMY YTO 3aMeCTHTEIbHAas MovyeyHas Te-
pamnusi MOKeT BOCCTAaHaBJIMBATh PEINPOJAYKTHUBHYIO
(GyHKUHMIO, a HOBBIE M€HETHUYECKHE METOJbl MOTYT
BBISIBJIATh XPOMOCOMHBIE JIOKATH3alMK JePEKTHBIX
TeHOB.

Tun Il toBeHUIBbHBIN THIT HEPPUTa € TOTEpeit CITy-
Xa U JJOMUHAHTHBIM, CLEIUIEHHBIM € X-XPOMOCOMOM
HacnenoBanueM (Bbi3BaH mytarueit rena COL4AS
anbda-5 nenu 6azanpHOI MeMmOpaHbl Tuma [V kosuia-
reHa).

Tun I «B3pocablity Tu HedpuTa ¢ morepeit ciy-
Xa U JJOMUHAHTHBIM, CLEIUIEHHBIM C X-XpOMOCOMOMH
HacyiefioBaHueM (BbI3BaH MmyTanuei rena COL4AS).

Tun IV «B3pocablity Tun Hedputa ¢ JOMHUHAHT-
HBIM, CLIETUIEHHBIM C X-XpOMOCOMOI Hacle0BaHUEM
(Be3BaH mytanueit rena COL4AS5). [lo pacopoctpa-
HEHMsI TeMOJIMalIn3a U TPaHCIIJIAHTalluK MIOYeK CUnTa-
J0Ch, YTO B MOPAXXEHHBIX CEMbAX He HaOJI0AaI0TCs
BbIpa)KEHHbIE HAPYIIIEHHUS CITyXa, OJJHAKO B HACTOsALIEE
BpEMsl CTall0 M3BECTHO, YTO OHH MOSBISIOTCS JTHOO
BCKOpe Tociie Havyada Ju00 B TeUEHHUE JEeCATU JIeT
IIPOBEJICHUS 3AMECTUTENILHOM [TOUYEYHON TEPAIUH.

Tun V ayToCOMHO-JOMHHATHBIN HEPPUT C HApY-
LIEHUSIMU cyXa U TpoMOouuTonaTien (CuHapom O1-
mreiiHa). J1o 3a0oneBaHue ObUIO omucaHo B 12 ce-
MbsIX U 4 CrIOpaJMYecKHUX Clydasx, nepeaada qeqek-
Ta MPOUCXOIUT OT MYKYMHBI K MykuuHe. [Ipupona
FeHETUYECKOro AedeKTa 10 MOCIeHer0 BpeMEHH He
Obla m3BecTHa. Ceifuac ee CBSI3BIBAIOT C MATOJIOTH-
et rera MYH9, xoaupyrtomiero, Tsbkenyto uens [TA
HEMBIIIEYHOro MUO3uHa [6] (cM. Tabi. 1).
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Tabnuua 1
OcCHOBHbIe reHeTu4Yeckue BapmaHTbl cuHapoma AnbnopTa[1]
HasBaHue Kog, OMIM* | TeHOMHBbI [eHeTnyeckuin
JIOKYyC neodekt
CvHapom AnbrnopTa, CUenieHHbI ¢ X-XpoMOCOMO 301050 Xq22.3 COL4A5 (303630)
CuHpgpom AnbnopTa ¢ Anddy3HbIM N1€MOMMOMATO30M 308940 Xq22.3 COL4A5 (303630),
COL4AG (303631)
CuHagpom AnbnopTta ¢ MakpoTpomMbouuTonenunein (cuHapom dnwTenHa) | 153650 22q11.2 MYH9 (160775)
CuiHgpom AnbrnopTa ¢ MakpoTpoMboumToneHnei
N NEeiKoUUTapHbIMU BKIIOYEHUAMU (cnHApom DeyTHep) 153640 22q11.2 MYH9 (160775)
AyTOCOMHO-A0MUVHAHTHbIV cMHAPOM AnbrnopTa 104200 2g35-937 (?) | COL4A3 (120070)
COL4A4 (120131)
AyTOCOMHO-peLecCuBHbIN CMHAPOM AnbrnopTa 203780 2g36-q37 COL4A3 (120070)
COL4A4 (120131)
CuvHapomM AnbnopTa ¢ OTCTaBaHMEM YMCTBEHHOrO pPasBuUTUS,
aucMmopoduen nuua u anInMnNToLNTO30M 300195 Xqg22.3 COL4A5 (303630)FACL4
(300157)**

*OMIM - Online Mendelian Inheretence in Man; ** FACL4 (300157) — reH, kogupylowmuin aanHHyo Lenb aunn-CoA-CuHTETasbI.

Tun VI — roBeHuNIbHBIN THIT HedpUTa ¢ moTepei
cilyXxa M ayTOCOMHO-IOMUHAHTHBIM HaclleJJOBaHUEM
(BBI3BIBAETCS, MO KpaiiHell Mepe B 4acTH Clydaes,
myTtanueit B reHax COL4A3 u COL4A4 anvda-3 u
anb(da-4 nenel kosutareHa OasanbHOM MeMOpanbl [V
TUIA, HO HE UCKJIIOYAETCS TIOBPEKAECHUE JIPYTUX re-
HOB).

F0genunvnvim munom nHeppuma cuumaemcs
ezo gviagneHue ¢ ¢o3pacme menee 31 200a.

Cy1ecTBYIOT ApYTrHe MPOMEKYTOUHBIE THITBI CHH-
IpoMa Anbnopra, KOTOpble He MOTYT OBbITh KJIacCH-
¢unmposanbl Ha TUMbI [-VI mo npeacraBneHHol BbilIe
cxeMe. B wacTHOCTH, CMHIIpOM AJIBIIOPTA, aCCOLMH-
POBaHHBIN ¢ JEHOMHOMATO30M, U JPYTUe COCTOSHMUS,
BBI3BaHHBIE 3HAYUTEILHON Jeneluell, 00be IUHIOIIEN
nexaiue paaoMm Ha X-xpomocome rensl COL4AS u
COL4A6, 1, BO3MOKHO, IPyTUe T'eHbI, TPUBOJA K pa3-
BUTHUIO «CHUHJpPOMa COINPHUKACAIOMIUXCSI TE€HOBY»
(«contiguous gene syndromey) [3] (cm. Tabm. 1).

Tak uian uHave, B HAacCTOsILIEe BPEMs OIHCaH sl re-
HETUYECKUX BApPUAHTOB CHHIpoMa AJbroprta (Tabdm. 1).

Mopgonocus. Ilpu ceemosoii mukpockonuu
usMeHeHua Hecneyu@uyunvl. Y MaleHbKUX Aereil (<
5 1eT) GuonTarhl MOTYT BHIIVISJECT HOPMaJIbHBIMH WIIN
ONMM3KMMHU K HOpME (BO3MOXKHO BBISIBIICHHE HEJlOpa3-
BUTBIX KITyOOUYKOB, PaCHONIOKEHHBIX TOBEPXHOCTHO M/
VI TIEHUCTHIX KJIETOK B MHTEPCTHUIINN).

B Gonee crapuiem Bo3zpacTe — Me3aHTHAlIbHAs
nponudepanysi, yroJleHne 1 pacciioeHre 6a3anbHbIX
MeMOpaH, CerMEeHTapHbIH 1 TII00AIbHBIN CKIEPO3 KITy-
0oukoB, TyOymsipHas aTrpodus, UHTEPCTUIIHATBHBINH
(hubpo3, TOKaIBHBIC YTOJIIIECHUS 0a3aIbHBIX MEMOpaH
KaHaJbLIEB, HAJTMYUE MEHUCTHIX KIETOK B MHTEPCTH-
LHH.

ITo Mepe mporpeccupoBanusi GOpMUPYETCST Kap-
THUHA (OKAITBHO-CErMEHTAPHOTO HJIH II00aTLHOTO TI10-
MEPYJIOCKIEpo3a ¢ HATWYUEM THAIMHO32, 0COOCHHO
npy HePOTUIECKOM YPOBHE MPOTEUHYPUH

Hmmynognroopecuenmnoe uccnedoganue, Kaxk
MpaBUJIO0, HEraTUBHO. M3peaKka BhISABISIOTCS OTIOXKE-
Hust C3 u [gM — paznuuHoii tokanu3anuu. Y He3Hauu-
TEJILHON 4acTu OONBHBIX OOHAPYKMBAIOT aHTUTENA K
0a3zajbHBIM MeMOpaHaMm KamuIsIpoB KIyOodKa.

Hcnonb3oBaHne aHTUCBIBOPOTOK K CYyObETMHHULIAM
kosareHa [V Tuna BBISIBISIET COXPaHHOCTh anbda-1
LN ¥ OTCYTCTBUE ayb(da-5 u anbda-3 1enei B riio-
MEPYJBIPHBIX 0a3aJIbHbIX MeMOpaHax OOJIbHBIX MYK-
YUH ¢ X-XPOMOCOMOCIICIUICHHBIM HedpuToM. VY ma-
LUEHTOB C ayTOCOMHO-PELECCUBHBIMU (popMamu 00-
JIe3HN ANbIOpTa 00OBIYHO OTCYTCTBYIOT alib(a-3 nenu
B I'bM, HO coxXpaHSEeTCsI IMMYHOPEAaKTUBHOCTh AJlb-
¢a-5 neneii B karcyne boymena, coouparenbHbIX TPyO-
KaxX M KOXe.

