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B nocaednue 20061 ommeuaromcs bvicmpble memnsi pasbumus eenemuxy weaofexa u MeOULUHCKOT 2eHe-
muxu: 6 nacmosujee Bpema usyuensl bosee 4 moic. HacreOcmBennvix 3aboreBanuii. Joaa naciredcmBen-
HOTL NAMoA0UL COCTABASeI 3HAUUMEAbHYI0 Yachty 8 cmpykniype demckotl 3aboeBaeMoci, cMepiHo-
cmu u unBasuonocmu, Ho umeem mecmo u 6 spesom Bospacme. Pacnpocmpanennocms HaciedcmbenHblx
3a004e6anutl 6o MHo20M 3aBucum om 2eoepapureckux napamempos.

Leav - npoBecu anaius cayuaed nacaedcmBennvix 3abosebanuii, Bcmpemubuiuxca 6 npakmuueckon
pabome Bpaua-namosoeoanamoma 3a nocaedrue 10 sem, no mamepuaram aymoncuii YavanoBcxon 0baa-
cmuott kaunuueckoti boavHuybt (I'Y3 YOKB).

Mamepuasvi u memodsl. B npedcmabaennoil pabome paccmompensl eeHemudeckue acnekmnivl, pacnpo-
CPAHEHHOCHTb HACAeOCTBeHHbIX 3a004eBaHUtl, MAKPO- U MUKPOCKONUYECKAA KAPMUHbL NPpoABAeHUTl Ha-
caedcmbennon namoAoeuy Ha npuMepe aymoncuilHvix 1 OUONCUTIHBIX cAyHaed decamuienneeo nepuooa
pabonisL NAMoA020aHAMOMUHECK020 OmoeseHUs YV AbAHOBCKOl 00aacmHOl KauHudeckotl boabHulbl. O0s-
eKTmoM  UCCACO0BANIS NOCAYNKUA ONEPAYUOHHDIL, OUONCUUHBIL, CeKUUOHHBIL MAmepuas, 3a0panmblil
y boavHbix u ymepuwux 6 I'V3 YOKB 6 2005-2015 ee. Ilocse pymumnotl eucmosoeuteckoil npoBooku us-
eomabaubanicy napagpunoBuie cpesvi, KOMopble OKpAMUBAIUCy eeMAMOKCUAUHOM U 303uHoM. TIpoBeden
MOphoA0UMECKUTI AHAAU3 2UCITIOAORUYECKUX Npenapamo u nponokoao 6ckpuimuii us apxubHbix 0aH-
HbLx namosozoanamomuueckozo omoesenus I'V3 YOKB.

Pesyavmamui. Anarusupya uacmonty Bempenaemocmu Haciedcmbenmvix 3aboebanuil, MOXKHO 3aKAI0-
uums, umo 8 cmpykmype 3aboseBaemocmuy Hauieeo peeuoHa HacieocmBennan namosoeus npedcmabiena
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Becoma oOwupHbIM pAdom DoaesHed, 6 m.u. peOKUMU U AMUNUYHO MeKYuWuMu XpomocomHuimu. Ilo-
Budumomy, 3mo 00YcA061eHO 3HAUUMEALHOU SMHUYecKol pasHopooHocmbio T1oBoaxckoeo peetoHa u 00-
ujepoccutickoti meHoeHyuen K yBeauvenuro naciedcmbenHoil namoaoeuu 6 obujei cmpyknype 3aboe-

Baemocmu.

KaroueBuie caoBa: nacaedcmbennvie 3a604eBanuis, pemunobaacnoma, onyxoas Buivmcea, «mpumon»-

onyxoas, bosesms Loute, cunopom Asvnopma.

