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. B nocrednue 2001 omnienaromen Gvicmpyie nemnst pasbumus eeHemuxu ea08exa u MeOUYUHCKOT 2eH:

" muxu: 8 nacmoawjee bpema usyuenst bosee 4 meic. HacredcmBennbix 3adosebanuil. [loas HacredcmBer
HOU namoAozuu cocmafanem 3iayumentiyio vacms 8 cmpyxmype demciott saboseBaemocmu, cmepm
cmu u uHBaruoHoCMU,: HO umeem mecmo u 8 3pesom Bospacme. Pacnpocmpanernocnts nactedcmbertv
3aboseBanuii 6o MHO20M 3aBUcym oM 2e02pahUHeCKUX NGPAMEMPO.
Leas - npobecrmu anaaus cay+aeb naciedcmbenrsix 3aboscBanuil, Bempemubuuxca 8 npaxmuuecko
pabome Bpava-namonozoaranioma 3a nocrednue 10 sem, no mamepuaram aymoncuit YavanoBcxon oba
cmuou kaunuyeckoi boasruytt (IY3 YOKB).
Mamepuarst u memodu. B npedcmabaenron pabome paccmompendt eenemuxeckue ACnexmol, pacnpe
cmpaneHHOCmy HAC1L0CTBenbIX 3aboseBaHUL, MAKPO- U MUKPOCKONUUECKAA KAPMUHbL NPOABACHUTE HL
credcmBenHol namos0zUY HA NpUMEpe AYMONCUIHBIX U BHONCUIIHBIX CAYHael decAmuienHezo nepuoc
pabomsl NAMOA020AHAM:OMUNECK020 OmOeseHUA Y AvAHOBCx0R 061acmHOT KAUHUMeCKol boasHybl. O
exmoM UCCAe00BAHUA NOCAYXUA ONEPAYUOHHBITL, OUCTICULHBIL, CeXYUOHHbIL MaAmepuar, 3abpaHHs.
y boavubex u ymepuiux 8 I'Y3 VOKB 8 2005-2015 ee. Ilocae pymunHot eucmoaozuteckoi npoBodxu u:
2omabaubarucy napagunobeiz cpessl, xomopsle OKPAUUBANUCH 2eMamoKcUAUHOM U 303urom. [TpoBede
MOphos0ZUeCKUTL AHANU3 SUCTHOA0ZUHECKUX Npenapantol 1 npomokos08 Bekpsimuii u3 apxubhvix oar
HblX namoaozoanamomudecxozo omoesenus I'V3 YOKB.
Pesysavmamot. Anarusupya wacmomy Bempeuaemocmu HaciedcnBenbix 3a604eBaHULL, MOXHO 3aKAK
uumy, umo 8 cmpyxmype 3a601e6aemocmy HAUE20 PeUOHA HACIe0CTMBeHHAR namoaoeus npedcmabaen
Becoma obuwupHbv pAdom GosesHed, 8 m.u. pedKuMU U AMUNUHHO MEKYUWUMU XPOMOCOMHbIMU. TI¢
Budumomy, 3mo 00Yc10BAEHC 3HAUUMENBHOT IMHUYECKOU pasHopodHocmbio [ToBoaxckozo pezuona u of
wepoccuiickot mendeHyuen x yBesunenuio nacredcmBernmon namosoeuu 8 obuen cmpyxknype 3abone
Baemocmu.

KarroueBvte cro8a: nacredcmbernvie 3aboseBanun, pemurncoiacmoma, onyxoss Busemca, «mpumon»-
onyxosy, boaesHs Iowe, cundpom Arvnopma.

