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IIpuBoaMTCS KIMHUYECKOE HADIIO/IEHHE CeMbH, B KOTOPOIi Y MATH YJIEHOB ceMbH (4 2KeHIuHbI 1 1 My2>KunHa) ObLiIa BbISIBJIEHA HOBASI
mucceHc-mytanus c. 3098G>A, p.(1033D) B rene o5-uenu kosuiarena IV tuma (COL4AS), oTBeTcTBEHHOTO 32 pa3suTHe X-CIen-
JieHnoi (opmbl cunapoma Asbniopra. Ilpu 3TOM y BeeX 4eThIpeX HOCHTEIBLHHUIL OTMEYEHO MOpaXKeHHe NMoYeK ¢ PAHHEro BO3pacTa
(¢ 3 aer): ycyryoJasiomeecs ¢ BO3pacTOM CHHKEHHE CKOPOCTH KIy0OYKOBO# (huiibTpanuu 10 78 MJji/MUH, IPOTEUHYPUs 10 2 T/CyT,
aprepuajbHAsi TUIEPTEH3Us M JUIATANMS a0PThI (HA yPOBHE KOJIbIIa, CHHYCOB M BOCXOIsmei aopThl). ONMH MYKYMHA B JAHHOM
cembe ymep B 33 roga ot novyeuHoii Henocraroynoct (JIHK-auarsocTika He nposeaeHa). Y BTOpPOro My»K4YuHbI 26 JieT ¢ YCTAHOB-
JIEHHOW MyTanuei B KJIMHHYECKON KAPTHHE — MPOTEHHYpus 10 2,5 r/a, nepcuctupyionmas remarypus 1o 100 sapurpounToB B nose
3peHusl, CHIZKeHHe CKOPOCTH KiIy00uKoBoii huabrpanuu 10 50 Mi1/MUH, HEHPOCEHCOPHAS TYTOYXOCTh M CepAeYHO-COCYAUCTbIE AaHO-
MaJIiK (AMJIATANKS JIEBOT0 XKeJIyI04Ka, JNIATANKS KOJIbIa, CHHYCOB H BOCXO/IAIENH A0PThI, A0PTAIbHAS PEryPruTamus 2-i cTenenu,
CTa0MJIbHAS APTEPUAJILHAS THIIEPTEH3MS).

Karoueewte caosa: demu, cunopom Anenopma, npomeunypus, eemamypus, cKopocms Kay00uKo08oil guibmpayuu, cepoe4Ho-cocyou-
Cmble HapYuleHus, aopma, apmepuanbHasa eunepmeH3usl.

The paper describes a clinical case of a family, in which its 5 members (4 women and 1 man) were found to have the new missence
mutation c. 3098G>A, p.(1033D) in the gene encoding the 5-chain of type IV collagen (COL4AS5) responsible for the development
of X-linked Alport syndrome. At the same time, all the four female carriers were observed to have had kidney injury since infancy (at
the age of 3 years), an age progressive glomerular filtration rate reduction to 78 ml/min; proteinuria up to 2 g/day; hypertension, and
aortic dilatation (at the level of the ring, sinuses, and ascending aorta). In this family, one man aged 33 years had died from renal fail-
ure (DNA diagnosis was not made). The second 26-year-old man with the documented mutation in the clinical picture had proteinuria
up to 2.5 g/1, persistent hematuria up to 100 red blood cells in the field of vision; a glomerular filtration rate decrease to 50 ml/min;
sensorineural deafness, and cardiovascular abnormalities (dilatation of the left ventricle, ring, sinuses, and ascending aorta; aortic
regurgitation, 2 cm; and stable hypertension).

Key words: children, Alport syndrome, proteinuria, hematuria, glomerular filtration rate, cardiovascular disorders, aorta, hypertension.

CI/IHZ[DOM AJbriopta — HaCJIEICTBEHHBIM HePUT,
KOTOpBINA B 85% cilyyaeB SIBISIETCS DPE3yJBTaTOM
myTtauuu reHa COL4A5 B xpomocome Xq22.3 (X-cuer-
JieHHoe Hacnenosanue) [1]. TIpoayKT reHa — o -liernb
kosutareHa IV tuma — mpejacTaBlieH B TJIOMEpPYJISIpHOM
bazanbHON MemOpaHe. HempaBunbHoe ero dopmu-
poBaHWEe BCIEACTBME MYTAllMA BBI3BIBAET CTPYKTYp-
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HbIe aHOMAJIUM MeMOpaHbl, TIPUBOIS K TTOCTEITEHHOMY
Pa3BUTHIO XPOHWYECKON IMOYEYHOU HEIOCTATOYHOCTHU
Ha BTOPOM—TpeThell neKaae Xu3Hu OoiabHOTO. Pac-
MPOCTPAaHEHHOCTh CUHIpOMa AJbIIOpTa KoJebyeTcs
B 3aBUCUMOCTU OT M3y4aeMOW MOMYISIINN, COCTaBIISIS
ot 1 ciyyas Ha 5000 yenosek B mtate FOta (CLLIA) no 1
caydas Ha 53 000 HaceneHusa B @uHastHANY [2].