BBenenue. HacnenctBennele 3a0oJseBa-
HUSL — 3TO OOJIC3HHU, MOSIBJICHUE U PA3BUTHE KO-
TOPBIX CBSI3aHO CO CIIOXKHBIMU HApYIICHUSIMHU B
HACJEAICTBEHHOM afmapare pPernpoayKTUBHBIX
KJICTOK. BO3HUKHOBCHHME TaKUX HEAYroB 00Yy-
CJIOBIIGHO HAapyIICHUSMH B TPOLECCaX XpaHe-
HUS, pealn3aliid U Tepelayd TeHeTHUYEeCKOU
uHpopmaruu. Hepeaxko TepMHHBI «HACIEACT-
BEHHasi O0OJIE3Hb» M «BPOXKICHHAS OOJIC3HBY
OIIMOOYHO YMOTPEOJIAIOTCS KaK CUHOHUMBI, OJI-
HAKO BPOXIEHHBIMH OOJE3HSAMH HAa3bIBAIOT TE
3a005eBaHus, KOTOPhIE UMEIOTCS YXKE MPU POXK-
JIeHNH peOeHKa M MOTYT OBITh 00YCIIOBIIEHBI KaK
HACJIEZICTBEHHBIMH, TaK M DK30T€HHBIMH (DAKTO-
pamu. OHAaKO JaJIeKO HE BCE HACIEIACTBEHHBIE
00JIE3HN OTHOCAT K BPOXKIEHHBIM, ITOCKOJBKY
MHOTHE U3 HHUX IPOSBISIOTCS TOJBKO MOCHE Ie-
pHOia HOBOPOXKIIEHHOCTH [1].

HacnenctBeHHass maToNOrusi COCTaBIISAET
3HAUUTENBHYIO YacTh B CTPYKType IETCKOM 3a-
00JeBaeMOCTH, CMEPTHOCTH W WHBAJHIHOCTH,
HO UMEET MECTO M B 3pejoM Bo3pacte [2]. Pac-
MPOCTPAaHEHHOCTh HACJIEJCTBEHHBIX 3aboieBa-
HUI BO MHOTOM 3aBHCHUT OT TeorpadpuuecKux
napameTpoB. Tak, COIJacHO UCCIEIOBAHUSAM
A.P. MarxaHoBOW HacCJIEICTBEHHBIX MYTallui
HacesieHus1 Bosro-Ypajibckoro peruosa, HeoaHO-
POJHOCTh ATHHYECKOTO COCTABA ONPENEIAECT U
YacTOTY BCTPEYAEMOCTH HACJIEICTBEHHOW maTo-
norud. Ha Tteppuropun Bosro-Ypanbckoro pe-
THOHA TIPOJKUBAIOT TMPEICTABUTEIN TIOPKCKOM
BETBU aNTalCKOW S3BIKOBOW ceMbU (OallIKuphl,
TaTapbl, 4YyBaliu), (UHHO-yrOPCKOW  BETBU
YpanbCKOH A3BIKOBOI CeMbH (MapWHIIBI, MOPABA,
YAMYPTHI, KOMH) U CJIaBSTHCKOW BETBH WHIOCBPO-
TIEHCKOM S3BIKOBOM ceMbU (pycckme). IloaTomy
3MIECh BCTPEUAIOTCS MyTAIlUX PA3IMIHOTO TIPOMC-
XOXKICHHS, a UX YacTOTa WU CIIEKTP Y OOJBHBIX
Pa3HBIX dTHUYECKUX TPYIIIT JTOBOJIHLHO CBOEOOpa3-
HBl U OTJIMYAIOTCS OT NPYTHX peruoHoB Poccum
[3, 4]. ITo crpane B nenoMm B 2015 r. Komu4ecTBO
HOBOPOXKJICHHBIX C HACJIEICTBEHHON MATOJOTHEH
3apErUCTPUPOBAHO: C XPOMOCOMHBIMU OOJIC3HS-

MU — 5-8 Ha 1000 HOBOPOKAECHHBIX, C MOHOT'CH-
HbIMH 3a00JeBanusIMu — 7—17 Ha 1000 [5].

Heapr wuccaenoBanusi. IlpoBectu aHanus
CIly4aeB HACIIEJICTBEHHBIX 3a00JieBaHUH, BCTpe-
TUBIIMXCS B MNPAKTUYECKONH pabore Bpaua-
rmaTojoroaHaroMa 3a mnociaenaue 10 ner, mo Ma-
TepUaiaM ayTONCHi YIbSIHOBCKOU 00JIaCcTHOM
kiuHnueckor conpauIE! (I'Y3 YOKB).