Beenenne. Hacnencreennnie 3abonea- MHOTHE U3 HUX NPOSBISIOTCS TOJBKO I

HUA — 370 GONe3HH, MOsBREHKE K. pa3BUTHE KO-
TOPBIX CBS32HO CO CIOXKHBIMHM EapyLISHASIMU B
HacneACTBEHHOM amnapare perpomyKTHBHBIX
KIEeTOK. BO3HMKHOBEHME TakiuX HeOyrcs o0y-
CITOBJIEHO HapyIIEHMSMH B MpoLeccax XpaHe-
HUsl, pEeaTH3auWdd M [epeaayd IeHETHUYeCKOH
uHpopmauru. Hepemxo TepMuEBbl «HACTEACT-
BeHHas OO/Ie3HbY M «BpOXAEHHAs OOJE3HbY
OwMO0YHO YNOTpebsIOTCA Kak CHHOHMMBI, O[-
HAKO BPOXXIEHHBIMHM OOJIE3HAMH Ha3blBAlOT Te
3ab0meBaHus, KOTOPblE UMEIOTCS YXKe TIPH POX-
JEeHUH pebeHKa U MOTYT OBITh 00YCIIOBIEHBI KaKk
HaCJIEeCTBEHHBIMM, TaK M 3K30TCHHBIMH (haKTo-
pamu. OfHAaKO #aneko He BCE HAC/IEICTBEHHbIE
OQJIE3HH OTHOCAT K BPOSKAEHHBIM, TOCKOJBKY

pyoaa HOBOPOXXAEHHOCTH [1].
HacnenctseHHas naTtonorus co
3HAYUTENbHYIO YacTb B CTPYKTYpe HeT
HoneBaeMOCTH, CMEPTHOCTM M HWHBAI
HO MMEET MECTO M B 3pPEJIOM BO3pacTe
IIPOCTPAaHEHHOCTh HACJEACTBEHHBIX 3
HWH BO MHOTOM 3aBMCHT. OT reorpad
napameTpoB. Tak, cormacHo Huccuen
A.P. MarxkaHoBol Hac/leACTBEHHbIX
HaceneHua Bonro-Ypaisckoro peruona,
POLHOCTh 3THMYECKOrO COCTaBa OIpesn
YaCTOTY -BCTPEYAEMOCTH HACJIEACTBEHHC
norvu. Ha Ttepputopun Bonro-Ypansci
TMOHA TPOXKMUBAKOT TPENCTABUTENH Ti
BETBU aITaHCKON S3bIKOBOH ceMbH (O:
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TaTapbl, 4YyBallM), (DHHHO-YrOPCKO#  BeTBU
YPIbCKOH S3BIKOBOHM CeMbH (Mapwiiie, Mop/Ba,
YAMYPTBL, KOMH) H CIIaBSHCKOH BETBH HHJIOEBpO-
[eHCKOH SI3BIKOBOM CeMbH (pycckue). Tlostomy
3RECH BCTPEHAIOTCS MYTALMH Pa3IHIHOTO TIPOKC-
XOXJICHHA, @ MX 4YaCTOTAa H CHEKTP y GOJBHBIX
'PasHBIX STHHYECKHMX IPYMN IOBOLHO CBOCOGpas-
HBl H OTIIMYAIOTCH OT APYIHX PErHOHOB Poccrin
[3, 4]. Tlo crpane B uenom B 2015 r. komMuecTBO
- HOBODOXKIIEHHBIX C HACNe[CTBEHHON MaToNOruei
" 3apErHCTPHPOBAHO: C XPOMOCOMHBIMH 60JIe3Hs-
MU — 5-8 Ha 1000 HOBODOXXIEHHBIX, ¢ MOHOI'€H-
HBIMH 3aboneBaHiaAMH — 7—17 Ha 1000 [5].

Ieab uccnenosanus. Iposecty anamus
CITyHacs HaCENCTBEHHBIX 3a60NeBaHHii, BCTpe-
THBIIMXCA B MPAaKTHYECKOH paGoTe Bpava-
naroyoroaHaroma 3a nocneguue 10 ner, no ma-
TepHANlaM ayTONCUH Y IbSIHOBCKOH 061aCTHOM
KMHHYecKko Gonsuumsl (Y3 YOKB).