Inekmponnaa mukpockonus. B HadanbHBIX CTa-
JHSIX 3a00JIEBaHUSI MOXKET BBISBISITHCSI TOJIBKO yTOH-
yeHue ['bM, NpakTHYeCKu HE OTIAMYUMOE OT U3MEHE-
HUi mipu 00JIe3HU TOHKUX 0azajbHBIX MeMOpaH (CM.
HIDKE).

B Oosiee mo3aHuX cTagusX XapakTepHBIMHU CUH-
TAIOTCSI yTOJILIEHUS], yTOHUEHHS, CIOUCTOCTb, PacIlen-
nenare 'BM. OgHako U 3TH U3MEHEHUS HEJO0CTATOY-
HO crieu(UYHBI U MOTYT BCTPEUaThCst y JTIOAeH ¢ OT-
CYyTCTBHEM ceMelHO# uctopuu Hedpura. B Takux
Clly4asiX MO>KHO MpeJroJaraTb HaTM4ue HOCUTENb-
cTBa JIePEKTHOTO TeHa y POAUTENIEH WM TMOsBICHHE
HOBOU MyTal1u.

Dunorenuit 'K 00biyHO MHTAaKTEH. MOXET Ha-
OmronaTbes CAMSIHME HOYKKOBBIX OTPOCTKOB IMOJOLIHU-
TOB B oOnactu noBpexaenuii ' BM. Mesanruii o0b1u-
HO HE U3MEHEH Ha paHHMX CTaJMAX, HO 110 Mepe Mpo-
IpeccHpoBaHUs 3a00IE€BaHUS MOKET BBISABISATHCS €T0
pacipeHne U MIHTEPIIO3ULIUS B CTEHKH KaluJuIspoB, a
TaKkKe Mposudepausi Me3aHTHaTbHbBIX KIIETOK.

Knunuxa. 3aboneBanne 0OBIYHO MPOSIBIAETCS B
JIETCKOM BO3pacTe WJIM y MOJOJABIX JIIOJel. Xapak-
TEepHa CTOWKas MUKpOremMaTypusi ¢ 3MH30JjaMH MakK-
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Moka3aHunsa/npoTUBONOKa3aHNA K JOHOPCTBY MNOYE4YHOro TpaHCcIJlaHTara
npwu X-cuenjiieHHoOM cuHgpome AnbnopTa [8]

- ceMEeNHbBIN
aHaMHEe3 reMaTypuu
NI JICTAJIBbHOI'O UC-

Tabnuua 2

Mon noteHumanbHoro goHopa | fematypus | MoOBbIWEH M PUCK NPOrpeccMpoBaHuns y AoHopa? xona ot XIIH B ce-
MbE;
My)KCKOICI EcTb [a (abconoTHoe nNpoTNBONOKa3aHme K LLOHOPCTBY) - remMaTypus u
My cKom HeTt HeT (HeT npoTneonokasaHuin ons OHOPCTBA)
Xeckuit EcTb Ja (oTHoCUTeNbHbIE NPOTUBOMNOKA3aHWs ANS AOHOPCTBA)* (wm) npoTenHypus
Xeckun Het** HeT (HeT npoTneonokasaHwnin ons OHOPCTBA) B CEMhbE;
- crierpuIecKre

* Moyka MOXeT OblTb Moy4yeHa OT XeHLMH B Bo3pacTe 45-60 neT npu oTCYTCTBUN OPYrUX XUBbIX AOHO-
poB. B kayecTBe JOHOPOB MOryT paccMaTpMBaTbCS TOMBbKO XEHLUMHBLI C N30JIMPOBAHHHOM MUKpOremary-
puen, HopmanbHON GYHKLUMEN NOYEK, OTCYTCTBMEM NPOTEMHYPUM N HAPYLUEHUI cnyxa. XKenaTenbHo
BbIMOSIHEHUHWE Hedpoburoncuu neped 3abopom noykn. Hanuune oT4eTnnBo Mop@onornyeckon kap-
TVHbI CMHApPOMa AnbrnopTa fBASETCS NPOTMBOMNOKa3aHueM AJ1s AOHOPCTBA. **5-7% XeHLWUH-reTeposu-

roT ABANIIOTCA aCMMNTOMaATUYHbIMW.

porematypuu (4acTo TOSBISIOTCA Ha GoHe pusndec-
kux Harpy3ok uwiaun OPBU). Ha ¢done snuzonoB max-
poremMaTtypuu MOTyT BO3HMKATh OOJIM B KHBOTE.

[Tporennypust, 0OBIYHO yMEPEHHAs! BHAUAIE, TIPO-
rpeccupyer ¢ Bo3pacToM. Bo3MoxHO pa3BuTHE He-
(hpOTHYECKOTO CHHApPOMA.

l'unepTen3us, KaK MpaBuIio, BLISIBIISIETCS B MO3AHUX
cTagusx 3a0boseBaHusl.

VY MyX4MH MOYeYHash HeJOCTaATOYHOCTb OOBIYHO
MPOrpeccupyeT MEJIEHHO U JOCTUTaeT TePMHUHANb-
HOW B Bo3pacte 16-35 ser. OnucaHbl ciyyan O4eHb
MEJIEHHOT0 MPOTrPECCUPOBAHHUS C JOCTHKEHHUEM Tep-
MuHaIbHOU noyeHoi Henocrarounoctu (TIIH) B Bo3-
pacte 45-65 ner.

3abosieBaHue MPOSIBISIETCS] TOJBKO Y YAaCTH YKEH-
IIMH, B TOM YHUCIIE Y HEKOTOPBIX HOCUTEIBHHII Ie(ek-
THOTO TeHa MpH X-CUEMJIEHHOM CHHIpoMe AJbIIOpTa,
00BIYHO MTPOTEKAET JIeTUe YeM Y MY>KUYHMH, HO U Y HUX
Bo3MoxHO pazeurue TIIH [7] (cMm. 6onesnvy mouxoi
bazanvHoll MemOpambl).

Yacmoma 6viae1eHUA HEUPOCEHCOPHOU 2]1YX0-
muot cocmaensem 30-50%. Hapyienus ciyxa Bce-
rJla CONPOBOXKIAKTCS MAaTOJIOTUeN noyek. TskecThb
HapylLIeHWi c1yxa BapruadenbHa (0T M3MEHEHHUH TOJTb-
KO Ha ayAHorpaMMe J0 MOJTHOM MIyXOThl). SIBHBIX Ha-
pYyLIEHHH BECTUOYISPHOTO anmnapara 0ObIYHO HeT.

Ilamonozusa opeana 3penus eviagnaemca ¢ 15-
30%. Hanbonee xapakTepHOe HapylLIEHUE — IEPEAHUIH
JIEHTUKOHYC (BBITMSIYMBAHUE LIEHTPATBLHOM YaCTH XPY-
CTajJMKa B MEPEIHIOI0 Karcymy).

MoryT HabmoaTbCs TaKxKe:

- KepaToOKOHYC

- cepodakus

- MUTMEHTHBIA PETHHUT

- MUOTIHSI

- Karapakra

- aMaBpo3 U Jp.

Huaenocmuxka.

HeobOxoanmo Hanuuue Tpex U3 CleAyIOUHUX MSITH
TMPU3HAKOB!
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n3MeHenuss bBM mio-
MEPYISPHBIX Karlui-
JISIPOB MPH JEKTPOH-
HOM MUKPOCKOIIUH;

- CHIDKEHHE CITy-
Xa 0 JaHHBIM ayanorpadum;

- BPOKJCHHAs MaTOJIOTHS 3PEHUSL.

I'eneTnuecknii CKpUHUHT CUHpoMa AJIbIIOpPTa 3aT-
pYZIHEH M3-32 HaJIU4Ms OOJBIIOTO Yucia MyTalui U
OTCYTCTBHSI «ropsunx To4yek» («hot spot» — yuact-
KOB reHoMa HauboJjiee MOoABEPKEHHBIX U3MEHEHMSIM )
[3]. AuddepentmanbHblii TUardo3 — CM. 601e3Hb MOH-
KUX 6a3anbHblX MeMOpAH.

Jleuenue cunopoma Anvnopma He pazpaboTaHo.
LlenecooGpa3HBIMU CUUTAIOTCS MEPOTIPUSITHS TTO PEHOI-
potekiuu (ManobenkoBasi Auera, MHrHOUTOpsl AlID,
onokaropsl AT 1-penenitopoB anruorensuHa 11, koppex-
sl apTepUaIbHON THIIEPTEH3HH), XOTS JJ0Ka3aTelIbCTB
3¢ peKTUBHOCTH Takoro JeueHust HeT. [1pu gocTkeHn
TITH HeoOxonuma 3aMeCTUTEIIbHAS TT0YeUHAsT Teparus
(reMoany3, TpaHCTUIAHTALIMS TIOUKH).

OnHako npu MpoBeIeHUH TPAHCIIIAaHTAUH TOYEK
MaIeHTaM C CUHAPOMOM AJIbIIOPTA, BO3HUKAIOT JIBE
po0JIeMbl, crielin(pUIecKre Jist JAHHOTO COCTOSIHUSI.
[lepBas cBsizaHa ¢ mepecajKoil MOYKK OT KHUBBIX POA-
CTBEHHBIX JIOHOPOB, MHOTHE M3 KOTOPBIX, KaK CIeIy-
€T U3 TEHETUYECKOM MPUpPOo/Ibl 3a00JI€BaHMS, CAMU M
CTpa/IatoT WJIM, 110 KpailHeW Mepe, SBISIOTCS HOCUTE-
7siMu iepexTHOTO TeHa. OUBHUIIHO, YTO B TAKOH CUTY-
alMy yJaJeHue TOYKH MOXKET OKa3aThCs CyIeCTBEH-
HBIM (PaKTOPOM PUCKA, YCKOPSIFOLIMM ITPOTrPEeCCHPOBa-
uue XbIl y nowuopa. Ilostomy mpu otbope
POZICTBEHHBIX JOHOPOB HEOOXOAMMO WX TIIATENbHOE
Hedponoruueckoe o0cieIoBaHUE 1 B3BELICHHbIH 1101
XOJl K OKOHYATEJIbHOMY PELIEHHUIO.