Matepuansl u MeToabl. OOBEKTOM HCcie-
JOBaHMsI MOCTYXWJI OIEPAlMOHHBINA, OWOICHIA-
HBIA, CEKIMOHHBIA MaTepuan, 3a0paHHBIA Yy
6onbubpix U ymepummx B ['Y3 YOKbB B 2005—
2015 rr. Ilocne pyTHHHOH THUCTONOTHYECKOU
MIPOBOJIKM M3TOTABJIMBAINCH MapauHOBBIE Cpe-
3bl, KOTOPBIE OKPAIIUBAIUCH T€MaTOKCUIMHOM U
s03uHOM. [IpoBeneH mMopdonorunueckuii aHamu3
TUCTOJIOTUYECKUX TMPENapaToB H IPOTOKOJIOB
BCKPBITUH M3 apXUBHBIX JaHHBIX ITaTOJIOTOAHA-
tomuueckoro otnaenenus 1'Y3 VYOKB. Ilpu
MOP(HOCKONUN HUCTOIB30BAHBI HCCIIEIOBATEINb-
CKHMii OWMHOKYIJISApHBIM Mukpockon Carl Zeiss,
yBemmuenne 100 m 400, u 1mudpoBas kamepa
MMC-31M-12C.

PesyabTathl U o0cyxaeHue. OmHuUM wu3
TSDKENTBIX HAcJIeJICTBEHHBIX 3a00JIeBaHUM SIBIIA-
eTCsl OITyXOJIb TJla3a — peTnHoOnactoma. Yamre
BCET0 PEeTHHOOJIacTOMa 00YCIOBIICHA TeHETHYIC-
cku. Kak mpaBuio, peusb WAeT o AeJelnd y4dacT-
Ka JUIMHHOTO TUIe4a OJHOH U3 XPOMOCOM
13-t mapsl ¢ moBpexaeaneM rera Rbl. Cioydan,
KOTJa y poauTenel, OOJEeBIIMX pPEeTHHOOJIACTO-
MO, pOXKIArOTCS 3J0OPOBHIE JETH, BCTPEUAIOTCS
JIOBOJILHO penko [6].

IHpumep u3 npakmuku. Y My>X4uHbl 67 et
MPOBEZCHAa JHYKIJICAus Tja3a, mMarepuaig HpH-
CTaH Ha WCCIIEZIOBAaHUE C JIWArHO30M «TEPMH-
HalbHas Oomsmias riaykoma». MakpocKomude-
cku: TriasHoe s6moko 4,0x4,5 cMm, poroBuia
TyCKJiasg, B OOJACTH CeT4YaTKH OOpa3oBaHWE
1,0x0,6 cMm, Ha pa3pe3e TKaHb OJIEIHO-CEPOTO
[BETa C KPOBOM3NUSIHUAMH. [Ipn MuKpockomnuu
B ceTyaTKe rnaza Habiromancs poct Heaudde-
PEHLIMPOBAaHHOW  PETHHOONIACTOMBI,  KOTOpas
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MPEJCTaBJICHA MEJIKUMH MOHOMOP(HBIMH KJIET-

KaMH ¢ KpyIHBIM siipoM (puc. 1).

Puc. 1. Perunobnactoma.
Oxkpacka reMaTOKCUIIMHOM H 303UHOM, YB. x40

PernnoOnactoMa — 3TO OMyXO0Jb AETCKOTO
BO3pacTa: Ha ee Joito npuxomurca 2,5-4,5 %
CIIy4aeB BCEX 3JI0KAYEeCTBEHHBIX HOBOOOpa30Ba-
HUHl y netelt 1o 15 net. B GonpmmMHCTBE citydaeB
peTuHOOIIacCTOMa pa3BUBAETCs B BO3pacTe M0
5 ner, muk 3a00J€BaEMOCTH NPUXOAUTCS Ha
2-3 roxa [7]. B mpuBeneHHOM BEHINIE Ciy4yae
OIyXOJb TJ1a3a JWAarHOCTHPOBAaHA y MYKUMHBI
67 5er, 4TO CBHUIAETENBCTBYET O HETUIIUYHOM
pa3BUTHU JaHHOH MATOJOTHH.