Marepuaner u metoast. O6nexTom Hece-
AOBaHHA NOCTYXXHIT ONEPaLMOHHbIN, GHOMCHIE-
HBIH, CEKUMOHHBIH MaTepua, 3abpaHHBIil Yy
bonbHeIx M ymepuux B V3 VOKE B 2005—-
2015 rr. ITocne pyTUHHOI TUCTOJIOrMYECKON
TIPOBOJIKHM M3rOTABITHBAIACH NMapadHHOBEIE Cpe-
3Bl, KOTOPBIE OKPALUHBAITUCH FEMATOKCHIUHOM M
s03uHOM. IlpoBenen mopdonoruueckuii aanus
THCTONIOTHYECKMX  MPENapaToB W MpOTOKOIOB

BCKPEITHH U3 apXHBHBIX NaHHEIX [1aTOJOOZHA-
TOMH4YecKoro ormenenus I'Y3 YOKE. Ipu
Mopdockomuu HCTIOJIE30BAHEl HCCJIEHOBATENb-
CKHH OMHOKYMAHBIA Mukpockon Carl Zeiss,
yBemudenre 100 u 400, u uudposas KaMmepa
MMC-31M-12C.

Pesynbrarer u obcy:kaenne. OmuuM u3
TSKENBIX HACIENCTBEHHBIX 3abonesanuii gBis-
CTCA omyXonb rnasa — pernHoGaacToma. Yame
BCETO pETHHOO/1acTOMa 06YCIIOBIE A reHeTHYe-
cku. Kax npasmo, Pe4b MIIET O Jenenuy yyacr-
Ka IMHHOrO rmleya omHOM w3 XPOMOCOM
13- naper ¢ nospeskaenuem rena Rbl. Cayxau,
Koraa Y poautenen, GoneBmux peruHobiac.o-
MOH, POXIAIOTCS 300pOBbIE NeTH, ECTpSYaroTCs
AOBOJIBHO penko [6].

Ipumep uz npaxmuxu. V MY>KYUHBI 67 ner
MPOBENIeHa SHYIUTeALMs Iia3a, MaTepHan Ipu-

CJIaH Ha HCClieoBaHHe C JAHAarHo30oM (TEpMHU- -
HallbHast 6OJ'ISILI13.SI riaykomay. Maxpoc;comme—'

cxtr rnasHoe s6moko 4,0x4,5 CM, pOroBula
TyCcKnas, B 00NacTH ceTryaTku c5pasopaniie

1,0x0,6 cM, na paspese TKkaHe Oiie qHO-Cceporo -

HE€Ta ¢ KpOBOMINMAHUAMH. IIpi MixpGekommu
B CeTuatke rnasa Habmopaics pocr Henudde-
PEHUHMDOBAHHOH  peTHHOGNACTOMSL, KOTOpasd
TpSICTaBNICHA MEIKHMH MOHOMODMHBIMY KieT-
Kamu C KpymHBIM sapom (puc. 1).

Puc. 1. Petunobnactoma.
Oxpacka rematokcuintom u J03HHOM, YB. x40
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Petunobracroma — 3710 omyxons merckoro
BO3pacTa: Ha ee Oomo npuxomurcs 2,5-4.5 %
CITy4aeB BCEX 371I0KAYECTBEHHBIX HOBOO6pa3oBa-
Hul y neredt 1o 15 ner. B SonbIIHHCTBE CiTyyaes
PETHHOG/IACTOMa pa3BHBaeTCs B BO3PACTE 0
5 ner, muk 3aboneBaeMOCTH IPUXOOUTCH Ha
2-3 roma [7]. B npuBeneHHOM Bbime ciyyae

OIIYXOJIb TIj1a3a AHAarHOCTHpOBaHa y MY>XYHUHBI

67 net, 4TO CBHAETENBCTBYET O HETHUIHYHOM
Pa3sBUTHH JAHHOH NaTOJIOTHM.