KnuHuyeckast KapTuHa CUHAPOMa AJTBITOPTA BKITIO-
YaeT: MEePCUCTUPYIONIYI0O MUKPOTeMaTypHUIO ¢ BO3MOX-
HBIMU 3TH30JaMU  MaKpOoreMaTypu#, MPOTEUHYPUIO.
YacTto BCTpeyalOIMMUCST CUMITOMAMU  SIBJISIIOTCSI
aHOMaJIMU 3pEeHUsl, cIyXa, a TaKXe apTepuajbHas TH-
MepTeH3MnsI. AHOMAaJIMM TJIa3 BO3HMKAIOT BCIIEACTBUE
OTCYTCTBMSI KoJyimareHa IV Tuma B poroBulie, Karcyle
xpycranuka u cetuarke [3]. [lryxota nmpu cuHapome AJib-
TTOPTa UMEET CEHCOHEBPAIBHBIN XapaKTep W 00yCIOBIe-
Ha CTPYKTYPHBIMM JedeKTaMu 6a3albHON MeMOpaHBI
KJIETOK YJIUTKHU [4].

K HacTosiieMy BpeMeHM ONMMCAaHbl COTHU MATOTeH-
HbIX MyTaluii B reHe COL4AS5, npuBOSIINX K pa3BUTUIO
KJIMHUYECKNX MPOSIBIICHUN 3aboneBaHus [5]. AHanu3
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FpoaHoea 0.C. u coasm. FeHI[CprIC 0COOEHHOCTH KITMHUIECKUX HpOHBJ'[CHHI)’I 1 TIOPaKEHUS CCpl[C‘{HO—COCyI[I/ICTOI;I CHUCTEMHEL...

KJIMHUKO-TEHETUUECKUX KOPPEISALUid Mpu X-CUerIeH-
HOM CHUHApOMe AJIbIIOPTa BBHISIBUJI 3aBUCUMOCTDH CIIEK-
Tpa GEeHOTUITMIECKUX BapHalliii CHHIPOMA OT XapaKTe-
pa MyTaluu, MPUCYTCTBYIOIIEH Y TTallMeHTA.

VYuyuTteiBas MUPOKUM TOIMMOPOU3M TIPOSIBICHUIA,
MOJICKYJISIPHO-TeHETUYeCKass NTMarHOCTUKa 3aboJieBa-
HUS C ONpenesieHueM MYTalluyd TeHa TPeICTaBIISICTCS
PYTMHHO HEOOXOAWMOIi, TTOCKOJBbKY OHa TIO3BOJISIET
MOATBEPANTh JMArHO3, CIPOTHO3MPOBATh XapaKTep
U TSKECTh TeYeHUST CUHApOMa AJTBITIOpTa Y KOHKPETHO-
ro TalyeHTa W MPOBECTU MEIUKO-TeHETUYeCKOoe KOH-
CYJBTUPOBaHMS. B CBS3M ¢ 9TMM aKTyaJbHBIM BOIIPOCOM
sIBJIsieTCsl co3nanue obemupoBoit 6a3bl JIHK-gaHHBIX
y OOJIBHBIX C CUHAPOMOM AJbIiopTta. Takasi paboTa ceii-
yac aKTUBHO BeaeTcs [6] M TO3BOJISIET PEeIINTh MHOTHE
BOIIPOCHI, CBSI3aHHBIE C MOBBIIIEHUEM 3()(HEKTUBHOCTH
TeHETUYECKOM KOHCYJIbTAllUM OOJBHBIX, BBISIBICHUEM
KJIMHUKO-TEHETUUECKUX KOPPEISLINi, W Jaxe OrpaHu-
YUTH MPOBeAeHNE OMOTICUYM TTOYEUYHOM TKaHU i MO -
TBEPKACHUS AMArHO3a Yy ONpeIeJeHHBIX TPYITI Taiu-
eHToB. TakuM o06pa3oM, ONMCaHWe HOBBIX MYTaIWii
1 HOBBIX (DeHOTUTTMUECKNX BAPUAHTOB CUHIpOMA AJTb-
MopTa MPeICTaBISIETCST KpaiiHe BaXKHBIM.