pyroil omyxonbo, mepefaromnieica no Ha-
CIIEICTBY, SBISETCA OMyXoib Bummbmca. Omy-
xonb Bumbemca (OB) cocraBisser mnpuMepHO
20-25 % Bcex 370KauYeCTBEHHBIX HOBOOOPa30-
BaHUH y Aerell, e€ oOHapyKHUBAIOT y AETeH paz-
HOTO BO3pacTa, OAHAKO Halle — OoT 2 10 5 JerT.
OueHpb penko onmyxoib BumbMmca BcTpedaercs y
B3pocibIX: Tonbko y 0,9 % Bcex manMeHToB ¢
OITyXOJIbIO TTOYKU. Y CTaHOBJEHO, 9To OB cBs3a-
Ha ¢ HapyLIeHHeM 3MOPHUOreHe3a MOYKH U KIIo-
4yeBas pojib OTBEIEHA T€HETUYECKUM HapyIICHH-
sM. 3a pa3Butiie OB OTBETCTBEHHBI HAPYIICHUS
B Heckombkux rerax: WT1, WT2 u WT3. Ilep-
BBIM W3 HUX ObUT maeHTH(uIupoBaH B 1989 .
red WT1. OH nokann3oBaH Ha KOPOTKOM ILIeYe
11-#1 xpomMocoMBI M OTBeYaeT 3a OOpa3oBaHHE
cnerpuaecKux OENKOB, YIaCTBYIOIINUX B PEry-

JSIMW Pa3BUTHS EPBUYHOTO HeppoHa. B HOpMe
npoaykTsl TeHa WT1 BeIcTymaloT B KayecTBe
perynsTopa pa3BUTHS MIOYKU U CyNpeccopa OIly-
xoneBoro pocta. [Tomumo rena WT1, Ha xpomo-
come 1lp mpentuduumposan ren WT2, a Ha
xpomocome 16q — ren WT3. IIpennonarator Ha-
pymenus 1p, 7p, 17p, 19q. Kpome BBISIBICHHBIX
HapyIIeHUH B ONpeACICHHBIX T'€Hax, B MOCIel-
HHUE TOABI BaKHas poib B pa3Butuud OB oTBO-
JUTCSL AUCPETYIALUN (PeTalbHBIX MUTOT€HOB —
MOBBILICHUIO JKCIPECCHU TI'eHa WHCYJIUHOIO-
nobHoro akropa pocta [8] .

Ipumep u3z npaxmuxu. Y *KeHIIUHBI 39 €T
Obula yZaajieHa TO0YKa C OMYXOJIEBUAHBIM 0Opa-
30BaHMEM. MaKpOCKOIIMYECKH: TTOYKa B KalcyJie
pa3mepoM 8,5%6,5 cm. Kamncyna ToHkas, cHUMa-
ercs jerko. IloBepxHOCTh MOYKH KpynHOOYyTpu-
cTasg. Y Hapy>KHOrO Kpasl MOYKH MOJ KarlCyJoh
oOHapyXeH y3en pazmepoMm 3x4 cMm, Ha paspe-
3e — OJIeJHO-CEepOro IBeTa C HAJIMYMEM MHOXe-
CTBa MEJNKHX KHCT. Ha OTIOenpHBIX ydacTKax
y3€Jl CBS3aH C 4YauleykaMHu M JoxaHkamu. Ila-
PEHXUMa TOYKH KPAaCHO-KOPUYHEBAsl, I'PAHULIbI
CJIOEB Pa3In4UMbl. MUKPOCKONNYECKasi KapTHHA
COOTBETCTBOBaJla ME3CHXHUMAaIIbHOW HedpoOma-
ctome (omyxois Bunbmca) (puc. 2).
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Puc. 2. Me3enxumanbHas HedpobacToma (omyxoib BuibMmca).
Oxpacka reMaTOKCUIIMHOM U 303MHOM, YB. x40

Bomnpeku Tomy, uto omyxoibr Bunbmca pas-
BHBAaeTCsA NMPEUMYIIECTBEHHO y MaJleHbKHX Ie-
Tel, B MEOUIMHCKOW MPAaKTUKE BCTPEYAIOTCS
eIMHUYHBIE Cy4au 3TOro 3aboyieBaHHs y Nalu-
€HTOB, BO3PACT KOTOPHIX BIUCHIBACTCS B JUara-
30H oT 6 no 65 ner [9]. YuurbiBasg KpailHIOO
PEAKOCTb 3TOH MATOJOTUH Y B3POCIBIX MallUEeH-
TOB, HEOOXOAMMO OTMETHTH OTCYTCTBHUE CHCTE-
MaTH3UPOBAHHBIX CBEICHHH 00 0COOEHHOCTSAX
ee KJIMHUYECKOro TeYCHUs, JIEUCHUS U MPOTHO3E
y JaHHOM KaTerOpuH OONbHBIX.

