CUHOPOM XWNbBEPA
W BOJIE3HU, KAPTUPOBAHHbIE
HA 2-il XPOMOCOME

0. boTBMHbEB, JOKTOP MEANLMHCKMX HAYK, Npod)eccop,
I. ly6poBuHa, A. Konotununa

Mepebiin MTMY nm. .M. CeveHoBa

E-mail: tts801@rambler.ru

Cunppom Xuns6epa (CXK) — 04HO 3 reHeTnyecku 06yCroBIEHHbIX 3a60/16Ba-
HUA, KapTUPOBaHHbIX Ha 2-i xpomocome. CXK MposBiAeTcs HapylueHuem
KOHbrorauyuy 6unnpyouna. lpusogarcs uctopumn 60ne3nmn 2 607bHbIX ¢ CXK 1
WX POAOCTIOBHbIE.

cuHapom XKunb6bepa, 2-9 XxpomMocoma.

CI/IHIIpOM Kunpbepa (CXK) — 270 reHeTMIeCKU 00YCITOBICH-
Hasl HEIOCTaTOYHOCTh (epMeHTa YPUAMHIIIOKYPOHWI-
tpaHcdepasbl 1Al (YIT 1A1) B meueHu, mpuBoasiias K Hapy-
IIEHWI0 KOHbIoTAaNKU OunupyonHa. 3aboeBaHUe TIPOSIBIISIETCS
TOBBIIIIEHUEM YPOBHS HETPSIMOTO OUIMPYOWMHA KPOBU, XKel-
TYITHOCTHIO KOXW U CIU3UCTBIX 000JI0UEK, XamobaMu Ha 6ou
B XWBOTE, a TakKe AUCIIETICUEell M aCTeHOBETEeTATUBHBIM CUH-
npoMoM [ 1—3]. XapakTepusyeTcs IJIUTEeIbHBIM BOTHOOOPa3HBIM
TeuyeHreM, 000CTPEeHUs TIPOBOIIMPYIOTCS PSIIOM 2K30- U DHIO-
TeHHBIX (aKTOPOB; YacTo 3abojieBaHWE HAYMHAETCS MO TUITY
Kpu3a.

CX BcTpevaercs y eBpoImeileB ¢ 4acToToi ot 3 1o 9% [4,
5]. PacnpocTpaHeHHOCTbh MYTaHTHOTO TeHa B cTpaHax EBporbl
nocturaet 35—40%, B HEKOTOPBIX STHUYECKUX Tpyrinax AGpuku
npesbimaet 50% [6], B a3MaTCKUX CTpaHaX OHA YyTh pexe — 16—
33% |7, 8]. ToMO3UTOTHBIMU HOCUTEISIMU SIBIISIIOTCS 12% 1I0T-
naHaues, 16% espomneiiues, 12% unnuiines, 8% eruntsad u 23%
adpoamepukanies [3]. PacnpocrpanenHocts CXK B Poccuu He
U3yJasnach.

Tenetnyeckuit nedext, mpuBoasMii K pa3putuio C2XK, kap-
THPOBaH Ha 2-it XxpoMocoMe B Jokyce q37 [3]. JlaHHBIi cMHApOM
HacJIeIyeTcsT ayTOCOMHO-PETleCCUBHO. Y TE€TepO3UTOTHBIX HOCH-
Teseil 3a0osieBaHMe, KaK TPaBUIO, HE pa3BUBAETCs, OMHAKO He-
TIPSIMOY OWITMPYOUH HAXOAWTCS HAa BEpXHEl TpaHuUIle HOPMbI WU
HE3HAUUTEIHLHO TIOBBIIIEH [9].

B mocnennee Bpemst Ha 2-1 XpOMOCOMe TaKKe ObUTH KapTUPO-
BaHbBI pa3TMIHbIe 3a00neBaHust. Hanbomnee pacripocTpaHeHHBIE 13
HUX TIpefcTaBiIeHsl Ha puc. 1. Cpean HUX — TakXkKe W TaToJIOoTHs,
BBISIBJICHHAsl HAMU B HaOIr0maeMbIX cembsix |10, 11].