Hpyroii omyxonsio, nepenaroLeics no Ha-
CACACTBY, ABNAETCA OMyxonis Biumbmca. Omy-
xonb Bumemca (OB) cocrasnser NPUMEPHO
20-25 %, Bcex 3MOKAYECTBEHHBIX HOB0OGpa3o-
BaHUH yyﬂeTeﬁ, e€ 0bHapy>KHBaIOT Y HeTeit pas-
HOr0 BO3pacTa, OHAKO Halle — OT 2 mo 5 jer.
Ouenp penxo omyxons Bunsmca BCTpeuaeTcs y
B3pocabixX: Toneko y 0,9 % Bcex mamuentos c
OMYXOJIBIO MOYKH. YCTaHOB/IEHO, 4To OB chs3a-
Ha C HapylueHHeM SMOPHOreHe3a MOYKM U KITIO-
“€Basd pojib OTBEJICHA EHETHYECCKMM HapyIlIeH -
AM. 3a pasutiHe OB oTBeTCTBEHHDI HapyLIEeHUs
B HECKOMBbKUX reHax: WT1, WT2 u WT3. Ilep-
BBIM M3 HHUX ObLT MaeHTMOMUMpPOBaH B 1989 r.
red WT1. On nokanuzosan na KOPOTKOM IUI2ye
11-# xpomocomsl U oTBeuaer 3a obpazoBanue
CrietMPHUIecKiX GeKOB, yuacTByHOLIMX B pery-

JLILMH pa3sBUTUA NEPBUYHOTO HebpoHa. B 1
npoxyxtsl reHa WT1 BoicTymaloT B kaue
PEryniTopa pa3sBUTHs [I0YKH H CyIpeccopa
xosnesoro pocta. [Tomumo rena WT1, Ha xp
come 1lp upentudmumposan rew WT2, :
Xpomocome 16q — ren WT3. IIpeanonararor
pymenus 1p, 7p, 17p, 19q. Kpome Bhissien
HAapYIIEHHH B ONPENENEHHBIX TeHaX, B MOC:
HHE TONbl BaXKHas ponb B paseutuu OB o
AUTCS:. NUCPETYIIALMH (DEeTANbHBIX MHTOTEHC
TOBBILICHHIO  IKCMPECCHH TeHa HHCYIIMHC
moGHoro hakropa pocra [8] .

iIpumep u3 npaxmuxu. V xeHmuns 39
Oblna ynaneHa nouka ¢ OMyXoneBHAHBIM of
30BaHHeM. MaKpOCKOMMYECKH: T0UKa B Karic
pasmepom 8,5x6,5 cm. Kancyna Tonkas, cuu
ercs jierko. [IoBepxHOCTh MouKH KpymHOGyYT
cTas. V' Hapys>xkHOro Kpas Mmouky mog Karncys
obHapyskeH y3en pasmepom 3x4 cwM, Ha pa3s
3¢ — OJIENIHO-CepPOro 1BETa C HATMYHEM MHO)
CTBAa MeJKHX KHCT. Ha oTmenbHbIX yuacts
Y3€ CBA3aH C YalleYkaMH M JIOXaHKaMH. |
PEHXMMa TIOYKH KPaCHO-KOPHYHEBas, IPaHH)
CNI0CB pasMinuMyl. MuKpocKkomMyeckas KapTy
COOTBETCTBOBANA MeE3eHXHMATbHOH Hehpobs
cTome (ommyxons Busmca) (puc. 2).

Puc. 2. MeseHxumansnas HedpobnactoMa (omyxoms Bunbmca).
Oxpacka reMaToxcunusoM u 303UHOM, yB. x40
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Bormpeku ToMy, 4TO Ormyxo/b Buibmca pas-
BHBaeTCS MpPEHMYILIECTBEHHO y MaleHbKHX Je-
Teil, B MENMLHMHCKOM NpaKTHKe BCTPEHaoTCs
eMHUYHbIE CITy4an 3Toro 3abosieBaHus y Maum-
€HTOB, BO3PAcCT KOTOPHIX BIIMCBHIBAETCS B JWana-
30H oT 6 o 65 net [9]. YuursiBas KpaKHIOKO
PEIKOCTh 3TOM MAaTONOTHM Y B3POCIbIX MAlMeH-
TOB, HEOOXOAUMO OTMETHTb OTCYTCTBHE CHMCTE-
MaTH3HPOBaHHBIX CBENEHMH 00 OCOOGEHHOCTX
€€ KJIMHUYEeCKOT0 TEUEHHS, JIEUEHHS U TPOrHO3e
y JAHHOH KaTeropHu OOIbHbIX.