Kpaitne peaxo BcTpeuaromieiics HaclenCT-
BEHHOH OIYXOJIBIO SIBISETCS] «TPUTOH»-OIyXOJIb.
OTO 3710KauyecTBEHHasl OMyXojb 000J0YeK, Ha
Joir0 koropor nmpuxoautest 1o 10 % Bcex msr-
KOTKaHHBIX capkoM. OHa MOXeT pa3BUBaThcs de
NOVO WJIM ITyTe€M 03JI0KAYECTBJICHHUS TAaKUX OIIy-
XOJIeH, KaK IIBaHHOMA W TaHTJIMOHEBPOMA, He-
peako accouuupyercs ¢ Helipopudbpomarozom
Pexmmarxayzena. Omyxons umeer nuddeper-

LUPOBKY pabIoMHOCAPKOMBI H MOKET BKIIIOYATh
B ce0sl y4acTKH XOHJIPOCAPKOMBI, OCTEOCAPKO-
MBI, a TaKXe OJIUTEINAIbHbIE KEIe3UCThIe
CTpyKTypHI [10].

Ipumep uz npakmuku. Y My>X4uHbl 45 net
oOHapy’KeHa OITyXOJb IPaBOM TEMEHHOW IO0JH,
KOTOpasl yJaJieHa OlepaTHUBHBIM IMyTeM. Makpo-
CKOTIMYECKasi KapTHHA: Yy3el1 HeNpaBHIbHOMN
dbopmbl 3x3 cM ¢ OyrpuCTOil MOBEPXHOCTHIO,
OenecoBaro-xenToro nsera. Ha paspese TkaHb
IUIOTHAs, OJiemHO-cepasi, CIOUCTas C ydacTKa-
MU OnenHo-xenroro nsera. I[Ipm Mukpocko-
MMMYECKOM HCCIIEOBAHMH MOXXHO OBUIO Tpea-
MOJIOKUTh ~ METacTa3sUpOBaHUE  OCTEOT€HHOMN
CapKOMBI B TKaHb T0JI0BHOro mMo3ra. Ilocie mpo-
BEJCHUS KOHCHJIMyMa BBICTaBJICH JAMArHo3
«OIyXOJIb MO3Ta COCTOUT M3 Y4YacTKOB THUIIA
pabooMHOCapKOMBI U OCTEOI'€HHOM CapKOMBI,
YTO MOXET MHMEeTb MECTO MPH «TPUTOH»-
ommyxomm» (puc. 3).
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Puc. 3. «Tputon»-omyxoinb. Okpacka TeMaTOKCHINHOM H 303UHOM, YB. %40