B Hacrosiiee Bpemsi CUMTAIOT, UTO MPU X-CLEI-
JIEHHOM CHHApPOME AJBIIOpTa CYIIECTBYIOT CIeyio-
11ee MOKa3aHus/MPOTUBONOKA3aHUsI K JOHOPCTBY MOY-
ku [8] (Tabm. 2).

[Tpu ayToCOMHO-periecCUBHOM CHHIpOME AJIBIIOP-
Ta B KaueCTBE JIOHOPOB MOTYT paccMaTpuBaThCs
ACHMITOMATHYHbIE HOCUTENN AePEKTHBIX I'€HOB
COLA4A3 u COL4A4, a Takxe TpeJCTaBUTEIH, UMe-
IOIINE KIMHUYECKO-MOP(HOIOrnIecKyo KapTuHy 00-
JIe3HU TOHKUX Oa3albHBIX MEMOpaH MpU OTCYTCTBUU
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apTepuaIbHON THIIEPTEH3UU U POTEUHYPUH.

IIpu ayTOCOMHO-AOMHUHAHTHOM CHUHApPOME AJlb-
MopTa MPOTUBOIOKA3aHA TPaHCIJIAHTALUs OT POJi-
CTBEHHUKOB, UMEIOLIUX FeMaTypHIo.

Bropoii BaxHO# mpo0ieMoi SBIsETCS TO, YTO Y
OOJIBHBIX C CUHAPOMOM AJIBIIOPTA MOCIE TPaHCIUIAH-
taiuu B 3-5% ciy4aeB pa3BUBAETCs IJIOMEPYIOHE]-
PHT ¢ aHTHTeNaMu K 6azansHON MeMOpane, 4to B 90%
ciy4yaeB BeJleT K MoTepe TpaHCIUIaHTaTa. JTO BO3-
MOYKHO TIOTOMY, YTO B 3/I0POBOH MOYKE UMEIOTCS ajlb-
¢a-3 — anbda-5 nenu koiutarena tumna [V, oqHa u3 xo-
TOPBIX MOXKET OTCYTCTBOBATh MPH COOTBETCTBYIOIIEM
reHeTHYEeCKOM BapuaHTe cuHapoMa Ambnopta. Ilo-
9TOMY OpPraHHW3M HAaYMHAET BOCIPUHHUMATh TAKYIO
LeNb, KaK 4y>KePOIHBI aHTUI€H, HAa KOTOPBIN BBIpa-
OarbiBatoTcst antutena [3,4,8]. Takas cutyanus He-
CKOJIBKO HallOMHHAeT cuHApoM l'ynmacuepa, mpu Ko-
TOPOM OTMEYaeTcs MaTojorus anbda-3 Uenu.

AnTu-I'BM HeppuT nocie TpaHCIIaHTALIMY Yallle
pa3BUBAETCS y MYXUYHMH C X-CLEIUIEHHBIM CUHIPOMOM
AnbriopTa, XOTS MOYKET BCTPEYAThCS U MPU JPYTHX
BapuaHTax 3a00JIeBaHHUS.

OTHOCHTENBEHO HU3KU pUCK pa3BuThs AHTU-I' BM
HedpHuTa UMEET MECTO Y:

® )KEHIIUH ¢ X-CIETUIEHHBIM CHHPOMOM AJbIOp-
Ta

* MAIMETOB, Y KOTOPBIX COXpaHseTcs, XOTs Obl ya-
cTuyHas skcnpeccus o304aS-TpUMEpOB KojulareHa
tuna IV 8 I'bM

* My’KUMH € X-CLIETUIEHHBIM BapUaHTOM CHHPO-
Ma AJBIIOPTa, Y KOTOPBIX OTCYTCTBYIOT HapylLIEHHUs
cayxa, a TIIH pa3BuBaercsa B Bo3pacte ctapuie 40
JeT.

B skcniepuMeHTe ceiuac u3y4aercs BO3SMOKHOCTb
WCIOJIb30BaHMs KJIETOYHBIX METOJIOB Teparuu (mepe-
cajika CTBOJIOBBIX KJIETOK), CTATUHOB, MHTMOMTOPOB
METaIoNpoTenHa3 1 OJOKaabl XeMOKHH-1 perenTo-
pos [4].

BoJse3nb ToHKON 0a3ajJbHOIl MeMOpaHBbI
(BTBM; «no0pokavyecTBeHHas
ceMeliHAsl reMaTypHs»)

Onpeoenenue. BTBM paccmaTpuBaercs Kak
COCTOSIHME, XapaKTepHu3ylomeecss YTOHUYeHHEM
I'BM npu 3/71eKTPOHHON MHKPOCKONHUH, KIHMHH-
YyecKH NposiBjsAI0NIeecs M30JIUPOBAHHOI rema-
TypHel, 4acTo HAO/I01al01elicsl Y YJIeHOB OTHOI
ceMbH, IPH OTCYTCTBHH 3KCTPapeHaTbHBIX MPO-
SIBJICHUIA.

Hcmopus. BTBM Oblnia BriepBbie omnucaHa MpH-
MepHo 80 JieT Ha3aJ Kak «KypaOeyibHas (Gopma re-
Mopparudeckoro Hedputay. B manpHeiiiem Oblio
MPEJCTaBIEHO MHOTO HAOIIOeHUH BPOXKIEHHOMN re-
MaTypHuH ¢ XOPOLLIUM IPOTHO30M MO/ Pa3HbIMH Ha3Ba-
HusIMH. CBSI3b peLUIUBUPYIOLIEeH J0OpOKaueCTBEHHON

reMarypun ¢ uctronuennem ['bM BrepBbie Oblia To-
kazaHa B 1973 1. ipu 37€KTPOHHOMHUKPOCKOITUYECKOM
uccliieIoBaHuu HepoOuonTaros [9].

Omuonamozenes. I'eHeTnuecKkue UCCIEIOBaAHUSL
CBUJIETENBCTBYIOT O TOM, ur0 BTBM siBnsieTcs rene-
THUUYECKU TETEPOreHHBIM 3a00JIeBaHUEM, KOTOPOE Yallle
HacJeAyeTcs [0 ayTOCOMHO-IOMUHATHOMY THITY, KOTO-
PBIi penKo HaOMIoAAeTCsl IPU CUHAPOME AJIBIOpTA.

[To xpaitneit mepe B uactu ciyudaen (40%) BTEM
MOXeT ObITh cBsizaHa ¢ myrtauusmu COL4A3/
COL4A4 reHoB, 4To MO3BOJISIET BKJIIOYUTH €€ B IPyYII-
ny 3aboneBanuii komarena tuna [V. [Ipu sTom, B OT-
JUYUe OT CUHApOMa AJbBIOpTa, B Oa3albHBIX MEMO-
paHax TIOMEpYJSPHBIX KalnuuIIpoOB, HECMOTPS Ha UX
YTOHYEHHE, UMMYHOTHUCTOXUMHUUYECKH BBISABIISETCS
HaJluKe BCeX MPUCYTCTBYIONIMX TaM OOBIYHO allb(a-
nenei kojutarena tuna 1V, B ToM uucie anbda-3 u
anbda-5 [4,9].