Bruto BeisiBneHo, uto mpu C2K yame o6pa3yroTcst KaMHU B
KeJT9HOM TTy3bIpe [12]. Takke oTMeueHo, uTo 6ombHbIe CXK metu
¥ B3pOCIbIe HEPEAKO CTPANAIOT OT TacTPOMyoleHUTa, 330daru-
Ta, S3BEHHOU OOJIE3HW NBEHANIATUTIEPCTHOW KWUINKW, CHUH-
KTEPHBIX HApYIIEHWI, HTUCKUHE3UW >XETYeBBIBOISINNX TTyTeit
[13, 14].

J1.IO. Unbuenko u coabr. [13] BoistBrim yactyio (38,6%) acco-
mmarmio CXK ¢ acceHIIMaNTbHBIM TPEMOPOM Y B3POCIIBIX OOJIBHBIX U
TIPENTTOIOXIITY HATUIUE TeHETUIECKOU CBSI3U MEXXIy HUMU.

Bompoc BmustHust C2K Ha yacToTy pa3BUTHUS paka MOJIOYHOM
xkene3sl (PM2K), kutneynnka v qpyroii To0Kaanu3auy TpoTUBOpe-
yuBbl. B ucciaenoBanuu, nocBsueHHOM yacTote pazputust PM2K,
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Ha HeOoJbIIoi rpyniie xkeHIH (n=200) MpoaeMOHCTPUPOBAHO
YBETMUEHUE BEPOSITHOCTU 3abosneBaHusl cpeau keHIH ¢ CXK,
HO Ha 0oJbIIeit BBIOOPKE (N=455) 3TU pe3ynbTaThl HE TTOATBEPIN-
JIMCh. Bblu mostyyeHsl faHHbIE, 4TO Y Jtofaeit ¢ reHoturioM G71R
(6onee penkast mprunHa C2K) yBennueHa BepOSITHOCTb Pa3BUTHUS
paxa TtoscToi Kuku [15].

Hamu mpenmonoxeHo Hanuuue CBSI3U MEXIy 3a00JieBaHUsI-
MU, KapTUPOBAHHBIMU Ha 2-1i xpomocome. [IpuBogum 2 KIuHU-
yecKux HabmoaeHus 6oabHbIX ¢ CXK (roMo- M reTepo3uroTHast
(GOpPMBI) U X POIOCTOBHEIE.

boavnoii FO., 26 nrem. Habawdaemces ¢ 16-nremueeo

6o3pacma, koeda npu ycuneHuu 2acmpodHmepoNocU4ecKux

acanob (6oau 6 dcugome, ompwliCcKa, MOUHOMA, OOHO-

KpamHo peoma ¢ npumecvro «KogeluHoll eyuu») noseualch

aceamyxa, caabocms, nedomoeanue. M3 anamunesa 3abone-

6anusi u3gecmHo, ymo podumeau ¢ 14 nem nauasu 3ame-

yams nepuoouteckoe nodxceamerue ckaep y peberka. boau

8 Jcugome Gecnokounu ¢ pawHe2o eozpacma. XKeamyxa no-

A64544Ch nocae HapyuleHus duemol (JcupHoe, dcaperoe),

Hecobardenus pexcuma numarnus (Oaumenshvle nepepolebl

6 npueme NU4L), NCUXOIMOYUOHANbHO20 cmpecca. Cum-

nmMoMbl NPOXOOUAU NOCAE NPUEMA HCENHE2OHHbIX cpedcma,

Hacmoek, codepiycaujux penobapbuman, aHmucexpemop-

HbIX npenapamos. 3abosesanue NPomMeKano 804HO0OPA3HO,

obocmpenus — HeCK0AbKO pa3 6 200.

Ha 1-m 200y ycusnu y 604bH020 OblAU NPOSGACHUS 6bl-
DAdICeHHO20 amonu4ecKo2o depmamuma.