CepaeyHo-cocyauncTbie HapyLueHUs Npyu CMHApoMe
Anbnopta

Cyl1iecTByeT MHOXECTBO TeHETUIECKUX CUHIPOMOB,
MpoTeKallux ¢ o0pa3oBaHMEM aHEBPU3M apTepuid
U aopThl (caMbIil M3BECTHBIM — cUHApoM MapdaHa).
B mocnegHue ronbsl B MUPOBOM MEIMIIMHCKON JTUTEpa-
Type TOSIBUJIUCH TIEpBBIE ONMMCAHUS Pa3BUTHS apTepu-
aJIbHOM MaTOJIOTMU B BHIE aHEBPU3M aOpTHI U TUCCEK-
IIMX aOpThl Y MYXYMH ¢ CUHApoMOM AjbrnopTa [7—9].
Ho no Hacrosiiiero BpeMeH! 3TU peKue KIMHUYeCKue
HaXOJKN paccMaTpUBAJIKUCh KaK COIMYTCTBYIOLIME Hapy-
LIeHUSI, @ He KaK TPOSIBJICHNUSI OCHOBHOTO 3a00JIeBaHUS.
OpnHako Osarogapsi 0600IIeHHBIM mmyonukamusam [10],
MMOSIBUJICSI MHTEPEC K TSKEIBIM SKU3HEYTPOXKAIOIINM
MOpakeHUsIM aOPThl TIPU CUHIAPOME AJIBIIOPTA. DTOMY
BO MHOTOM CTIOCOOCTBOBaJIM pabOTHI IO U3YYEHUIO pac-
npenejsieHus KoyutareHa IV Tuma B TKaHSIX opraHu3ma.
BrickazaHo mpenmnosioXeHue, YTo aHOMaJuu CTPOEHUS
0~ U o -TIeMneil KojulareHa IV tuna moryt nmpuBOAUTH
K HecTaOMJIbHOCTM KOJUIareHOBOTO KapKaca aopThl.
BropuyHasi To OTHOIIEHUIO K XPOHUYECKOMY TTOpaxke-
HUIO TIOYEK CHUCTEeMHas apTepuajibHasi TUIIepTEH3MS,
XapakTepHasi Jisi OOJIbHBIX C CUHIPOMOM AJIbITOPTA,
TakxXe sBasieTcsl (akTOpoM, TPOBOLIMPYIOLIUM pas-
BUTHE aHEBPU3M aopThl y MOJIOABIX TamueHToB [11].
Takum o6pa3om, HECMOTpPSI Ha TIPOCIEKUBAIOIITYIOCS ac-
COILIMAIAI0 MEXAY CUHAPOMOM AJIBITOPTA U TTIOPAXKEHU-
€M aopTHI ¥ BO3MOXKHO APYTUX apTePUid, TTOJTHOTO TTOHU -
MaHUs 3TOW B3aMMOCBSI3U B HACTOSIIIIEE BPEMSI HET.

HesicHo Bpemsi neGloTa COCYIMCTBIX HapylIeHWIA.
[IpeamnonoxurenbHO yXe B JETCKOM BO3pacTe MOXHO
BBISIBUTH TEpPBbIe MPU3HAKW AWJIATAIIAA AOPThI Y 3THUX
oonpHBIX [12]. Illupokoe BHempeHme B 0OCIemOBaHUE

GOJIBHBIX C CHHAPOMOM AJIbITIOPTa MATHUTHO-PE30HAHC-
HoOii TOMOrpaduu (MM KOMITbIOTEpHO ToMorpaduu
a0PTBI ¢ KOHTPACTUPOBAHWEM), a TAKXKe DXOKaparorpa-
(GUYecKUil CKPUHUHT JUIST BCeX MALMEHTOB TTO3BOJUIN
Obl 3HAYUTETHLHO MPOSICHUTL CUTYallMio, HO B HACTOSI-
Imee BpeMsI HACTPOSHHOCTHM Bpadell Ha MOmoOHBIE 00-
clieIOBaHMST Y OOJbHBIX C TaHHOM HO30JI0THE HET.

Lenbio nccienoBaHus OBIIO BBISIBICHWE TEHIEPHBIX
0COOEHHOCTE! KIMHUYECKUX TPOSIBICHUN W TTOpaxke-
HUS CepACYHO-COCYIUCTOM CHCTEMBI MpU X-CLEeTIeH-
HOM BapuaHTe CUHApOMa AJIbIIOPTA B CEMbE C YCTAHOB-
JIeHHOW MucceHc-MyTalueit rena COL4AS.