MHorue crneuuanicTbl CYUTAIOT, YTO aOCOIIOTHO
YETKON IpaHu MEXLy CUHJIPOMOM AJbriopTa 1 0oJies-
HBIO TOHKMX MEMOpaH B HACTOsIIIEe BPEMsi IPOBECTH
Helb3d. B npuHIKne He 04eHb MOHSTHO YK€ TO, Ioye-
MY MyTallM{d TOTO XK€ caMOro reHa, Halmpumep
COL4A3, B oguux ciay4asx NMPUBOJAAT K Pa3BUTHIO
kapTubl BTEM, B Ipyrux — ayTOCOMHBIX BAPUAHTOB
cunapoma Aunbnopra. Bo BcskoM cilydae MOMBITKH
HaWTH CBSI3b MEXJY KOHKPETHBIM THUIIOM MYyTal[U{
COOCTBETCTBYIOILIETO I'eHa ¥ PEHOTHIIOM MOKa 3aKOH-
YUJIUCh HE CIMIIKOM yrauHo. Touka 3peHus o0 ot-
CYTCTBHM HETIPEOAOIMMON TPaHUIBI MEKIY CUHAPO-
MoMm Anenopra 1 BTBM Haxoaut moaBepkaeHuE U B
pe3ysbTarax HeKOTOPBIX APYIMX MEIUKO-TeHeTHdec-
KHUX HucclieqoBanui. HanpuMmep, nauneHTsl ¢ npu3Ha-
kamu BTBM moryTt paccMarpuBaThCsl Kak FeTepO3u-
rotel, umewtue aepexktHoie renbl COL4A3 unu
COL4A4 na onHolt xpoMocome 2. B Takom cMmbiciie
OHH SIBJISTFOTCS] HOCUTEIISIMU MTOBPEXKIEHHOTO TeHa ayTo-
COMHO-PELIECCHBHOTO BapuaHTa CHHIpOMa AJbIIOpTa.
B aHanoruyHo# posii MOryT BBICTYIIATh U JKELIUHBI,
umeromue nospexneHHbiil red COL4AS u ciocoOHbIe
nepeaTh ero CBOUM MOTOMKAaM MY’KCKOTO T0JIa, Y KO-
TOPBIX B 3TOM Clly4ae Pa3BUBAETCS X-CLEIIEHHbIN
cuHapoM Anbrnopra. [Ipy 3ToM y GONBIIMHCTBA KEH-
[IMH-HOCUTENEH BRISBIsIeTCs MUKporemarypus (95%),
UCTOHUEHHE 0a3albHBIX MeMOpaH, a npuMepHo y 30%
MOXET (OPMHUPOBATHCS KIMHUKO-MOPQOIorudeckas
KapTHHA CHUHJpOMa AJBIIOPTa C MPOTrPECCUPYIOIIUM
cHkeHneM (QyHKuu nouek. [TosiBienne nocneaHero
CBSI3BIBAIOT C ()EHOMEHOM YaCTHYHOW WHAKTHBAIMH
HOpPMaJIbHOW X-XpOMOCOMBI, KOTOPBIA TAKXKE UMEET
MECTO Y JKEHIIIMH C Pa3BUTHEM KIMHUYECKOH KapTu-
Hbl Oone3uu ®abpu [7] — cM. HIke. B Takux curya-
USX B OJJHUX KJIETKaX MOYKET «paboTaThy HOpMalb-
HBI I'€H, B IPYTrUX — NOBPEKACHHBINA. JTO, HANIpUMep,
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MIPUBOJIUT K MOSABIEHNIO KAPUTHBI «MO3aWYHOM» IKCII-
peccur COOTBETCTBYIOIIMX alib(a-lenell KoareHa
tuna IV npu HMMYHOTMCTOXMMHYECKOM HCCIIE0Ba-
HUM. HakoHel, nHTEepecHbl HAOMIOEHHS 32 YWICHAMH
ceMei, B KOTOPBIX HaOI0IaeTCsl ayTOCOMHO-0MHU-
HaHTHBIA cCUHJpOM AubriopTa. JlaHHbIE NallueHTHI AB-
nsoTes rerepo3uroramMu B oTHomeHun COL4A3/
COL4A4-myTanuii u, ka3anock Obl, 32a00JIeBaHUE J0JT-
JKHO pa3BHBAThCA y BCEX HOCUTEJIEH 3TOro nedeKra.
Tem He MeHee, ObLI0 00HAPY)KEHO, YTO Y YaCTH Mpe/-
CTaBUTEJIEH TaKUX ceMeH, IeHCTBUTENBHO, (POPMHUPY-
eTCsl KITMHUKO-MOp(oJiorndeckas KapTHHA ayTOCOM-
HO-JIOMUHAHTHOTO CHHJpOMa ANbIOpTa, KOTOPBIH
0OBIYHO XapaKTepU3yeTCs TAKEIbIM TEUEHHUEM, TOT-
Jla KaKk y JpYruX KIMHUYEeCKHue U MOp(hOJIOrnvyecKue
nposiBiieHust ckopee cootHocsTesa ¢ BTBM [4].

B cBsI3u ¢ mpuUBEEHHBIMU BBIILIE CBEIECHUSIMU
MpeJUIaraloT BhIENATh «UCTUHHYI0» BTBM (Hekoro-
poie Buabsl mytanuii COL4A3/COL4A4) u cayyan
cuHzpoma Anbnopra, uMMmutupytomue bTBM (xen-
UIMHBI — HOCUTENH Ae(EKTHOrO reHa Mpu X-ClerieH-
HOM CHUHpOME AJBNOpPTa, MY>KUHUHBI U JKEHIIUHBI C
ayTOCOMHBIMU (hopMaMu 3TOro 3adoneBanusi). Teo-
peTHyecKre OCHOBBI TAKOTO pa3zesieHus, 0-BUIUMO-
My, HE BIIOJIHE 000CHOBAHBI, XOTS B HACTOSIIIIEE BPEMs
OHO MOXET MPUHECTH OTPEJICIEHHYIO MTPAKTUYECKYIO
TMOJIB3Y, XOTs1 Obl B IJ1aHe (POPMYJIMPOBKHU THArHO3a (CM.
Juaenos u ouggepenyuarvrvlii duacnos). Ha
MpaKTUKE MPHU JJIUTETbHOM HaOJIIONEHUH TUArHO3
BTBEM nHorna npuxoauThes EpecMaTpuBarh B I10JIb3Y
JIMarHo3a CUHApoMa AJbIopTa.

Pacnpocmpanennocms. BTBM, 1o BugumMomy, He
O4YeHb pejKoe 3a00JeBaHue, OCKOJIbKY €€ MPU3HAKU
MpU 3JEKTPOHHOMUKPOCKOITNYECKOM HCCIIEJOBAHUN
OuonTara MoryT BhIBIATECA B 0,8-11% ciyuaes y
MALUEHTOB C U30JMPOBAHHOM remarypueil. Tak kak
JlasieKo He Bce HepOoOUONTaThl MOJIBEPTaOTCs JIeK-
TPOHHO-MHUKPOCKOTINYECKOMY aHaJIu3y, €CTh BCE OC-
HOBaHMS I0JIaraTh, 4YTO MCTTUHHAsA yactora bTHEM
CWJIBHO HefloolieHeHa. [lo HeKOTOopbIM OlLleHKaM pac-
npoctpaneHHOCTh BTBM B nomynsiuuyu MOXKeT 10CTH-
ratb 1% u gaxe 10% (!) [4,9].

Knunuxa. Y naumeHToB oObIlYHO HabromaeTcs
M30JMpPOBaHHAs MUKpOTeMaTypus, KOTopas MOKeT
BBISIBJIATCSL B pa3HOM BO3pacTe — OT MJIa/IeHYE€CKOro
JI0 cTapyeckoro. JTo 3aboseBaHue, MO-BHIUMOMY,
Yalle BCTpeYyaeTcsl y KEHIUH, YeM y MY)KUMH, XOTS
W HE BCE MCCIIEJOBaHUS MOATBEPXKIAIOT TaKylO TEH-
neHuuto. Ilpyu aHanuse poAOCIOBHBIX OKa3bIBaeTCs,
4YTO NMPUMEPHO B JIBYX TPETSIX CllydaeB remMarypus
MOKET OBbITh OOHAPYXKEHA, 10 KpaitHel Mepe, y 0JIHO-
ro U3 POJICTBEHHUKOB. Y OCTAaBILIEHCSA TPETU MOMKHO
npeanonarath pa3BUTHE MyTallu de novo Ui OT-
CYTCTBHE TICHETPAHTHOCTH Je(hEeKTHOTrO reHa y Jpy-
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TUX 4JIEHOB ceMbH [9].

W3peaka Moryt HaOmoAaThCs 3MU30/bI MAKPO-
reMaTypuH, Yallle CBS3aHHbIEe C PECIIMPATOPHBIMHU WH-
dexnusaMu UM GU3NUECKUM MepeHarpsKeHeM.

[IpoTenHypHs UM OTCYTCTBYET MM MUHUMAJIbHA
(< 0,5 r/cyr). [Ipuuem oHa yamie BCTpedaeTes y
B3POCIBIX TMAIMEHTOB, YeM y JETEH.

Hecmotps Ha TO, UTO OTCYTCTBHE DKCTpapeHab-
HBIX NPOSIBJICHUI SIBJISETCS OJJHUM M3 YCIOBHUH BbIJIE-
nenust BTM, npu nnutensaoM HabmoneHuu y 30-35%
NAUEHTOB C JAHHOM NAaTOJIOIMeN MOXKET BBISIBIISTHCS
apTepuaibHas runeprensus. He uckioueHo, omHako,
YTO B TAKMX CITy4asiX OHA UMEET ICCEHIIUATbHYIO MPH-
poxny.

Teuenue 3a00s1€BaHUs, KaK MPABUIIO, OJIArONpH-
STHOE, XOTS MHOTJIA MOJKET HAOMIOIAThCsl MeJJIEHHOE
CHIDKEHHE QYHKIIMH TTOYEK.

Mopdghonoeus. [lpu CBETOBOW MUKPOCKOIIMH MOY-
KW OOBIYHO BBITVISJST UHTAKTHBIMH (MHOT/IA BBISIBIISI-
I0TCSI PUTPOLIUTAPHBIC IIMIMHPBI B TPOCBETE KaHAIb-
neB). UMMmyHodmoopecieHys — HeraTuBHa. DJIEKT-
POHHAsi MUKPOCKOIHMS BbIABISIET yTOHUeHue ['BM<
200 am. [Tpu Tommuue I'bM >200< 250 uM pe3ynbTa-
ThI CYMTAIOTCSI COMHUTEILHBIMHU.

Jluaenos u ougpgpepenyuanvuuiii ouaenos. lpu
JquarHoctuke cuHapoma Anenopra 1 BTBEM crenyer
IIPEKJIE BCErO0 YUUTHIBATh CEMENHBI aHamHe3. s
BBISIBJICHHS JIATEHTHBIX (DOPM I0JIE3HO XOTs ObI die-
MEHTapHOe He]pooruyeckoe o0cie0BaHUE POJI-
CTBEHHUKOB (MUKPOTEMAaTPHsl, TPOTEHUHYPHSI, COCTOSI-
Hue QyHKIUM noyek). Henb3st 3a0bIBaTh TOM, 4YTO
MOTYT HaOIIOJaThCS U CHOPaAMYECKHe CIydYau JlaH-
HBIX 3200JI€BaHHH, YTO KaK Y€ YKa3blBaJIOCh BHIIIE,
MOKET OBITh CBS3aHO KaK C OTCYTCTBHEM IEHETpPaH-
THOCTH TIOBPEXKJICHHOTO T€Ha, TaK U C pa3BUTHEM HO-
BOI MyTallUN.