«TpuTOH»-0ITyX0Nb  00JIaa€T  BBICOKUM
3JI0KaYE€CTBEHHBIM NOTEHIMAJIOM M IPEICTaBIIsi-
eT coboif KiIaccuaeckuii mpumep Mopdosorude-
CKH CJIOXXHOTO 00Opa30BaHMs, COYETAIOILEro B
cebe nBa Hauanma. buonormyeckuii QeHomeH
JIAHHOM OITyXOJIu SBJIAETCA B KaKOM-TO Mepe Mo-
JeNBI0  JUI  M3YYCHHUs] TONOOHBIX OITyXOJICH.
JaHHble OOCTOSITENHCTBA 3aCTABISIOT T0-0CO-
0OMYy B3TJISIHYTh Ha 3TO 3a00JIeBaHKE U SBIISIOT-
€4 BaXHOM MOCBHUIKOM K UX PaCCMOTPEHHUIO.
Kpome omyxosieid ¢ HaciIeACTBEHHOW Mpea-
pacmhojoXkeHHOCThIo, B 10-7eTHell mpakTuke
Haero OTACIICHUA BCTpCYHAIMCh U ClIydad Ha-
CIICZICTBEHHBIX CHHAPOMOB, OJHUM K3 KOTOPBIX
SIBIISIETCS. HapylIeHHEe OOMEHAa BELICCTB B KIIET-
ke — Oomesns [omre. 3aboneBanue ommcan B
1882 r. dpany3 Gununm Hlapns Dpuer [ome.
B ocnoBe Gomne3nu ['omie JeXUT HacleACTBEH-
HBIA JepUIUT aKTUBHOCTH (epmeHTa (TIIOKO-
1epedpo3uaasel), y4aCTBYIOMIETO B IepepaboTKe
MpoAyKToB [B-hepMeHTa KIETOYHOrO MeTabo-
nu3Ma. B pesynbraTe HenocTaTOuHOW aKTHBHO-
cTH 3TOr0 (hepMeHTa B Makpodarax HaKarlIMBa-
I0TCSl HerepepaOOTaHHbIE «OTXOABD MeTabo-
JU3Ma XHUPOB, KOTOPHIE PACHONAraoTCsl CHaYaIa
B CEJIE3EHKE, 3aTeM B IIEYCHHU, KOCTIX, KOCTHOM
Mo3re, Jierkux. bomesnp ['ome BcTpeuaercs ¢
yactoToit ot 1:60 000 no 1:40 000 y npencrasu-
TeJlell BCeX 3THOCOB; B NOIMYJISILUH €BpPeeB AIll-

KeHas3u yactorta gocruraet 1:450 [11].

Ipumep u3 npaxkmuku. Y Myxx9ussl 49 net
KIMHHYECKH JTUATHOCTHPOBAH IIHPPO3 TICUCHU C
rernatocruieHoMeranueil. OnepaTHBHBIM ITyTEM
yaajieHa CeJie3eHKa, B3AT y4YacTOK IEYCeHU Ha
THUCTOJIOTMYECKOE HCCIIe0BaHNUE. MaKpOCKOIH-
yeckast kKapTuHa: cenezenka 17,0x11,5 cMm, kan-
cysa ToHkas. Ha paspese mapeHxuma Cele3eHKH
OJIHO-
ponHas. Ilpu mockaOauBaHHKM OOYIIKOM HOXa

MSATKO-3JIACTUYHAs, OJICAHO-BHUILIHEBA,
cockoba He maer. Kycouek neuenu 0,5%0,4 cM,
napeHxuMa OJieJHO-KOPUYHEBOr0 IBera. [Ipu
MCCJICJIOBAHUN THCTOJIOTUYECKUX IPErapaToB
CCJIC3CHKM B KpAcCHOW IyJbIIE WMEIOTCS HWH-
¢unbTpaTel U AU QYy3HBIE CKOIUICHHS KPYMHBIX
CBETIIBIX KJIETOK C OJIeIHO-PO30BOM LUTOIIA3-
MO ¥ KCIEHTPUYECKU PACTIOJIOKCHHBIM SIPOM
tuna kiaetok [ome. JlumdounaHpie (OUTHKYIBI
COXpPaHEHBI, CHHYChI pacIIupeHbl. B mapeHxume
MEYCHU — OuaroBas >KUpoBas AucTpodus rema-
TOIIMTOB 0€3 TpPU3HAKOB IHuppo3a. OnucaHHas
Mopdosornyeckas KapTHHA COOTBETCTBYET JIH-
arosy «cthuaronmununo3 (6osnezns [ome)»
(puc. 4). bone3np ['ome MOXHO TUArHOCTHPO-
BaTh C IMOMOIIBI0 MOJIEKYJISIPHOTO aHan3a reHa
rimokonepedposuaasel [12]. OgHako Takod me-
TOJA KpailHe CIOXHBIA U JOPOTrOCTOSIIMM, IMO-
3TOMY K HEMY NpPUOETaloT B PEIKHX CIydasX,
KOTJla JMarHOCTHKAa 3a00JIeBaHUs 3aTpyIHEHA.
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Haunbonee uwacto aumarHo3 cTaBsAT TpU OOHApY-
’KeHUH KieTok I'omre B ITYHKIIUHU KOCTHOT'O MO3-

ra WA YBEIUYCHHOW CEJIE3CHKU TIPH MPOBEIe-
HUH OHUOIICHUH.