Xapaktepuctuka geten u MeTopbl UccnenoBaHnUs

IIpuBeneHO KIMHWYECKOEe HAOMIOAEHWE CEMbU
C.-TI., B KOTOpOIl UMeETCsST eCTh OOJBHBIX C CUHIPO-
MoM AubIiopTa. AHaaU3 POIOCIOBHON (CM. PUCYHOK)
MO3BOJISIET TMPEATNOIOXNUTh X-CLUETUIEHHBI BapuaHT
HaciemoBaHus. Y TIATH YJEHOB CEMbU OBLT OCYIIe-
creieH JIHK-ananu3 Ha BbIsIBIeHUE MyTalldii B TeHE
COL4A5 B xpomocome Xq22.3. MccrenoBaHue mpoBe-
meHo Ha turatgopme lon Torrent ¢ mcrmonb3oBaHMEHn
TeHHOW TIaHeJIW, TTOKPBIBAIOIIE KOAUPYIOIINE SK30HBI
M CMEXHbIE Yy4aCTKU MHTPOHOB TeHOB COL4A3, COL4A4
u COL4A5, pazpaboTtaHHol 1o TexHoiaorun AmpliSeq™.

Jna  obciaemoBaHWsT OOJNBHBIX OBITM  MCITOTb30Ba-
Hbl KIMHMKO-aHAMHECTUYECKUIi, J1abopaTOpHbIe METO-
Ibl (001U M OMOXMMWYECKUIT aHaIu3 KpOBM, OOIIUiA
¥ OMOXMMUYECKUI aHaJIN3 MOYM), PACCYMTHIBAIACH CKO-
pocThb KIyOouKoBo# (uubTpaiiuu o ¢dopmysie [Bapiia;
MalMEeHThl TTPOKOHCYJIBTUPOBAHBI OKYJIMCTOM M OTOJIA-
pUHTOJIOTOM-CypaioJioroM. BceM OOJIBHBIM TIPOBEIEHBI:
ajeKTpoKapanorpadus, IOTIep-3XoKapanorpaduaeckoe
uccaenoBaHue Ha annapate Toshiba Artida, cyTouHbli MO-
HUTOPUHT apTepHabHOTO AaBJeHUs (armapaTbl (hUpMbI
General electric u anmaparbsl «Bocxon» ¢upmbr «IMC-
TepenoBbie TEXHOJIIOTUN» ), VIBTPa3BYKOBOE NCCIIEIOBAHNE
nouek Ha anmnapare Toshiba Aplio500. HopMatuBHbIe 110-
KazaTesld pa3MepoB aOpThl U JIEBOTO KETyI0YKa BbIYMC-

1 2
1L, L, 11T, TV, TV, E CuHpoM AJTbIIOpTa (BBISIBJICHA MYTAIIVS)
II, |:| Cunnpom Anbriopta (JAHK-ananu3 He mposeneH)

Pucynok. Ponocnosnas cembu C.-I1.
¢ X-CIleIIeHHbIM CHHIPOMOM AJTbIOPTA.
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Jstich corsacHo gaHHbBIM C. Kampmann u coast. [13],
A. Warren u coaBr. [14], M. Gautier u coaBr. [15], a Takkxe
COMTACHO HOPMATUBHBIM PEKOMEHIALSIM AMEPUKAHCKO-
ro o01ecTBa 1o 3xokapauorpaduu [16].

PesynbTaThbl M 06CyXaeHne

V narepbix 4WIeHOB ceMbM Oblia BBISIBJIEHA HOBas,
paHee He omnucaHHas MucceHc-myTauus c. 3098G>A
(p.1033D) B rene ag-tienu Kosutarena IV tuna (COL4AS),
OTBETCTBEHHOTO 3a pa3BUTHUE X-CLEIJIEHHONH (HOPMBbI
Oosie3Hu. B kiMHUUYecKOW KapTUHE y MAllMeHTOB OTME-
Yajauch CeIyIIIe U3MEHEeHUs (CepaeuHO-COCYIUCThIe
HapylIeHUsT OyIyT MpeACTaBICHBI HIXE).

VY 6osbHOrO MYKCKOTO Mosia (¢cM. pucyHok, II): pan-
Hee Havasio 3a0oJeBaHusl, JIeTaJbHBIA ucxod B 33 roma
OT JIEKOMIEHCUPOBAHHOI XPOHUYECKOU TMOYEUHON He-
JIOCTATOYHOCTU 10 BO3MOXHOCTHU MPOBEACHUS MOJEKY-
JIIPHO-TEHETUYECKON MMAarHOCTUKU M 0 TpaHCIUIaHTa-
1IMY TIOYKU. BhIsIBISIIAch HEMpOCEHCOPHAsl TYTOyXOCTb,
aHoMaJIuii 3peHust He Obu1o. O HATUYMK apTepUabHOMN
TUNEPTEH3UU U aHOMAIUI CEPAeYHO-COCYIUCTON CHUCTE-
MbI CBEJIEHU I HET.