JcceHumanbHblin Tpemop 2p22-25

PucK cepfie4HO-COCYAMCTON NaTonoruu,

Puck konopekTane- runepxonectepuxemns 2p21

HOT0 paka 1 paka

Xenyaka 2p21 BA, annepruyeckue 3a6onesaHus 2p16

J1aKTa3Has HeA0CTaTO4HOCTb

BunonspHoe achdekTnBHOE
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[eH accouumnpoBaH ¢ 60/1e3HbH MapKUHCOHA,
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Tpumeyanmne. bA — 6poHXManbHas acTma.

Puc. 1. 3a6onesaHus, kKapTMpPOBaHHbIE HA 2-i XPOMOCOME



Ilepsoiii npucmyn noueuroii koauku passuics e 20 1em,
s3amem 6 21 200 u 25 sem. ObHapyscenHble KamHu (onpede-
AeHbl KaK oKcanramubie) Oblau penmeeHKoOHmpacmHole, oua-
mempom okono 0,5 cm. Yposens okcanramog é move nosoi-
wen. Konxpemenmol omxoduau nocae cnasmoaumu4ecKoll
mepanuu. Ilepgvie 2 npucmyna conpogodicoanucy nosenenu-
em dcenmyxu.

Ilpu ocmompe 6 16 nem: nodpocmok npaguabHo2o me-
A0cA094ceHUst, docmamouro2o numanusi, pocm 178 cm, macca
mena 70 ke. Ommeuaromes: UKmepu4HOCMy CKAep, MeK020
Héba, neekas yceamyuHocms kodxcu. Ileuens ne ygeauuena,
boae3nennocmsb @ snueacmpuu npu nasvhayuu. Qusuonoeu-
yeckue omnpasaeHus 8 Hopme, Kan OKpaiien.

Ilo dannvim aabopamopubix mMemodos 0bcaedosanus:
2eM02N00UH, 3PUMpPOyUmMs. — 8 npedenax 603pacmHOll
Hopmbl. B naasme kpoeu Kkonebaunusi ypoeHs HENpimo2o
ounupyouna om 14,9 mxmons/n @ nepuod pemuccuu 00
79,9 mkmonw/n — 60 epems kpusa. Ilpamoii buaupyoun ne-

PUOOUMECKU HEe3HAYUMEAbHO NogbluleH 00 8,5 MKMOAb/A.
Codepucanue aranunamunompauncgepasol (AJIT), acnap-
mamamunomparcghepasvl (ACT), raxkmamaoeeudpoeerasvt
(JLAT), y-eaymamunmpancnenmudazvl (I'TT), mouesunoi,
KpeamuHuHa, mMo4egoil KUciomol 8 HOpMe 8 meueHue gce-
20 nepuoda nHabaodenus. Mapikepsl 6upycHbix eenamumos
He o0HapyxceHsl. B anasuzax mouu: muxpospumpouyu-
mypus, HenocmosiHnas mukponpomeunypus. Cymounas
KCKpeuus okcaramog ¢ mouoii 350 mxmonv (Hopma —
do 135 mxmonv/cym). Ilpu Y3HU opeanose OprowrHoil no-
A0CMU NAMOAOUU He BbisGAEeHO: pa3Mepbl neueHu U X0-
cmpyKkmypa  Hopme, HOAOCHb JCEAUHO20 NY3bIPS AHIXO-
2eHHa, Na0UNbHbLI nepeeub mexcdy onom u meaom. Ilpu
a30gpazoeacmpodyodenockonuu 6 16 nem o0OHapysceHbl
2pO3UU 8 NUAOPUHECKOM omOdene JceayoKa, 8bipaiceHHbll
dyodenum. B 18 anem 6vis6aeHbl eacmpos3opazeanbtolil
pearokc u npuzHaKu 330gacuma.

Ilposedeno eenemuueckoe obcaedosanue (Meduko-
eenemuueckuil HayyHolii uenmp PAMH); obnapyscena my-
mauus e eere, kooupyouem epmenm YI'T 1Al 6 eomo3u-
2omHom cocmosinuu, xapakmephas ons CXK: 7/7.