Puc. 4. Cenezenka npu 6omne3nu ['ome. Oxpacka reMaTOKCHIMHOM H 303UHOM, YB. x40

JpyruM mipuMepoM HAaCIIEICTBEHHOTO CHH-
JipoMa SBJSIETCST cCHHApPOM Asbrniopta. CHHAPOM
Ameriopta (CA) mipeacrasiser coboii 3aboneBa-
HUEC, BBI3BIBACMOC MYTalMsIMHU B I'€HAX, KOIU-
PYIOIIUX Pa3IHUHBIC 0-CYObEIUHMIIBI KOJUTareHa
IV tuna. [puunHoii 3a007EBaHUS CIYKHT MY-
tamusa oxuHoro um3 reHoB: COL4AS5, COL4A4,
COL4A3. Ilpu xkmaccuueckoMm Bapuante CA my-
tarusi npoucxonuT B rene COL4AS, pacnono-
JKEHHOM Ha JUIMHHOM Iuiede X-XpOMOCOMBI
(Xqg22.2), KOTOpHBI KOOUPYET aS-Tenhb KoJulare-
Ha IV Ttuma. AyTocOMHO-perieccuBHas ¢opma
cuHApoMa Asnbenopra 0OOyCIIOBIEHa MyTamuei
reHoB COL4A3 nu COL4A4, pacrionoKeHHBIX Ha
XpOMOCOME 2 M KOJHMPYIOUIMX COOTBETCTBEHHO
a3- 1 a4-1enu KoJulareHa 3Toro Tuna. AyTocoMm-
Ho-oMuHaHTHass (popma CA cliemieHa ¢ TEH-
HeIM JI0KycoM COL4A3-COL4A4. Pacnpoc-
TpaHEeHHOCTh 3a0oNieBaHMsl cocTaBisieT 1 Ha
5000 cmyuaes [13].

Tlpumep u3z npaxmuxu. YMmepumii 00JBHOM
M., 19 net. C Bo3pacta 10 neT cocTosan Ha y4ere

B JIETCKOM OOJBHUIIE C JANArHO30M «HACJEICT-
BEHHBI HEPpUT; TyroyxocTe». V3 anamHuesa: y
I 60JBHOTO OBUT cHHApPOM AnbnopTa. bonb-
HOW HEOJHOKPATHO JICUWIJICS CTAIlMOHAPHO, B
MOCJICJTHIOK TOCIUTAIM3AIUI0 YPOBEHb MOYe-
BUHBI COCTaBIIsLT 44,6 MMOJIB/JI, KpeaTUHUHA —
1678 MxMonb/n. B pamkax nedeHus mpoBoju-
TMch ceaHChl remoauanusa. [lo pesynbraram
BCKPBITUSI — TIOYKH THIOIUIa3UpOBaHHEI. O0mmas
Macca mouek 100 r, neast — 40 r, mpaBas — 60 T,
KarcyJja CHsUIACh C TPYJ/IOM, MOBEPXHOCTh MOYEK
Menko3epHucTas. Ha paspe3e mapeHxuma aHe-
MUYHas, TUPAMHUIKHA TEMHO-CHHIOIIHBIE, KOPKO-
BRI CJIOH MCTOHYEH, TPAaHHLBl MEXKIY CIOSIMHU
yerkue. JIOXaHKH HE PacIIUpPEHbl, MOYECTOUYHUKU
mametpoMm 0,4 cM, mpoxoaumsl. [Tpu MuUKpocko-
MMYECKOM HCCIICAOBAHMHM TMOYEK — KIyOOUYKH C
YTONILIEHHON (HOPO3HOM Kamcyyold, B HEKOTO-
pBIX Kamcylla 3apaimieHa, ¢ o4araMd JUMQOTH-
CTHOLUMUTApHONH HMHQUIBTPALMH, MEPeXoIameid B
ouaroBbIii (puodpo3 u arpoduro. Cocyasl — ¢ huod-
PO30M CTEHKH U ee ToMoreHu3anueii (puc. 5).
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Puc. 5. Ilouxku npu cuaapome AnbrnopTra. OKpacka reMaTOKCHIIMHOM U 903HHOM, YB. x40