bosbHO# Myxkckoro mona (cM. pucyHok, II1,), Bo3-
pact 26 neT: Havayo 3a0oyieBaHUSI B paHHEM BO3pacTe,
nepcuctupymoiias rematypus 10 100 a3puTpoiuTos B 1M
MOYH, MPOTEUHYPUS 10 2,5 T/J, CKOPOCTh KIIyOOUKOBOI
unsrparumn 50 MJI/MUH, HEMPOCEHCOPHAsT TYTOYXOCTb,
AHOMAJIUA 3pEHUS HET.

bosbHas xeHckoro nosa (cM. pucyHok, II,), Bos-
pact 63 Toma: BpeMs nebroTa 3a00ieBaHNUSI HEU3BECTHO,
nepcuctupymoiias remarypust 1o 100 a3p/mi, mpoTeuH-
ypusi 10 2 T/7, CKOPOCTb KJIyOOUYKOBOW (pUIbTpaiuu
78 mn MmuH. He BbIsSIBJIEHO HapyILIEHUI CTyxa U 3peHus.

bosbHas xeHckoro mona (cM. pucyHok, III), Bo3-
pact 29 yer: paHHee Havajo 3aboneBaHus (B 3 roma),
nepcuctupymoiias remarypust 1o 100 a3p/mi, TpoTeuH-
ypust 1o 2,0 1/71, CKOpOCTh KJIYOOUKOBOU (pUabTpaiuu
82 mui/mMuH. HelipoceHCOpHOI TYTrOyxXoCTH U HapylIeHU i
3pPEHUSI HE BBISBJICHO.

OPUINHAJIbHBIE CTATbU HE®POJIOrnNs

bosibHast xeHcKoro moma (cM. pUcyHOK, IV)), Bo3-
pacT 5 JyieT: 1e0roT 3a001eBaHMs Ha TIEPBOM TO/Y XXU3HH,
nepcuctupyoomas remarypusi 1o 280 3p/mi, TIpOTEeUH-
ypust 1o 0,1 r/1, CKOpocTh KIIyOOUKOBO# (hUIBTpaIiiu
88 MJ1/MUH.

bosbHas xeHcKoro moma (cM. pucyHok, IV,), Bo3-
pact 3 roga: ned1oT 3a00eBaHUS Ha MEPBOM Oy KU3-
HU, TiepcucTupyloias rematypus no 380 ap/mi, ripoTe-
unypust 10 0,3 1/71, CKOPOCTh KITyOOUKOBOU (DUIbTpaliuu
107 mu1/MuH.

Y Bcex 00IbHBIX WIEHOB CEMbU 3KEHCKOTO T10J1a C JIeT-
CKOTO BO3pacTa OTMEYeHbI: MUKPOTEMATYpHsI, TTPOTEUH-
ypusi W BMU30ABI MaKporeMatypuu. Makporematypust
B OCHOBHOM OBLTa acCOLIMMpPOBaHa IO BPeMEHU C WH-
TePKYPPEHTHBIMA WHGEKIUIMU (BEPXHUX IbIXaTeTbHbBIX
nyteii). [eMaTypusi xapakTepu3oBajiach paHHUM J€010-
TOM — Ha TIepBOM roay ku3Hu. [IpoTenHypus B JaHHOI
CeMbe TaKKe uMmesa AeOloT ropas3no 6osiee paHHUH, yeM
ornuckiBaeTcs B uteparype [17], — He B TOAPOCTKOBOM
repuoje, a B paHHEM JeTCKOM BO3pacTe.

IMokazaTenb TaIOMepYISIpHON (PUIBTPAIIUU OBIT HU3-
KUM Yy OOJTBHOTO MYXCKOTO TIoJla — CKOPOCTh KITy0Od-
KoBoit ¢unsrpauuu 50 mu/mMuH. Bce, kpome omHO¥
6GOJIBHOM JKEHCKOTO TT0J1a, TAKXKe JeMOHCTPUPOBATIU CHU-
JKEHNE CKOPOCTH KJTyOOUKOBOM (hUJIBTpALUM: Y KEHIIIM -
HBI 63 JIeT oHa cocTaBwia 78 MiI/MUH, y 29-TIeTHE XKeH-
IUHBI — 82 MJI/MUH, Y 5-JIeTHEe# 1eBOYKU — 88 MJI/MUH
(HopMaTuBHBII oKazaresb — 6osiee 90 ma/mMuH). Camast
MJIaIIasi IeBovykKa 3 JIeT MMella HOPMaJIbHBINM TToKa3a-
TeJib CKOPOCTM KJIyOOuKoBO#l ¢dwisrpauuu — 107 mi/
muH. [TpoTenHypust y 6071bHBIX XEHCKOTO TT0J1a MPOorpec-
cUpoBajia C BO3pacTOM: y 00euX B3pOCIHbIX KEHIIUMH (29
u 63 5ieT) oHa mocturiaa 2,0 /7.