KpaiiHe penko BCTpeuarolleHcs HacliencT-
BEHHOM OMyXOJIbIO ABJISETCS KTPUTOH»-OIMyXO0b.
DTO 310KauyeCTBEHHAd OIYXOJIb 00O0JIOYeK, Ha
JOJIO KOTOpO# mpuxoautes ao 10 % scex mar-
KOTKaHHBIX capkoM. OHa MOXeT pa3BuBaThca de
NOVO WIH ITyTE€M 03JI0KaYEeCTBIEHHUS TAKHUX OITy-
XONiel, KaK IIBaHHOMA W TaHIJIMOHEBpOMa, He-
penxo accouuupyercs ¢ HeipodubpomaTozom
Pexnunrxaysena. Omyxons nmeeT AuddepeH-

«Tputon»-onyxonp  00nafgaeT  BBICOKHM
3JIOKaYECTBEHHBIM MOTEHUHAJIOM W INpEeACTaBJis-
eT coBoil KIaCCHUECKHIt npumep Mopdonorude-
CKH CJOXXHOro 00pa3oBaHMA, COYETAIOLIETO B
cebe nBa Hauyana. buonoruueckui (heHOMeH
JIaHHO#M OIYXOJH ABJSAETCS B KaKOH-TO Mepe Mo-
DENbIO i H3Yy4YeHHs MONOOHBIX OMyXOJieH.

JlaHHble OGCTOATENLCTBA 3aCTABJAIOT [0-0CO-

Puc. 3. «Tputon»-omyxons. OKpacka reMaTOKCHIMHOM M 303MHOM, YB. x40

LIMPOBKY pabIOMHOCapKOMBI ¥ MOXKET BKJIIOYATH
B cebs y4yacTku XOHﬂpOCapK.OMLI,. 0CTE0CapKo-
Mbl, a TAIOKe OIMTENHANbHBIC IKEIE3UCTHIE
cTpykTypHI [10]. S G ds

Ipumep u3 npaxmuxu. Y MyX4uHE: 45 ner
oOHapy>keHa OIyXOJb IpPaBO¥ TEMEHHOM IONH,
KOTOpas yJajieHa ONepaTHBHBIM ITyTeM. Makpo-
CKOMHMYECKasd KapTHHA: Y3el HeNpaBHIbHOH

* dopMmbl 3%3 cM ¢ GyrpuCTON MOBEPXHOCTHIO,

Benecosaro-xenroro ngera. Ha paspese TkaHs
TUIOTHasA, OJiefHO-cepas, CIOKCTasi C yd4acTKa-
MU OneaHO-KeNnToro LBera. IIpM MHKPOCKO-
MHYECKOM HCCIIENOBaHMH MOXKHO OBLIO mpen-
NOJIOKHTh ~ METACTa3HPOBAHME  OCTEOreHHON
CapKOMBI B TKaHb rojioBHoro mosra. ITociue mpo-
BEICHHs KOHCWIMYyMa BBICTaBJIEH JHarHo3
«OMyXONb MO3Ta COCTOMT M3 YYacTKOB THIIA
pabOMHOCApKOMBI M OCTEOTCHHOM CapKOMEI,
YTO MOXET MMETh MECTO INpH TPHTOHM-
ormyxom» (puc. 3). Sl