Heo0xonumbl KOHCYBTaMK 0 TATBMOJIOra M OTO-
PHHOJISIPUHTOJIOT, BBITIOJIHEHUE ayTHOTPAMMBI.

B Gornee mupoxoM auddhepeHimanbHO-1MarHo CTH-
yeckoM Tuiane cuaapom Anenopta u BTBM 06braH0
NPUXOAUTCS OTIIMYATh OT APYTHUX BapUAHTOB KITy0O0Y-
KOBBIX Tematypuii: [gA Hedponarumn, noctTudeKron-
HOT'0 ITIOMePYJIOHe(ppUTa, MEOPAHO3HO-TTPOJIU(EPATHB-
HOT'O TJIOMEppYyJIoHeppHUTa U BOTYAHOYHOTO He(hpHUTA.
Takast IMarHocTHKa MPOBOAUTCS HA OCHOBE PE3yJib-
TaTOB COBPEMEHHBIX KIMHUKO-UMMYHOJIOTHYECKUX H
MOp(doIOrHYecKuX METOI0B MCCIIEIOBaHUsI ¢ 00s13a-
TEJIbHBIM UMMYHOQIIFOOPECIIEHTHBIM WJIM HIMMYHOTH-
CTOXMMHYECKUM HCClIeZIoBaHHEM He(pOOHONTATOB.
[Ipu rcnoabp30BaHUM ATOTO MOAXO/A BISBJICHUE OIH-
CaHHBIX BBIIIE TPUYHH TJIOMEPYISIPHBIX FeMaTypHid
OOBIYHO 0COOBIX TPYAHOCTEW HE TpPe/ICTaBIISET.

B HacTositiee Bpems Haubouiee JIOCTYMHBIM Me-
TOJIOM, TIO3BOJISIFOIIM HE TOJIBKO OTIMYUTH CHHAPOM
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Tabnunua 3
AnndepeHunanbHaga guarHocTmka
COMHMTEJbHbIX CJTly4aeB* cuHgpoma Anbnopra

n BTBM y B3pocnbix
CeMeliHblli aHamMHe3 OnarHo3s
Het BTBEM
Cnyyau rematypum B cembe 6e3 npu- |BTEM
3HaAKOB MPOrpeccupoBaHUs no4vey-
HOW HEeOCTAaTOYHOCTU, BbIPAXEHHOM
MPOTEVHYPUU, HAPYLUEHWIA CryXxa U
noBpexaeHni rmas
Cny4yaun rematypun/npotevHypun, |CuHgpom  AnbnopTta
NOYeYHON HeJOoCTaToO4YHOCTU, HAapy- |(ayTOCOMHO-peLeccuBs-
LUEHWI cyxa U NOBPEXAEHWNI a3 B | HbliA, ayTOCOMHO-A0MMU-
cemMmbe HaHTHbIN, CLEMNIEHHbIN C
X-XpOMOCOMOIWA)

*KnuHuyeckas kapTuHa npencraBieHa n3onmpoBaHHON MUK-
porematypuei, a npu 35eKTPOHHOMUKPOCKOMMYECKOM UCche-
noBaHUN HedpobronTaTa BbIIBASETCS TOJIbKO MCTOHYeHne NEM.

Tabnuua 4
MNMokasaTenun K IMHN4YEeCKOoro aHasausa KpoBu
6onbHOro C

Mokasarenu 09.01.04 04.02.04
lemorno6buH, r/n 150 152
OputpouunTsl, x10'2/n 4,6 4,6
Tpom6ouuTsl, x10°%/n 322 248
NeikoumnTbl, x10%/n 6,2 8,0

CO3, MM/4 2 6

MokasaTenu obLiero aHanusa Mmo4m 6onbHoro C

yecKoe uccieaoBanue HehpoOMONTaToOB AJIsl BBISBIIE-
Hus aneda-3, anbda-4 u anbda-5 uenel kommareHa
tina 1V, xenarensHo He Toasko B 'BM, HO U B 0a-
3aJbHBIX MeMOpaHax KaHajblieB 1 Karcyiae boymeHa.
[Ipu quarnocTrke X-cLenIeHHbIX BAPUAHTOB CUHPO-
Ma ANTbIIOpTa IOTIOTHUTEIbHYIO HH(POPMALIHIO MOKET
JaTh UMMYHOTHCTOXMMHUYECKOE HCCIeoBaHue OHO-
NTaTOB KOXKHK (OTCYTCTBHE IKCIIpecuH ajibda-5 menu
koutareHa tumna V).

MonekyaspHO-TeHETUYECKUI aHAIU3 CKOPEe MO-
JKET MOJATBEPJUTh HAIMYKME CUHIpoMa AJbIIOpTa WK
BTBM, uem otnuddepeHInpoBaTh UX.

K coxkanenunto, kak IMMyHOTUCTOXUMHYECKHUE, TaK
U MOJIEKYJISIPHO-T€HETUYECKUE METO/BI celuac eule
KpaiiHe MaJjio JOCTYIIHBI.

Ente oM Bomipocom siiisiercst auddpenimans-
Has JMArHOCTHKA «UCTUHHOI» BTBM u BapuaHTOB
CUHJpOMa AIbIOpTa, MPOTEKAIOLIEro Moj MacKoi
JnoOpokadecTBEHHOHN ceMeiiHoill remarypun. B Hacto-
siiee BpeMsi Ha MPaKTHKE Ha Halll B3I MOYKHO py-
KOBOJICTBOBAaTbCS CICAYIOIIMMH MOJIX0JaMU K IUd-
(epeHLnanbHOM AMarHoCTUKE CUHIPOMa AJIBIIOPTa U
BTBM B cOMHUTENBHBIX CIOy4asX y B3pOCHBIX (Ta0I.
3).

[TpoGnembl, BO3HUKAIOILIME MPH JTAarHOCTUKE CHH-

npoma Anwsnopta u bBTBM, wimtoct-
pupyer cienyroliee coOCTBEHHOE

Tabmua 5 a6 monenue.

IMamuent C., 1987 r.p., Haxoguics B

MokazaTenun 09.01.04 13.01.04 19.01.04 knunuke ¢ 08.01.2004 o 06.02.2004.

Benok, r/n 03 0.2 Her Kanoowt npu nocmynnenuu: 3nu3o-

TNelikoumTsi, n/3p. EavHWYHbIE | O-1 1 JIMYECKHE T'OJIOBOKPYIKEHM, Yalle B Be-

OpuTpoumnTsl, n/3p. EovHuyHbie | 3-4 10-15, nameHeHHble UEPHEE Bpems, Oe3 ueTKoi cBssu ¢ pusm-

LUvnuHpopbl rmanvHosble, n/3p. | Het EonHuyHble |Het qeCKOU Harpyskoﬁ. Dru3oaudecKue
nogeeMsl AJ] 10 150 MM/pT.CT., CYBeKTHB-
HO MEPEHOCHMBIE YIOBIETBOPUTEIBHO.

Tabnuua 6 P YA p

Buoxnmunyeckue nokasarenuu XapaKkTepucTukun

COCTOSIHMA PYHKLMM NoYeK y naumeHTaC

Anamnes 3abonesanusn: ¢ Bo3pacra 1 rox or-
Meuaetcss Mukporematypus (1-6 B n/3p). C 14 ner
Hapacranue remarypuu 10 40-50 spuTponToB B

[Mokasatenun

3nayennss 1/3p. [emarypus peructpupoanach y MaTepu

KOHueHTpauusa kpeaTuH1UHa B CbIBOPOTKE KPOBU, MMOJIb/N
KOHueHTpauua Mo4YeBUHbI B CbIBOPOTKE KPOBU, MMOJIb/N
KOHueHTpauusa kannsa B CbIBOPOTKE KPOBU, MMOJIb/N
KoHueHTpauua HaTpus B CbIBOPOTKE KPOBU, MMOJSIb/1
KoHueHTpaumsa obLlero kanbLumsa B CbIBOPOTKE KPOBU, MMOJIb/N
KnupeHc kpeatvHuHa, Mi/MuH/1,73 M2

CyTo4yHasa NpoTenHypus, r/cyT

CyTouHbIN anypes, n

NanueHTa, a TakKe €ro poOAHbIX CECTPhI U 6paTa.

0,09 Hapyenuii co cTOPOHBI OPraHOB 3PEHHs U CITy-
jg Xa HU Y KOTO M3 POJCTBEHHHUKOB HE PErHCTPHPO-
1’42’0 Basnch. PonHol Opar nanuenta (1984 r.p.) panee
255 obcienoBalcs B HeQPOITOTHUECKON KITMHUKE
106,02 Cankr-ITerepOyprckoro rocy1apCTBEHHOTO MeTH-
?ggﬂ.bl nuckoro yauBepcureraB 2002-m romy. [IpoBomu-

nach HEPPOOHMOINCHUS M BBICTABISAJICS JUATHO3

Anpriopta 1 BTBM ot apyroii momepysisipHO# maro-
JIOTHH, HO ¥ 0oJjiee-MeHee HanexHOo auddepeHupo-
BaTh TH COCTOSHHUS MEXIY COOOW OCTaercsi AJIeKT-
POHHOMHKPOCKOTTNYECKON UCCIIeJ0BaHNE HEPPOOHOT-
TatoB. [IpoOaemMbl BO3HMKAIOT HA PAaHHUX CTAAMSIX
CHUHZIpOMa AJBIIOPTA, KOTAA 1O JIEKTPOHHOMHUKPOC-
KOIUYECKON KapTuHe OoH He orinuuM oT bBTBM. B
TaKUX CIydasx MOXET MOMOYbh HMMYHOTHCTOXHUMHU-

«00Je3Hb TOHKMX MeMOpaH ¢ Me3aHIHaJbHOU
nposudepannein».