Y 060ux OOJIbHBIX MY>KUMH ObLT paHHUI 1E0I0T TTopa-
JKEHMS TTOYeK ¢ (DOPMUPOBAHMEM XPOHUYECKON Moveu-
HOI1 HejocTaTouHOCTU. B 000MX ciydasix Obliia BhIsIBJIEHA
HelpoCceHCOpHast TYTOYXOCTb.

Hu y koro mu3 4jeHOB ceMbM C MyTallMeil TeHa
COL4AS5 He 6bUIO BBISIBJIEHO HApYIIEHUI opraHa 3peHMsl.

Tabauya. Dxokapanorpadudeckue napametpsl y npeactasuresneii cembn C.-I1. (cM. pucyHOK) ¢ X-CIIeIUIeHHBIM CHHAPOMOM AJTBIIOPTA

BosbHbIe (1M01), BO3pacT

G I’(x), 63roma  11I%(x), 29 et 11I3(m), 26 et IV'(k), Sner  IV2(x), 3 rona
IT1o1ans MOBEPXHOCTH TeJIA, M2 1,80 1,59 1,89 0,81 0,71
JuameTp aopThl (YpOBEHb KJlamaHa), cM/Z-score™ 2,8/3,29 2,4/2,46 3,1/3,6 1,8/3.23 1,8/3.51
JnameTp aopThl (YyPOBEHb CUHYCOB), CM/Z-score* 4,1/3,99 3,0/1,71 3,85/2,98 1,9/-0,15 2,0/0,932
JrameTp BOCXOsIIIEel aopThl, cM/Z-score* 3,85/5,27 2,46/1,19 3,17/2,72 15,2/-0.14 15,6/0,76
)Eg:;;:{;‘gﬁ‘\f/c;"?c‘gﬁﬁ“"“ JIMAMETD JICBOTO 5,48/0,88 5,1/1,20 6,3/1,75 3,8/0,111  3,5/-0,115
AopTanbHast HeIOCTaTOYHOCTD (CTETIEHb) 2(+) 1(+) 2(+) 0—1(+) 0—1(+)
CucteMHasi apTepuaibHasi TUTIePTeH3UST + - + + +

Ipumenanue. * — HopMaTuBHbBIE 3HaUCHUST Ts1 Z-score: oT -1,65 10 1,65 (KUpHBIM MIPUGTOM BbIIEICHBI 3HAYEHUST, BHIXOISIIUE 3a TTPEACIIbI

HOPMAaTHUBHBIX).
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FpoaHoea 0.C. u coasm. FeHI[CprIC 0COOEHHOCTH KITMHUIECKUX HpOHBJ'[CHHI)’I 1 TIOPaKEHUS CCpl[C‘{HO—COCyI[HCTOﬁ CHUCTEMHEL...

MapdaHornonoOHbIi (peHOTUN y mpencTaBuTeNeit gaH-
HOI CEMBU HE TIPOCIIEXKUBAJICS.

MopaxeHue cepae4HO-COCYANUCTON CUCTEMDI

CneKTp BbISIBAEHHBIX CEPAEYHO-COCYIUCThIX aHOMA-
JIMA BKJIIOYAQJI aCUMIITOMATUYECKYyl0 AWIATALMIO KOJb-
11a KJlaraHa aopThl, CUHYCOB BasibcaibBbl U BOCXO.SI-
el aopThl; AOPTAIbHYIO HENOCTATOYHOCTb OT JIETKOM
JI0 CpellHeil CTereHU BbIPAXXEHHOCTU U CUCTEMHYIO ap-
TepUaibHYylO0 rurnepTeH3uto. CucrtemMHasi apTepuaibHas
TUINEepTeH3Usl OOHApYXKeHa Y BCeX MallMeHTOB, KPOME O/~
HOTO: 29-7IeTHSISI XKEHIIIMHA IEMOHCTPUPOBaAIa HOPMasb-
HbIE M0Ka3aTe] CyTOUHOTO MOHUTOPUHTA apTepUuaTbHO-
TO MaBJIeHWs. Y TallMeHTa MYXXCKOTO TIojia U 63-JieTHe i
>KEHILMHBI BbISIBIEHA CTaOWJIbHASI apTepuasibHasl TUIep-
TEH3UsI, KOTOpasi BIIEPBbIe OblJIa Y HUX TMarHOCTUPOBaHa
Ha BTOpO#1 iekazie Xu3HU. B HacTosiee Bpemst o6a mosty-
YaloT Tepanuio UHIMOUTOPOM aHTUOTEH3UHIIPEBpaIAlO-
mero epmeHTa U 3-610KaTOPOM C HEMOJHBIM TepareB-
THYeCKUM 3P HeKTOM.