Ha ocnosanuu anamuesa, KauHu4ecKoi Kapmumol,
O0aHHbIX OONOAHUMENbHBIX Mem0008 00caedosanus Obin
yemaroenen ouaenos: C2K. Oxcaramubiil ypoaumuas, ous-
Mmemaboauveckas Hegponamus, eunepoxkcarypus. XpoHu-
yeckuil 3po3usHblil eacmpum, dyodenum. lacmpodsogaee-
anvHas pegaiokcHas 6ones3ns. Amonuveckuil depmamum @
anamuese.

Cemelinviit anamues omseouier (puc. 2). Podocaog-
Has cocmagaena npu cbope OAHHLIX Y Mamepu npodbanoa
(mams — epau-mepanesm).

B sTtom HabmoneHuun oOpaiiaer Ha ce0sl BHUMaHUE CoYyeTa-
Hue y 6oapHOro C2K (reHeTruecKkoro 3a001eBaHMS), OKCAJaTHOTO
YpOJIUTHA3a U aTOMTMYECKOTO AepMaTuTa (3a00IeBaHuUll C TEHETHU-
YeCKOH MpepacioioKeHHOCTbIO).

OCOOEHHOCTBIO POJIOCIIOBHOM SIBJISIETCS 4YacTasi BCTpeyae-
MOCTh Yy YJICHOB CeMbM 3a00JIeBaHUI, KaPTUPOBAHHBIX Ha 2-i
XpOMOCOME: CepIeYHO-COCYANCTON TATOJIOTUM, TUIIOTUPE03a,
BA u atonmueckoro nepmatuta, P2XK, runepokcamypun, scceH-
uunansHoro Tpemopa, C2K. Kak BuaHO U3 pomocioBHOU, y nena
npob6anaa (I11.2) ObLT OKcanaTHBIN ypolIUTHA3, Y OMHOTO U3 Opa-
TbeB MpoOaHIa HEMPSIMON OMIMPYOUH MTOCTOSTHHO HAXOAUTCST HA
BEpXHEl rpaHulle HOPMBI, OpaT TaKKe CTPanaeT ICCEHIIUATbHBIM
TpeMOpOM. Y PYyTuX WieHOB POAOCIOBHOI HApYIIEHUI OUIUpy-
OMHOBOro 0OMEHA HE OTMEYEHO.

boavnasa JI., 55 nrem. U3 anamuesa uzgecmno, umo 8
dowkonvHoM 6o3pacme nepeHecaa eenamum A (OuaeHo3
eenamuma He Oblnl GepUPUUUPOBAH, HEAb3ST UCKAUUMDb,
umo amo Ovin debrom C2K, cnpoeoyuposanHbiii ocmpoii
pecnupamopHoll eupycHoli urgexyueii). B eozpacme 38
aem 6vlaa e0CNUMAAU3UPOBAHA NO NOBOOY ICEAMYXU He-
SCHOR0 2eHe3a (KOHUeHmpayus Henpsamozo ouaupyouna 0o
45 mxkmonnv/n). Obsekmuero 60AbHAS HOPMOCHEHUHECK 020
menocaoxnceHus, docmamouno2o numawnus, pocm 174 cm,
macca meaa 65 ke. Umeemcs jceamyunocms ckaep, mse-
k020 Héba. [lpu obcredosanuu Oblau UCKAIOUEHD UHGDEK -
YUOHHAs, 00MYPAUUOHHAS, 2eMOAUMUYECKas dceamyxa,
mokcuyeckoe nopadcenue newenu. Kiunuvecku nocmas-
nen duaernos C2K, danvHeliwuil 2enemuyueckuil anaius noo-
meepdun naauvue CXK (eemepozueommwiii éapuanm). B
nocaedyroujue 200l ypo8eHs Henpsamoeo Ouiupyouna Ovia
6 npedenax 32—38 mkmonv/n, npsamozo 5—9 mkmonv/a,
ocmanvuvie nokaszameau (AAT, ACT, JUII, I'TT, eemo-
2n00uH, 3pumpoyumel) 6 npedesax Hopmol. Medukamen-
MO3H020 NeveHUss no nogody eunepourupyOUHeMuU He no-
ayuana. XKanobsl na nepuoduueckue 601u 6 Me30eacmpuu,
3anop, 604U 8 201eHOCIMONHBIX CYCMABAX, 20108HYI0 001b,