Jannvie uzuxanvrnozo oocnedosanusn: 6e3 0codeH-
HOCTEH.

Pe3ynomamut nadopamopuvix ucneoosanuil. Iloxaza-
T KJIMHUYECKOTO aHalli3a KPOBH M OOLIEro aHaln3a MOYH
rpezcTaBiieHbl B Ta0n.4 u 5.

buoxumuueckue nokasarenn B CbIBOPOTKE KPOBH M Xa-
PaKTepUCTUKH (DYHKIIMOHAIBHOTO COCTOSIHHS MOYEK y Ta-
[MEHTa HE OTKJIOHSUIUCh OT HOpPMBI (Tab. 6). CKopocTh Kily-
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Puc. 1. Pesynbtatbl 31€KTPOHHOMUKPOCKOMUYECKOr0 NCCneno-
BaHus HedpobuonTtTaTa nauymeHTa C.

6ouxoBoii ¢unsrpauuu (CK®) no popmyne MDRD cocra-
Buia 97,4 mu/mMun/1,73 M2 MUTOMIaan MOBEPXHOCTH Tela.

Hegpobuoncusn

Ceemosasn muxpockonus. B cpezax MO3roBOM M KOPKO-
BBl clIof ¢ unciaoM kiy6oukoB po 22. KnyGouku cpeaHux
pa3MepoB C TOHKHUMHM pa3BEPHYTHIMU METIsIMHU. B oTmens-
HBbIX KiyOoukax HaOuroJaeTcs He3HauuTelbHas oyaroBas
nponudepanus KIeTOK Me3aHTUsl U yBeJIUUeHHe Me3aHTH-
anbHOrO Marpukca. bazanbHble MeMOpaHbl KalMUISIPOB KITy-
60uKoB ToHKHE. DYKCHHODUIbHBIE OTIOKEHHUS TOJIBKO B Me-
3aHrud. J{uctpodus snuTesns KaHaJbLEeB He3HaYMTeIbHas,
3epHHCTas. B mpocBeTax KaHalblieB BCTPEYAIOTCs CBEXKHE
sputpountsl. CTpoMa TOHKasi, HaOIIOJAeTCs TONBKO MEpHU-
BacKyJsApHBIN ckiepo3. Cocynsl He n3MeHeHbl. Peakuus c
KOHTO-poT (-).

Hmmynognyopecyenmuoe ucciedoganue. B xinydboukax
U TyOYJTOMHTEPCTULMANBHOW CUCTEME TOYKH OTIOKEHUH
MMMYHOIJIOOYJTMHOB M KOMIIOHEHTOB KOMIUIEMEHTa He 00-
HapykKeHO.

Dnexmponnas mukpockonus. bazanbHble MeMOpaHBI
[JIOMEPYISIPHBIX KAMMUIIPOB TOHKHE, C POBHBIMU KOHTYpa-
MH. DJIEKTPOHHO-TUIOTHBIX JIETIO3UTOB B MeMOpaHaX He BbI-
sBIeHo (puc. 1).

3axniouenue. bone3nb TOHKUX MeMOpaH ¢ HE3HAUUTEIb-
HOW Me3aHTrMainbHOW mposndepanuei.

HMuaznos

Bone3nb ToHKMX 0azanbHBIX MEMOpaH ¢ Me3aHTHaIbHOM
nponudepanuenn. CoxpanHas QpyHKIHUS MOYEK.

B nmanHOM ciiyyae y manmeHTa U ero OnmKanimx
POICTBEHHHUKOB 10 MYXCKOH U )KEHCKOU JTMHUM OTMeE-
YEeHO HAJIMUMe reMaTypuu, y pOJHOro OpaTa rmpu Jiek-
TPOHHOMHKPOCKOTTHUECKOM HCCIICIOBAaHIH HEPPOOU-
onrrata oOHapyxeHo yroHueHue ['lbM. Tem He menee
HH Y KOTO U3 HUX, HE 3apETUCTPUPOBAHO BBIPAKEHHOM
MPOTEUHYPUH, CIy4aeB Pa3BUTHsI IOUEUHON HeaOCTa-
TOYHOCTH, ATOJIOTMU OPraHoB ciiyxa u 3peHus. Ilo-
3TOMY, HECMOTPSI Ha BBISIBJIEHHE HE3HAUUTENIBHOM Mpo-
mdepanuy Me3aHrMOLMTOB, KOTOpast SIBJISIETCS BECh-
Ma HecrneuupUUeCKUM MPU3HAKOM IOYEUHBIX
MOBPEXICHNH, ObLIIN BCE OCHOBAHUSI OCTAHOBUTHCS Ha
nuarHoze BTBM. CyliecTBeHHO, YTO reMaTypusi UMe-
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eTcsl y Matepu OOJILHOTO, y €ro POJIHBIX Oparta u cec-
Tpel. B aTOM citydae ckopee Bcero MoKHO Hpearnosa-
rate Hannuue mytaunn COL4A3 umu COL4A4 y
Marepu (CropaauyecKoil UK MoJyYeHHOH OT ee po-
JUTENeH — K COKaJIEHHIO CBEACHHUH 00 3TOM TOKOJIe-
HUU JJAHHOW CeMbH MOJIYYUTh HE YAANOCh), KOTOPYIO
OHa 110 ayTOCOMHO-/IOMUHAHTHOMY ITyTH, HauboJiee xa-
pakrepHomy miust BTBM, nepenana BceM CBOUM Jie-
TAM. AJNBTEpPHATUBOH MOXKET OBITH HOCHUTENHCTBO
ne(eKTHOTo reHa Mpy ayTOCOMHO-PELIECCUBHOM CHH-
JIpoMe AJbIOpPTa y BCEX YETHIPEX UJIEHOB CEMBHU.
OnHako, Majo BEPOSITHO, YTO TIOBPEXkKAECHHBIN I['eH OT
MaTepH Tepelien BceM ee JIeTsM. B cuimy nocienHe-
ro 00CTOSATENHCTBA MOXKHO OTBEPTHYTh (XOT$, B TPHH-
LIUIIe, HETIb3S [TOJHOCThIO UCKITIOUNTD) BAPUAHT CHH/-
poMa Anprniopra, cleruieHHbIH ¢ X-XpoMocoMmoil. Tem
Oosiee, YTO B TAKOM cilydae cleoBajo Obl OKUAATH
OoJiee TSDKENBbIX KIMHUYECKUX MPOSIBICHUH 3a00eBa-
HUsI, TI0 KpallHEel Mepe, y NpeAcTaBUTENEH JaHHOU
CEeMbH MY’KCKOIO MoJa.
OauromeranegpoHus (oJuroHeppuyecKas
AHCIJIA3Us, OJIUTOHe(pUYecKas THNONIA3MSA)

Hcmopus, onpedenenue, smuonamozenes. Onu-
romeranedponus Bepsble onvcana B 1962 roay. Onu-
romMeranepoHus SBJISETCS OJHOM 13 POPM HCTHHHOM
rurnoruia3uy noyek. Oco0eHHOCThIO JaHHOTO COCTOSI-
HUSI SIBJISIETCS YMEHBIICHHE KOJIMUecTBa HE()POHOB B
OTJIMYHU OT MPOCTOH TMMOIUIA3KH, TPU KOTOPON YHCIIO
HepoHOoB He u3mensiercs [10-12].

YMeHblIeHHe yucia HepPOHOB MPH OJIMTOMEra-
HE(PPOHUU CUMTACTCS BPOXKJIEHHBIM, a HE HACIE/-
CTBEHHBIM. EcTb pe/nonoxeHue, 470 BO MHOTOM OHO
CBSI3aHO C HApYUICHUSIMU NUTaHUsl OepeMeHHbIX. H-
TEPEeCHO, YTO He OOHapy)KeHa CBSI3b MEX]Y OJIUTO-
MeraHepoHHel U JOHOILIEHHOCThIO OEPEeMEHHOCTH,
YTO MOKET yKa3bIBaTh Ha (hopMHUpOBaHME ATOM MATO-
JIOTMH Ha JIOCTATOYHO PaHHHUX CPOKax BHYTPUYTPOO-
HOTO pa3BUTHs. B mocnenHue roapl, 0HaKo, MOSBU-
JUCh CBEJIEHMS, YKa3bIBalOUIUE Ha M€HETHYECKYIO
NPeIPacioNoKEHHOCTh K Pa3BUTHIO OJIMTOMEraHed-
pouuu. [Ipu 3tom coctosinuu oOHapyKeHa BEposT-
HOCTh MYTallMH, OoTHOCsmelcs k PAX2-pakropy
TPaHCKPUMUKHU. J{pyruM KaHIUJIATHBIM T€HOM SIBJIS-
€TCsl TeH T'enaluTapHoro HykieapHoro akropa 1-6era
(HNF1I). Tem He MeHee 3Tu jJaHHBIC TPeOyeT Jaib-
Helero noaTeepxkaeHus [13].

OnauromeranepoHusi — Kjaccuyeckas Mo-
AeJib TeMOJAMHAMMYECKOr0 MeXaHNu3Ma Mporpec-
CHPOBAHHS XPOHUYeCKOil 00J1e3HH MOYeK.