Junaraiuio KoJjiblla aopTajbHOTO KJjarnaHa WMeu
BCe MAATh MPEACTaBUTENEil CeMbU C BBISIBIEHHOW MyTa-
ueit. Y B3pocibiX 60JbHBIX 26, 29 1 63 neT OblTa TakK-
ke oOHapykeHa AusaTalusl aOpThl HA YPOBHE CUHYCOB
BanbcanbBel. Y marmeHTKH 63 JeT My MYyXKIWMHBI 26
JIET BBISIBJISUIACh €llle M AuiaTalldsl BOCXOJsIeil aop-
Thl (cM. Tabauily). ¥ 3TOro nauueHTa BbISIBIEHO PEMO-
JleJIMpOBaHWE MMUOKapaa JIeBOrO KeJaylouyka Mo TUIMy
nuiaraiuyd 0e3 CHUXEHUSI CUCTOJMYecKOl (yHKUIUU
MHOKapJa (BO3MOXHO CBSI3aHHOE C aopTajbHON pe-
ryprurtaiueii). AoptajbHasi HEIOCTATOYHOCTb CpEeaHel
crenieHu 2(+) OblyIa AMaTHOCTHPOBAHA y TTAIIMEHTA MYX-
CKOTO TI0JTa U 'y OoJbHOM 63 JjieT. AopTajbHasi HeJoCTa-
TOYHOCTb JIETKOI cTereHu a0 1(+) — y ocTalibHbIX TpeX
00JIbHBIX XXEHCKOTO T0JIa.

3aknovyeHune

B nmocnegnue ronsl B MUPOBOI MEAUILIMHCKOM JINTE -
patype IUCKYTUPYETCSl KOHIEIIUSI IUPOKOTO (heHOo-
TUTINYECKOTO CIIeKTpa MPOSIBICHUM HacJeICTBEHHBIX
3a00yieBaHMii, B TOM 4McJie cuHApoMma Ajbiopra [18].
AKTHBHOE IMOBCEMECTHOE BHEIApeHHE METOIO0B MOJIE-
KYJISIDPHO-TEHETUYECKON JAMarHOCTUKM HACJEJICTBEH-
HBIX 3a00JIeBaHWII C BBIIBJICHMEM B paMKax OIHON
HO30JIOTUH JECSATKOB MJIM COTEH pa3JINYHBLIX MAaTOTEH-
HBIX, YCJOBHO-TIATOTEHHBIX M HEMaTOTeHHBIX MyTa-
1M1, B TOM YKCJIe Y POJACTBEHHUKOB 0€3 KIMHUYECKOM
CUMIITOMATUKM 3a00JieBaHUSsI, MOAIEPXKUBACT JAHHYIO
JNIUCKYCCHIO.

VY manmeHToB ¢ CMHAPOMOM AJbIIOpTa (PeHOTUTTYE-
CKME TIPOSIBJIEHUsI BapbUMPYIOT OT KJIACCMYECKUX (hopMm,
XapaKTEepU3YIOIINXCSI PaHHUM pa3BUTHEM XPOHMYECKOMN
MOYEYHOM HEJOCTaTOYHOCTH, aHOMAJIMSIMU 3pCHUS
U clyxa, 10 «HeKJIacCUYeCcKux» (hopM C HETOJIHON KIIM-
HUYECKON CUMITOMATUKOW M CYOKJIMHMYECKUX (hopM
3a00JieBaHMS. BOJbIIoe YMCIO0 TeHETUYEeCKU TTOATBEP-
KIEHHBIX ciydaeB X-CLETUIEeHHO#W (opMbl CHHApOMaA

AJTBITOpTa TIO3BOJIIET OCO3HATh BapWaOEIbHOCTh €ro
KJIMHUYECKOM KapTUHBI.