@ bonesHu, kapTupoBaHHbIe Ha 2-1 XPOMOCOME
E OkcanatHblit yponutias n 601e3Hu,
KapTupoBaHHble Ha 2-it XxpOMOCOME
,. Mpob6aHa. CXK, 60ne3Hu, KAPTUPOBAHHbIE HA 2-1 XPOMOCOME

11 TwunepToHnyeckas 6onesHb (I'b), nwemuyeckas 6onesHb cepaua (MBC).
1.2 Pak xenyaka (PX). 1.3 UBC. 1.4 PXX. 15 PXX. 1.6 Ymep 0T HecyactHoro
cnyyas. 1.7 NBC, ceppeyHas HegocTato4HoCTb. 1.8 MHdhapkT muokapga (MM).
1.1 74 ropa. UBC, Taxensiit ocTeoapTpos. 1.2 OkcanatHblil yponutuas (1-i
npuctyn — B 26 net), I'b, UBC, VM. Ymep 0T TpomM603M6ONMM NErO4HON
aptepun B 59 net. Il.3 74 ropa. I'b, katapakTa. Il.4 72 roga. Cuyutaet cebs
3poposbiM. i1 48 net. Tunotupeos, runepTpodms NpaBoro Xenygoyka,
n36biTo4Has macca Tena. .2 47 nert. Mpaktuyeckn 3gopos. 3 38 ner.
Mpaktuyeckn 3goposa. V.1 27 net. lMpaktuyeckn 3poposa. V.2 26 nert.
JcceHUManbHbI Tpemop, Al, n3bbITOYHaA Macca Tena, 06 6unupy6uH
18-20 mkmonb/n. leHeTnyeckn He obcnenosaH. IV.3. 26 net. MpakTuyeckn
3noposa. IV.4. Mpo6ana: 26 net. CXK. OkcanartHbii yponutuas (1-i annsog —
B 20 f1eT), An3mertabonnyeckas Hedponarus, runepokcanypus. XpoHu4ecknin
3PO3MBHbIN TacTPUT, [YOMEHUT, racTpoasodpareanbHan peduiokcHas
60/1€3Hb, atonuyeckuit fepmatut B aHamHese. IV.5 19 net. M36bITO4HAA
macca Tena. IV.6 19 net. Taxxenas bA. V.1 2 roga. Atonuyeckuint aepmartut.
V.2 4 ropa. [luamertabonuyeckas Hedoponatus, OKcanaTHo-KanbLnesas Kpu-
cramypus. VIHdekums Mo4eBoi cuctembl. ATonnYeckuii nepmarut. B 3 mec —
BUTaMUH K-3aBUCUMbI reMopparm4eckuin CUHAPOM

Puc. 2. PogocnosHas 601bHOr0 ¢ covetanunem GXK 1 okcanatHoro yponm-
TMa3a, aTonMYeckoro Aepmaruta
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nepuoduueckoe nosviuleHue apmepuanrvHoeo dasaenus. B
aHamueze — KpanusHuuda.

Ilo dannvim KoMmnaeKcHO20 00CcAe008aHUS NOCMABAEH
duaenoz: CXK (eemepo3zucomuulii apuarnm), XpoHUUeCKuil
2PO3UGHDIL eacmpum, XPOHUHeCKUll NaHKpeamum, HOAUN
JCENUHOO NY3bIPsl, CUHOPOM DA30PANCEHH020 KUUWEHHUKA
(CPK) c 3anopom, muepeHb, apmepuanvuas unepmoHus,
HEC, nporanc mumpansHoeo Kaanana, 6apuKo3Hoe pacuiu-
DeHue 8eH HUICHUX KOHeYHOCmell, 8anveycHas degopmauyus
001bUUX NANBYEE 06eUx CHON.