Mopgonoeus. TIouku npu 3TOM COCTOSIHUH, KaK
NpaBUJIO, MAJIBI IO pa3Mepam (Macca 00eHux MoYeK y
nerer cocranisier MeHee 20 ), OOBIYHO COCTOST U3
OJIHOM MJIM HECKOJIbKUX J10J1€i. B Kiaccuueckux ciy-
yasix momynsinus HepoHoB He mpeBbimaeT 20% ot
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HOpPMBIL. B TO ke BpeMsi KiTyOOUYKH yBEIHUCHBI B Ji1a-
METpe NIPUMEPHO B JIBa pasa, Mo MUIOLIaIH B IATh pas,
a mo oobeMy — B ABeHaaUarTh. [IpokcuManbHble Ka-
HaJIbIIBI YBEITMUCHBI ele Oouiblie. VX JyiMHa B 4eThipe
paza Goblie HOpMaJIbHOM, a8 00EM MOKET IPEBBILIATD
OOBIYHBIN B ceMHaIATh pa3. Bee 3To yacto couera-
eTcsl ¢ paclIMpeHreM FOKCTarIoMEpPYIISPHOTO armapa-
Ta, a B KaHAJIbLAX HEPEJKO OTMEYAIOTCs HEOOJIbIINE
JIMBEPTUKYIIBL. DTH U3MEHEHUs pacCMaTPHUBAIOTCS Kak
MOMNBITKA KOMIICHCAIIMH PE3KOT0 YMEHBLICHHS MACChI
(YHKIMOHUPYIOIIUX HE(YPOHOB ¥ B KOHEUHOM HTOTE
MIPUBOJIAT K PA3BUTHIO BBIPAKEHHOTO TIIOMEPYJIISIPHO-
0 CKJIEp03a, UHTEPCTUIMATIBHOTO (hUOpo3a u TyOyIIsp-
HOH arpoduu. B nmo3auux cragusx onuromeranedpo-
HUIO TI0 TUCTOJIOTMYECKOM KapTHUHE TPYIHO OTIUYHUThH
oT rioMepynoHedputa uinn nuenonedpura B daze
BBIPaYKEHHOTO cKJiepo3a. OHa Takke JOBOJIBLHO PEAKO
coueTaercs ¢ IPYrMMHU aHOMAalUsIMH MOYEBBIBOIS-
umx myteit [10].

Knunuka. B xinaccuueckoM BapHaHTE OJUTOMeE-
rane(h)poHUs, KaK MPaBUJIO, BBISIBIISETCS Y JIETEH yiKe
Ha TEePBOM-BTOPOM I0Jax >KW3HU. B 3ToM Bo3pacte
OHA MPOSIBIISIETCS TOJIMYPHUEH, OTUANTICUEH, Tuapeei,
PBOTOM, OCTpOIl Aeruaparalueil. ¥ naiueHTOB BbISB-
JsieTcsl HapyleHne peabcopOLu HOHOB HATPHSl, CHHU-
JKeHUe KITMpeHca KpeaTHHUHA, MeTaboIMuecKuii aru-
103 CO CHMPKEHHBIMU 3HAYEHUSIMU HCO; U IOBLIIIEH-
HOH CIBOPOTOYHOM KoHLIeTpanue Cl-, ymMepeHHOH, HO
HEYKJIOHHO MpOrpeccupylouield npoTenHypueH, npu
OTCYTCTBUM WJIM CKYIHBIX W3MEHEHHSIX MOYEBOTO
ocaznka. Hapymienus QyHkuunii mouex pa3BuBaloTCs B
teueHuu 10-15 ner u, BEpOSITHO, aCCOLUUPYIOTCS C
HapacTaHHeM OOILeil Macchl Tea M0 OTHOLIEHUIO K
Macce MoveK, pa3BUTHEM TIIOMEPYISIPHOTO CKIEpo3a,
aTpo(huK KaHaIbLEB U MHTEPCTUIHATIBHOTO CKIIEPO3a.
ApTepualibHasi TUIIEPTEH3HSI TOSIBISETCS B CTaUU
TepMHUHAILHON MoueyHoi HemoctaTouHoctu [10].

OpHako B mocieiHee BpeMs BCe yalle neppast
MaHU(DECTAIUS OJTMTOMETOHE(PPOHUM HAOIIOAACTCS Y
MOJPOCTKOB MJIM MOJIOABIX B3pocibIX Jrofer [14]. B
KaKOM-TO Mepe 3TO COOTBETCTBYET MHEHHUIO O BPOXK-
JICHHOM, a He HaclleICTBEHHOM XapaKTepe JaHHOHU Ma-
TOJIOTHH, XOTSl ¥ HEKTOpbIE HacJeACTBEHHbIe 3a00J1e-
BaHUs TIOUEK (Harpumep, CUHAPOM [ uTeiabMana) Toxe,
WHOT/a, BIIEPBbIE TPOSIBIISIIOTCS BO B3POCIIOM HITH JIakKe
MOXHUJIOM Bo3pacTe. B ciydasx mosaHed maHudecra-
MK OJIUTOMEraHe()pOHHUHN, KOTOPbIE MOXKHO CBSI3aTh C
OTHOCHUTEJIbHO YMEPEHHBIM YMEHbIICHHEM YHCIIa He-
(poHOB, TI0 Mepe HapacTaHusi OOIIeH MacChl Telia 1o
OTHOILICHUIO K IePUIHUTY HEPPOHOB MOXKET MPOSBUTH-
sl KITMHUKO-J1a00paTopHasi CUMIITOMATHKA.

[MpuBoaum cobcTBeHHOE HaOMIONEHME.

bonvnon M. 20 nem, CTyneHT MOCTYNIJI B KIWHUKY
3.02.2004 r. B m1aHOBOM MOPSIZIKE C )KajJ00aMu Ha Heorpese-

JICHHBIN, MEPUOJUYSCKH BO3HUKAIOIIUA TUCKOM(pOPT B IMO-
SICHUYHOW 001acTH.

U3 anamuesa 3abone6anusa uzgecmHo, 4To B BO3pacre
14-15 ner npu cnydvaiiHo# caade aHanuza mouu (mpodoc-
MoTp) BeIsiBieHa npotenHypus (1,0 1/:1). CyOBeKTHBHO Xka-
700 He MpembBsABIAN. [ MnepTeH3un, OTeKOB, TU3YPHUECKUX
paccrpoiictB He Obu10. B 2000 . npu cpade aHaiu3a MOYH
BHOBb BbIsIBJICHA TpoTeuHypus (Oonee 1,0 /1), eAuHUYHBIC
SPUTPOLHUTHI B 11/3, HE3HAYUTEbHAS JCHKOLUTYPHS U IIAITHH-
npypusi. B ToMm ke romy o0ciieoBaH CTalMoOHApHO B Hedpo-
JIOTHYECKOM OTJIEJICHWH, HO He(poOuomncusi He BBIMONHS-
nace. OOHapykeHa aHOMAalUsl Pa3BUTHA MOUYEK: YIBOECHHE
JIeBOW MOYKH MPU COXPaHHON (QyHKIMHU mouek. OOcyxman-
Csl BOTIPOC O HAJIMYMH XPOHHYECKOTO TIIOMepyJoHe(dpHTa.
IIpoxonun craunonapHoe obcnenoBanue B 2001 r., u BHOBb
MAlMeHT ¥ ero POACTBEHHMKH OTKAa3aJUCh OT MPOBEICHHUS
IuarHoctuueckoil HedpodOuoncuu. Torga ke BBIMOTHEHA
komrbtoTepHas Tomorpadust nouek (KT). O0napyxena KT-
kapTuHa Au(GQGY3HBIX N3MEHEHHH MapeHXUMBbI 00EUX MOYeK
no TNy Hedpockiaeposa. JJaHHBIX 32 00BEMHBIN Mpolecce
He MoNy4eHo. B mepuoanydecku claBaeMbIX aHaIM3aX MOYH
BBIABISIACH JTOBOJBHO CTOMKAsi MPOTEHHYPHUSI KaK MPaBHIIO
Ha ypoBHe 1,0 r/cyT. B ssHBape 2004 1. B aHaym3ax mo4n Oe-
nok 1,1-3,3 r/n, neiikountsl 0-1 B 11/3, €MHUYHBIE 3PUTPOLIH-
TBI. YpoBeHb cyTouHoit nporeunypun (CIT) cocrasmn 3,6 1/
CyT. B cBsi3u ¢ 5TMM OBUT BHOBb TOCIIMTATM3UPOBAH ISl yTOU-
HEeHHUs IMarHosa.

H3 anamnesa scuznu. Pomuncs B T. Dnucta. Hacnencrsen-
HOCTB He oTsrouieHa, Bec npu poxaenuun 3,100 kr. C 2000 r.
npoxuBaeT B Cankr-IletepOypre. YciioBus )KU3HU B JIETCTBE
xopole. B apMun He CITyXKul.

B nerctBe nmepenec xopb. B 1999 r. onepupoBan mo mo-
BOIy BapuKolene. Bo B3pociioM Bo3pacTe CTpaaal TONbKO
OPBMU. Vkazanuii Ha NMUIIEBYIO WX JEKAPCTBEHHYIO ajliep-
rHIo He Ob110. MaThb 310poBa. OO OTLIE WITK APYTUX POJICTBEH-
HUKaX CKOJIb-HUOYIb MOAPOOHBIX CBEAEHHUH MOJYyYUTHh HE
yAaJ10Ch.