60oMy B3IISHYTb Ha 3TO 3200JIeBaHHE U SBILIIOT-
cst B&KHOM MOCBUTKOM K HX PaCCMOTPEHHIO.
Kpome omyxoneit ¢ HacaeACTBEHHOMN Npen-
PacloIOKEHHOCTRIO, B 10-meTHel upaxTuke
Hallero OTJeJEeHHA BCTPEYAINCh M Cly4ad Ha-
CNENCTBEHHBIX CHHIPOMOB, OJHUM M3 KOTOPBIX
ABJISETCS HapylleHHe oOMeHa BEIUECTB B KIET-
ke — Gonesnp Tomre. 3aboneBanue omucan” B
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1882 r. ¢panmys Oununn Wapas Dpuer Touwe.
B ocHoBe Gonesnu lowe nexur Hacnencreen-
HBIH JE€QMUNT aKTHBHOCTH depmenTa (rmroko-
nepebposrnassr), Y4acTByIoLero B nepepaborke
IponykToB B-depmenta kierounoro - MeTabo-
misma. B pesynbrate Hemoctatoumoi aKTHBHO-
CTH 3TOro depmeHTa B Maxpodarax HaxariHpa-
fOTCA  HemepepaboTaHHbe  «OTXOABIY MeTaGo-
JIM3Ma JKUPOB, KOTOPBIE PaClONAraroTey CHayana
B CeeseHke, 3aTeM B meyeny, KOCTSX, KOCTHOM
Mosre, nerkux. Bosesus Iome BCTpeyaercs ¢
HacToTok ot 1:60 000 o 1:40 000 Y npeacTasu-
TENEeH BCEX 3THOCOB; B IOy NALMK eBpeeB Arm-
KEHa3M 49acTOTa JOCTHraeT 1:450 [11].

Hpumep us npaxmuru. v MY>X4UHBI 49 ner
KIIMHUYECKH JUarHOCTHPOBaK LUMPPO3 neyeHy ¢
FenaToCIuIeHOMeranuei. OnepatuBHbIM myTem
YRaleHa CeNleseHKa, B3AT y4yacTok NeYeHH Ha
THCTOJIOTHYECKOE HCClIeqoBat e, Makpeckomnu-
HECKasy KapTHHa: cene3eHka 17,0x11,5 CM, Kar-
cyna Tonkas. Ha paspese napenxuma ceresenky
MSATK0-3/1aCTHYHas, 6renHo-euIIHeBas, OITHO-
pomdaas. Ilpu nockaGnusanuy 0OYIIKOM Hoxa

Puc.

HApyrum npumepom HaCIeACTBEHHOro cyy-
ApoMa ABJAETCH CHHAPOM Anbniopra. Cunnpom
Aspnopra (CA) npencrasnger cobo#t 3abosnepa-
HHE, BBI3BIBaEMOE MyTaimsamy p FeHax, Kogu-
PYIOLUMX paziiiunpie O-CYOBETMHMILI Konnarena
IV Tuna. Iprunnoit 3a6onepanug CITYKUT My-

cockoba He paer. Kycouek neyenyu 0,5%0,4 cr

NapeHxuMa  OJieIHO-KOpHYHEBOrO useta, [lp

MCCIIeIOBAHUU  I'MCTONIOTHYECKHX npenapartc

CCE3CHKM B KpacHOM Mynsme Mmerores HE

buneTpaTe! u nnddysHble ckomneHus KDYTIHBI
CBETIBIX KITETOK ¢ 671enH0-po3oBoil HHTOmIAS
MOH M 3KCLEHTpHYecKH pacrnonoxeHHsIM spon
Thna xnerox I'owe. Jlumponamsre donnukyns
COXPaHEHBI, CHHYCHI pacmMpensr. B MapEHXHM¢
NI€YCHH — 0YaroBas xuposas AUCTpodHUs rema-
TOLMTOB 6€3 npu3Hakop uupposa. Omnucanuas
Mopdonoruyeckas KapTHHa cooTseTcTBYET AUM-
arHo3y  «cOHHromunumo3 (bonesnr Towre)y»
(puc. 4). Bonesus Towe MOXHO IHarHOCTHpO-
BATb C MOMOIBIO MONEKYNAPHOrO aHATH3A reHa
rmoxouepe6p03una35} [12]. Onnako Takoii me-
TOA KpaiBe CIOXHBIH M AOPOroCTOALIMMH, mno-
STOMY K HeMy npuberaior s PeaKMx cyvasx,
KOrna nuarHoctuxa 3abonepanug 3aTpyqHeHa.
Hanbonee yacro AHArHO3 CTaBAT mMpH obHapy-
KEHUK Kietok [owe B myHkimy KOCTHOTrO MO3-
Ta MM yBENHYEHHOMN cenesenky IIpY NIpOBefe-
HHUH OHoncuy.