B HacTosII11e# cTaThe MBI XOTEJIU Pa3BUTh MILIO O TOM,
YTO aHOMAJUW COCAWHMUTEIbHON TKAHW, BBISBISIEMbIC
B CEpIAEYHO-COCYIMCTON CUCTeMe y OOJIbHBIX C CHH-
JIPOMOM AJTIBITIOPTa, MOTYT BXOOWUTb B YHUCJIO CHUMIITO-
MOB 3a0o0JieBaHUs, a He TIPEICTaBIATh COIYTCTBYIOIINE
M3MEHEeHUs, KaK 3TO MpeArnoyarajoch panee. Mx mpu-
YUHOM SABISIETCSI KOMOMHALIMSI apTepUabHBIX aHOMa-
JIWA, BBI3BAHHBIX TEHETUYECKHU IETePMMHUPOBAHHBIMU
CTPYKTYPHBIMUM U3MEHEHUSIMM KOJITareHa, U BTOPUIHBIX
ocioxxHeHnit. Hamu mokasaHo, 4ToO HapylIeHUsT BbISB-
JITIOTCS Y OOJIBHBIX KaK MY>KCKOTO, TaK U 3KEHCKOTO 1oJjia
yXe B paHHeM Bo3pacTe. B OCHOBHOM OHU TPOTEKalOT
cyOKIMHMYeCKU. OMHAKO y B3POCJbIX OOJBHBIX MYXK-
CKOTO TI0JIa B JIUTEepaType OMMCAHO MHOXKECTBO CTydacB
KJIMHWYECKN 3HAYMMBIX MIPOSBICHUI B BHUIE AUCCEKIIUNA
aoptsl |7, 8, 10, 11]. Bce 3TO TOBOPUT O TOM, UTO TTpOOIIE-
Ma CYIIIEeCTBYET M HYyXXIaeTcs B JajbHEUIIeM W3y4eHUM.
HeobGxonumo Gosbilie MHGOPMALIMA O PaHHUX CTaaUsIX
M3MEHEHUsI aopThl Y OOJbHBIX X-CLEMJIeHHOW (hopMoit
cuHapoma AnbriopTa. bosee mmpokoe BHeaApeHNE B KITU-
HUYECKYI0 TIPAaKTMKY PYTMHHOTO 3XOKapauorpacdude-
CKOTO CKPMHUWHTA COCTOSTHUST AOPThI Y OOJBbHBIX TTOMOT-
JIO OBl MPOJIUTH CBET Ha AaHHYIO Mpobaemy. [TanreHtam
C BBISIBJICHHBIMU M3MEHEHUSIMU U MIOA03peHNEM Ha aHe-
BPU3MBbI a0PThI WX apTepuit (0COOEHHO MYKCKOTO 10J1a)
HEOOXOIMMO TIPOBEIeHNEe KOMIThIOTEPHOI TOMOTrpadun
A0PTHI C KOHTPACTUPOBAHUEM.

B nanHoit cembe oOpaiiaet Ha ceOs BHUMaHUE HalM-
ype KIMHUYECKON CUMIITOMATUKHU 3a00JIeBaHUS Y KeH-
IIMH, HECMOTPSI Ha X-CUEIUIEHHBI XapaKTep Hacjeao-
BaHUs CUHAPOMA: Y BCEX YEThIpEX TPeICTaBUTETHHUILL
JKEHCKOTO TI0jJla OTMEUEHO paHHee TopakeHHe IouYeK
C HapylIeHWeM CKOPOCTU KJIyOOUKOBOW (UIBTpallUu,
MPOTEMHYPUEN, apTEPUATILHOU TUIIEpTEH3UENH W pas-
BUTHEM IWJIAaTalliy aopThl C Bo3pacToM. KIMHUYEeCKMX
XaJI06 OOJIbHBIE KEHCKOTO TT0JTa He TIPEIbSIBIISUTH (32 MC-
KJTIOYeHUEM Xajio0 Ha TIOBBIIIEHUE apTepuaITbHOTO daB-
JieHus y 63-yeTHelt XeHIHbBI). HUKTO He 3HaT 00 ap-
TEPUATBHON TUTIEPTEH3UN MJIM U3MEHEHMIX B aHAIU3ax
MOYM y IeBOYEK 3 M 5 JIET A0 TeX MOop, TOKa Y MYKUMHBI
W3 JTaHHOW CeMbUM He ObLT IMarHOCTUPOBAH CUHIPOM
AnbriopTa. 29-JeTHSISI KeHIIMHA He TIpUIaBajia 3HaYeHUsI
M3MEHEHUSM B PYTMHHBIX aHaJM3aX MOYM 10 TeHeThYe-
CKOTO MOATBEPKACHUS IMarHo3a B CEMbE.

[pencraBieHHOe KIMHUYECKOE HAONMIOMEHUE TaKXKe
3aCTaBIISIET 3aAyMAThCST O TPABUJIBHOCTY BKITIOUEHUS Ma-
Tepeii-HocuTeNelr X-CIeTUIEeHHOTO CUHIpoMa AJbIIopTa
B CITMCOK TePBOOYEPEIHBIX KaHAMAATOB Ha JTOHOPCTBO
MOYKHU JIJIs CBOMX JIETEH, MOCKOJIbKY Y HUX CAMUX MOXKET
pa3BUBATLCS KIMHWYECKAass CUMIITOMATHUKA CUHAPOMA
AnbriopTa, ycyryossitoiasicsi ¢ Bo3pacToM. DTO COBMa-
naet ¢ MHeHueM J. Savige u coaBt. [17], KoTopbie Takxke
COBETYIOT TIIATELHO O0CTIEenOBaTh XKEHIIUH-IOHOPOB
B CEMbSIX C CHHIPOMOM AJIBITOPTA Ha TIPEAMET HATUIMS
CKPBITBIX MPOSIBIICHU 3a00JIeBaHUSI.
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