VYV naun MyXckoro mojia ¢ X-CUEIJIEHHBIM
ToMUHaHTHRIM BapuantoM CA 3aboJieBaHme
HMEET IPOrpeccUpymoliee TeUCHUE: TEPMHUHANb-
Has XIIH pasBuBaetcs y 50 % OonpHBIX B BO3-
pacte mo 25 ner [14]. Ilpu aenenuu WM HOH-
ceHc-myTtanun COL4AS puck pa3BUTHS TE€PMH-
HanpHOM XIIH B Bo3pacre no 30 net cocraBnser
90 %. B GonpIIMHCTBE CITydaeB CPOKH Pa3BUTH
tepmuHanbHod XITH y ManpuukoB ¢ X-cuen-
JICHHBIM JOMUHAHTHBIM BapuaHToM CA CXOXH C
JPYTUMH WICHAMHU CEMBbH MY>KCKOTO TIONa, YTO
MO3BOJISIET TIPOTHO3UPOBATH BpEMs HACTYIIIICHUS
tepmuHanbHoi XITH naxke 6e3 onpeaeneHus re-
HOTHUINA, YTO W HAOII0AaJOCh B NPUBEIECHHOM
BhIIIE ciydae [15].

3akmovyenue. B mocnennue roasl oTMeva-
I0TCSI OBICTPBIE TEMITbl Pa3BUTHS TCHETUKH Ye-
JIOBEKa U MEJMIIWHCKOW FeHETHKH: B HACTOSIICE
BpeMsi M3y4eHBl Oojiee 4 ThIC. HACIEICTBEHHBIX

Jluteparypa

3a00s1eBaHUN. DTO OOBACHAECTCS MHOTHMH IIPH-
YUHAMHA W TIPEKAE BCETO PE3KUM YBEIHUCHHH-
€M JIONH HACJEICTBEHHON MAaTOJIOTHH B CTPYK-
Type 3a007eBa€MOCTH M CMEPTHOCTH Haceje-
HUS. AHaIM3UPYsI 4acTOTY BCTPEUaeMOCTH Ha-
CIIC/ICTBEHHBIX 3a00JIeBaHUI 10 pe3yJbTaTam
10-meTHel MPaKTHKH  MATOJIOrOaHATOMHUYEC-
KOTO OTINEJICHUS YJIBIHOBCKON OOJACTHOW KITH-
HUYECKOU 60J'II)HI/IIII)I, MOXHO 3aKJIH4YUTb, 4YTO
B CTPYKType 3a00JIeBa€MOCTH HAaIIero perrHoHa
HAaClIeZICTBEHHAs  TATOJIOTHA  TpeJCTaBiieHa
BeChbMa OOIIUPHBIM PsiIOM 3a00JIeBaHUM, B T.U.
PEAKUMU U aTUIIUYHO TCKYHIUMH XPOMOCOMHBI-
Mu Oonesnsimu. [lo-Bumumomy, 3T0 00yCIOB-
JICHO 3HAUYUTENIbHOM 3THUYECKOH pPa3HOPO.-
HocThio [loBOMKCKOTO pernoHa W oOmepoc-
CUICKON TEHJEHUUEH K YBEIIMYECHUIO HACIEACT-
BEHHOMW MATOJOTHH B OOIICH CTpyKType 3aboiie-
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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 bi-
opsy protocols of pathoanatomical department of Ulyanovsk Regional Clinical Hospital. The object of the
study was surgical, biopsy, and sectional material taken from patients and persons deceased in Ulyanovsk
Regional Clinical Hospital in 2005-2015. After routine histology, paraffin sections stained with hema-
toxylin and eosin were made. The authors carried out morphological analysis of histologic specimen and
autopsy protocols using archival data of Ulyanovsk Regional Clinical Hospital pathoanatomical depart-
ment.

Results. Analyzing the incidence of hereditary diseases in the regional morbidity, we conclude that he-
reditary pathology is represented by a very wide range of diseases, including rare and atypical chromo-
some abnormalities. It is apparently caused by considerable ethnic heterogeneity of the Volga region; how-
ever, hereditary pathology increases in the national morbidity structure.

Keywords: hereditary diseases, retinoblastoma, Wilms tumors, triton tumor, Gaucher disease, Alport
syndrome.
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