TallMd ONHOIO M3 I'eHOR: COLA4AS, COL4A4,
COL4A3. Ilpu KiIaccuyeckom Bapuanre CA My-
Taltus NMPOMCXOAMT B rene COL4AS, pacnono-
KCHHOM Ha JUIMHHOM ruTeye X-Xpomocomst
(Xq22.2), KOTOpEI# KoaMpyeT a5-nems KOJu1are- :
Ha IV Tuna. AYTOCOMHO-peLeccBHag dopma =
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cHHIpoMa AJBENopTa 00ycrOBieHa MyTaLlUei
renos COL4A3 u COL4A4, pacnonoxeHHbIX Ha
XpOMOCOME 2 M KOAMPYIOUIMX COOTBETCTBEHHO
a3- u ad-LenH KOJUTareHa 3TOro TUna. AyTocoM-
HO-nomuHaHTHas ¢opma CA cueruieHa c res-
HbM Jlokycom COL4A3-COL4A4. Pacnipoc-
- TPaHEHHOCTh 3aboyieBaHKs COCTaBIseT 1 Ha
5000 ciryuaes [13]. '
IIpumep u3 npaxmuxu. YMepumnit 601bHOM
M., 19 ner. C Bospacra 10 net coctosn Ha ydete
B JIETCKOH OOJIBHMLE C AHArHO30M «HACHENCT-
BEHHBIH HedpuT; Tyroyxocts». W3 anamuesa: y
nanm GonpHOro 6T cuHapom AnbnopTa. boss-
HOH HEOJHOKDPAaTHO JIEYWICS CTAUHOHApHO, B
NOC/IEIHIOK TOCHMHUTAIM3ALIMIO YPOBEHL MOYe-
BHHbBI COCTaBJIsT 44,6 MMONB/]I, KpeaTUHHHA —

Y nau My»xckoro nona ¢ X-cUerUIeHHBIM
AOMUHaHTHBIM BapuantoM CA 3aboneBaHue
HMEET MPOrpeccUpytollee TeYeHHE: TepMUHANb-
Has XTTH passusaercst y 50 % GONbHBIX B BO3-
pacte no 25 net [14]..ITpn neneuun wiv HOH-
cenc-mytauun COL4AS puck pasurus Tep.yn-
HansHO# XITH B BO3pacTe 10 30 net cocrarnaer
90 %. B GombIHHCTBE Cilyuaes CPOKM PasBHTHS
TepmuHanshon XIIH y manbumkoes ¢ X-cuen-
JICHHBIM JOMHHAHTHRIM BapHAHTOM CA cx0xH ¢
ApYrUMH 4JI€HAMH CEMbH MYXKCKOTO I10/1a, HTO
TI03BOIIAAET NMPOrHO3HPOBATh BPEMsI HACTYIUIEHHA
TepmuHansHoi XITTH nake 6e3 onpenenenus re-

1678 mxmons/n. B pamkax JIEYSHHUA . IPOBOMIK--
JIACh CeaHCBl reMopuanmsa. Ilo pe3yn5'ra7£arvi'
BCKPBITHS — [I0YKH THIOTUIA3HpOBAHHEL OBmas
macca nodek 100 r, nesas — 40 T, npasas — 60 r,
Kalcyna CHIach C TPYJOM, TOBEPXHOCTE MOYEK
MenkosepHucTas. Ha paspese mapemxuma ame-
MHYHAad, MHPaMHAKH TEMHO-CHHIOIIHEIE, KOPKO-
BBI CJIOM MCTOHYEH, IPaHMUBEI MEXIy CIOSMH
yeTkue. JIoxaHkH He pacIUMpeHBl, MOYETOYHHUKH
AnametpoM 0,4 cm, mpoxoxumst. IIpu MUKpocko-
MHYECKOM HCCIIENOBAHUM MOYeK — KIIyOOYKH ¢
YTONILEHHOH (QUOPO3HON Kamncysoi, B HEKOTO-
PLIX KarCyja 3apallleHa, ¢ o4aramH TuM(QOru-
CTHOLMTApHOH UHQWILTPALMK, MepeXosiieli B
o4aroBelit Gpubpos u atpoduro. Cocymsl — ¢ Gub-
PO30OM CTEHKH H ee romorenusauueit (puc. 5). -