[Tpu mocTyniIeHHH COCTOSIHUE YOBIETBOPUTENBHOE, CO-
3HaHUE SICHOE, HOPMOCTEHHK, pocT 187 cm, Macca Tena 73 K,
KO)KHBIE TTOKPOBBI YHCTBIE, CYCTaBbl He M3MeHeHbl. Co cTopo-
Hbl BHYTPEHHUX OPraHOB U cUCTeM 0e3 0COOEHHOCTEH.

Ananuz celeopomku Kpoeu Ha MOMEHT TOCIHTAIN3a-
1 obuuit 6ermok — 71,0 r/n (ansbymus — 56,8%, ro0yn-
Hbl — 43,2%: a-2,3%, a,-11,3%, b-15,0%, g-14.6%), kpeatu-
HuH — 0,18 MMomb/1, moueBuHa — 10,0 MMOJIB/I, MOYEBast
kucnora — 0,44 mmone/n, C-peakTHBHBIN Oellok (-), XoJecTe-
puH — 5,4 MMomb/1, TIOK03a — 4,3 MMOJIB/NI, OWITUPYOUH —
9,8 mxmonn/im, ACT — 0,48, AJIT — 0,54, Na — 141 mmons/a, K
— 5,0 mmons/n, Ca (noHu3upoBanueiii) — 1,16 MMounb/n, Fe —
10,0 MKMOJIB/II.

Ilpu sxckpemopnoii ypozpagpuu om 03.01.2001 tenn
TIOYEeK PACIIONIOXKEeHbI 0OBIYHO. BhIBeIeHHe KOHTpacTa crpasa
3aMeJJICHO C 3-i MUHYTBI, TOJOCTHAsI CUCTEMa JIEBOW MOYKH
ynBoeHa. ToHyc MOJOCTHBIX cHCTeM CHIKeH.ToHyc moue-
TOYHHKOB CHI)KeH. Pa3mepsl mouek — crpasa 10x4,5 cm, cre-
Ba —11x5 cm.

Conozpagpusn nouex om 07.12.2001: CHuxeHue noved-
HOTO MHJIEKCa CJIeBa, CHH)KEHHE MOYEYHOT0 KPOBOTOKA Clie-
Ba, YIBOCHHE YalIeYHO-JTOXAaHOUYHON CHCTEMBI CJIeBA.

IlIpo6a 3umnuuykozo: nounout nuype3 — 810 mu, nHEB-
Ho#t auype3-1000 mi1, oTHOCUTENbHAS IIIOTHOCTB Moun 1008—
1013.

O6wguit ananusz mouu: 6.02.2004. Lset — ¢/, peakuus —
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Puc. 2. YBennyeHHblli B paaMmepax TOHKOMETUCTbIA Kiyboyek
6e3 nponudepaunn 1 pacIMpeHUs Me3aHrnmanbHoOro MaTpuK-
ca (PAS-peakuus, yB. x 400).

Puc. 3. YBenuueHHbIli kinybouek ¢ TOHKUMU 6asanbHbIMU MeMO-
paHamu, 6e3 pacLUMpPeHUs Me3aHrMasibHOro MaTpPUKCa 1 KIeTou-

HOWM nponudepaunn. YMEPEHHbIA  CKNEepo3  Kancysbl
LLlymnsiHckoro-BboymeHa (cepebpeHrue no IyxoHc-Moypu, yB. x 400).

KHCITIast, OTHOCHTEIbHAs MI0THOCTE — 1010, 6enmok — 0,74 1/,
L —0-2 B11/3, Er — 0-1 B /3. O61mmit ananus moun 10.02. 2004.
LiBer — c/x, peakuusi — KUcaasi, OTHOCUTENbHAS TNIOTHOCTD —
1002, 6emox — 1,0 r/m, L — 0-1 B /3, Er — 0-1 B 11/3. O01mmiA
ananu3 moun 13.02. 2004 IlBet — c/k, peakuusi — Kucnas,
OTHOCHTEIbHAs MIOTHOCTL — 1012, 6enok — 1,04 r/n, L —0-1 B
n/3, Er — 0-1 B 11/3, eAMHUYHbIC THATWHOBbIC LIWJIUH/PHI.

Dynkyuonanvhoe ucciedosanue novex. KonueHrpa-
MU B CBIBOPOTKE KpoBH: KpeatuHuHa — 0, 18 Mmouns/1, Mo-
geBUHEI — 10,6 Mmomns/n, Kinupenc kpearnanna (Cer)-51,1
MII/MUH, cyTouHas noteps Oenka (CI1B)-2.51 r/cyt. Paccuer-
Hasi CKOPOCTh KiTyOoukoBoil ¢unmbrpannu (pCK®), omeHen-
Has comiacHo ypasHenuto MDRD, — 42,4 mu/muH.

TakuMm 00pa3oM 1Mo pe3ynbraTaM (YHIHOHAIBHOTO 00-
ClleloBaHUE MOYEK ONpeesUICh CleAyIOoLUINe HapyIeHNUs:
HayallbHas a3oTeMusi, cHmkeHne CK®, oneHeHHo# kak 1o
KIIMPEHCY KpeaTnHuHa, Tak ¥ popmyine MDRD.. Kpowme Toro,
UMeNH MecTo yMeHbleHne kiupenca Ca (0.47 Mi/MuH) H
3aKOHOMEPHOE HapacTaHHWe DKCKPETHPYEeMbIX (hpakuuu Ha-
tpus (EF,,), xnopa (EF ), neopranuueckoro pocdopa (EF,)
—1,60; 2,28; 26,96%, cooTBeTcTBeHHO. OTMEUanach BhICOKAs
CyTOYHas 3KCKpelMs aMMUaKka U MO4eBOH kucioThl. Ilo-
JOoOHBIE M3MEHEHHs] COOTBETCTBYIOT XPOHHYECKOH moved-
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Hoi Hepocrarounoctu (XITH) ITA cr. wnu xpoHnueckoit 6o-
ne3nu nouek (XbII) 3 ct.

Hegpoouoncus. Tlpu cBeToBoil MUKpockonuu (8 craH-
JAPTHBIX OKPACOK) OMpEAeNsiicsi KOPKOBBIA CIIOW C YHCIOM
KkiryboukoB 10 11, 2 U3 HUX CKIEPO3UPOBAHBI MOJHOCTBIO.
OtmeuaeTcs IByKpaTHOE yMEHbILIEHHE 4Hciia KIIyOOUKOB Ha
enuHuLy muomanu. Pasmep kiyboukoB yBenuueH B 4 pasa.
Kny0o4kn TOHKONETIHCTEI, 6€3 MPU3HAKOB KJIETOYHOH Mpo-
mudepanny U yBeJIMYeHUs] Me3aHTHallbHoro marpukca. Kan-
CYJIBl KITyOOUKOB HECKOJIBKO yTOJIIeHbl. basanbHble MemO-
paHbl KanuwuisipoB KiyOO4KoB TOHKHE. DyKCHHO(PHUIIBHBIX
OTJIOKEHHUW He orpejensiercs. B oHOM kiyOo4YKe rHaqrHO3
npuBosiuiei aprepuu. Juctpodus snuTenusl KaHAIbIEB
yMepeHHas, 3epHUcTas. Heckoabko y4yacTKOB 04aroBOro
CKJIepo3a CTPOMBI, B 30HE CKJIEpO3a MHOT'O NMEHHUCTHIX Kile-
TOK. ApTepuH cpellHero kanubpa He M3MeHeHbl. Peakuus c
Konro-Por orpunarensnas (puc. 2,3).

3aknrouenue. [10 1aHHBIM CBETOBOM MUKPOCKONHMU: JIaH-
HBIX B I0JIb3Y IVIOMepyJioHe(pHUTa HEeT, NPU3HAKY YMEPEHHO
BBIP@XEHHOH ONMMeraHe(pOHUH.

IIpu ummynopnioopecuenmnom uccneoosanuu ouo-
nmama (VCTIOJIb30BANNCh AHTUCHIBOPOTKY aHTH lg, antu 1gG,
antu IgM, antu IgA, antu Clg, antu C,) BBISBIEHO OTCYT-
CTBHE OTJIIOKEHHH MMMYHOITIOOYIMHOB B KiIyOOYKax U Ty-
0O0JIOMHTEPCTULIMAIBHON CHUCTEME.

3aknrwuenue — onuromeraneGpoHus

Knunuueckuii ouaznos: onuromeraHeppoHus, yaBoe-
HUE JIEBOW MOYKH, N30JUPOBAHHBIN MoueBoi cuHapom, XbII1
3 cr., XITH IIA ct.

Tepanusa. B nacrosiiee Bpemst cBoautces k 31T
npu passutuu TITH. ITpu Hanuuum aprepuanbHON ru-
MepTEeH3UN Ha3Ha4yaeTcsl TMIOTEeH3UBHAs Tepamusl.
[ockonbKy, Kak yKa3blBaloCh BBIILIE, OJIMTOMeraned-
POHUS SABISIETCS IPUMEPOM MPAKTUYECKHU YHUCTOTO
reMOJIMHAMUY€ECKOTO Ty TH MPOrPECCUPOBAHUS XPOHH-
4eCKOH 0OJIe3HHU MOYEeK MOXKHO OXKHAATh OIpe/IeieH-
HBIX PE3yJbTaTOB OT HA3HAUSHHUSI MaJ0OEIKOBOM JHe-
Thl, UHrHOUTOpOB AIID, 1 6rokaTopor AT 1-penento-
pos anruotensuna II. K coxanenuto cBenenuii 06
3 PEKTUBHOCTH TAKOTO JICYEHHsI IIPU OJIMromeraned-
POHHUU B HacTosIIEe BPeMs HET.
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