Puc. 5. Tlouxu npu cuxapome Ansrnopra. Okpacka FeMaTOKCHIHHOM K 303WHOM, YB. x40

'

HOTHIIA, YTO ¥ HaOMOJaNoCh B NPUBEAECHHOM

BbILIE CiTydae [15]. i
3aknroyenne. B nocnéqﬂne-‘ roapl OoTMeya-

IOTC GBICTpBbIE TEMIThI PA3BUTHS T'EHETHKH de-

| JIOBEKa M MEAMLMHCKOM reHETUKM: B HACTOSLIES

BpeMs M3yHeHbl Goniee 4 ThHIC. HACIIENCTBEHHAIX
s3aboneBanii. OTO OGBACHISTCS MHOTHMHU IIDH-

' HHHaMH H IIpEeXOe BCEro pe;’-KPIM YBEIIHYCHHL-

€M JIOJTM HAaCJICACTBEHHOH NAaTOJIOHU B CTPYK-
Type 3a00NeBAEMOCTH M CMEPTHOCTH Hacene-
HUS. AHAIU3HPYS 4YaCTOTY BCTPEYaEMOCTH Ha-
CIEACTBEHHBIX 3aboNneBaHMit O pe3ynbTaTaM
10-neTHe TpakTHKM  NATONOTrOZHATOMMYEC-
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YabsroBcxuit MenmKo-Groorraeckmit xypHar. !

KOro OTAeNeHus! YbSIHOBCKOHM OONACTHOM KiU- My Gomesnsamu. IMo-Bummmomy, 3T0
HUYECKOH 6OIIBHHU,bl, MOXHO 3&KJIHO4YHUTh, HTO JIEHO 3HAYUTENBHOH STHHYEeCKOH I
B CTPYKType 3a00J1€BacMOCTH HAIIero perioHa Hocthio IloBOIDKCKOTO permona u

HaCNeACTBEHHAas  MaTOJOrMsi  NpeaCTaBleHa CHHCKOH TEHIEHIUMEH K YBEIHYEHHIO

BECbMa OOIIMPHEIM PsI0OM 3a60/MeBaHHH, B T.4. BEHHOH MaTOJIOrUK B 06Iuel CTPYKTYp
PEOKHMMH M aTHNHYHO TEKYLIMMH XPOMOCOMHBI-  BaeMOCTH.
JIaTepaTypa
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HEREDITARY DISEASES IN THE PRACTICE OF A PATHOLOGIST
V.N. Gerasimov, Ya.S. Yakovleva, R.V. Ureneva
Ulyanovsk Regional Hospital, Ulyanovsk, Russia
e-mail: yakovyana@yandex.ru

Recent years have observed rapid rates of development in human genetics and medical genetics: more
than 4,000 hereditary diseases have been studied. Hereditary pathology contributes much to child morbid-
ity, mortality and disability, but it can also be found in adulthood. Geographical parameters greatly influ-
ence the prevalence of hereditary diseases.

The objective of the study is to analyze hereditary diseases in the practice of a pathologist during the last
10-year period, analyzing the autopsies of Ulyanovsk Regional Clinical Hospital. ‘

Materials and Methods. In this study we examined genetic aspects, prevalence of hereditary diseases,
macro and microscopic pictures of hereditary disease manifestations. We used ten-year autopsy and biop-