Cemelinbtii anamues omseouer (puc. 3). Eeo ocoben-
HOCMblo, Kak u 6 1-m nmabardenuu, seisemcs Haiuvue y
POOCMBEHHUK08 3a001e8aHUIl, KAPMUPOBAHHBIX HA 2-il XPO-
Mocome: 0KCanamublii ypoaumuas, aymoumMmyHHble 3a601e-
8anus (mupeoudum, apmpum), AAKMA3HAs HEOOCMAMoY -
HOCMb, dCCeHYUaNbHbLl mpemop, bA.

®

BonesHu, KapTUPOBaHHbIE Ha 2-i XPOMOCOME
@ MpoGann. CX, Gonesnm, kapTupoBaHHble Ha 2-it XpOMOCOMe
-

lpnmeyanne. * — npu cuHapome dnepca—LlaHno umeroTcs 60MbLUMe U Manble
KpuTepun 3abonesaHusi. K manbiM kputepusm OTHOCATCA TUNepMobunb-
HOCTb CyCTaBOB, MPOMANC MUTPANIbHOTO KNanaHa, BapUKO3HOE pacluupeHne
BEH, CKONMO3, Aechopmaums cTon u ap. dTUX NPU3HAKOB HELOCTaTO4YHO ANs
MOCTaHOBKN AMarHo3a cuHapoma dnepca—[laHno, 0AHaKo OHN GYAYT yKa3bl-
BaTb HA HApYLUEHUE CO CTOPOHbI COEVNHUTENbHON TKaHN.

1.1 Ymep 0T paHeHus Bo Bpems Benukoit OTe4ecTBeHHON BOWHBI. 1.2 f13BeHHas
60ne3Hb [BEHANLATUNEPCTHON KMLLKM, TMNOTMPEe03, runepToHMYeckas
60/1€3Hb, BanbrycHas aedopmaums cTonbl™, ymepna oT uHcynbta B 88 ner.
1.3 Bapnko3HOE pacluMpeHne BeH HIKHUX KOHeYHOCTen™, ymep B 50 net o1
paka cpegHero yxa. Il.1 Ymepna ot capkoujo3sa B Bo3pacte crapuwe 70 ner.
11.2 78 net. Cuutaet cebs 3n0poBbiM. 1.3 AHamHe3 HeusBecTeH. L4 ApTpuT,
ronoBHas 60/1b, ymep B 74 rofja 0T paka Nerkux ¢ MeTacta3amu B MeYeHb.
11.5 56 net. MNepBuyHas nakTa3Has HelOCTaTO4YHOCTb, TUpeouant, PMXK, UBC,
XpoHuyeckmit navkpeatut. 1.6 66 net. Cumtaer cebs 340POBbLIM.
IL.7. Mpo6ang, 55 net. CXK (reTepo3uroTHbIA BapMaHT), XPOHUYECKMIA 3p0O3NB-
HblIli TaCTPUT, XPOHWYECKMIA MAHKPeaTUT, Monun >Xen4yHoro nyssips, CPK ¢
3anopom, murpexb, Al, VIBC, nponanc MUTpanbHOro KnanaHa*, BapuKo3Hoe
paCLUNPEeHNe BEH HVDKHUX KOHEYHOCTE™, BanbrycHas aecopmaums 60mb-
unX nansues cton*, kpanueHuua. 1.8 58 net. AyTOMMMYHHbIA TUPEOUANT,
XPOHUYECKMNIA FaCTPUT, XPOHWUYECKIIA NAHKPEATUT, XDOHWUYECKIIA XONeLNCTHT,
nepeHec renatut A B Bopacte 45 net (?). 11.9 66 net. dcceHumanbHbIii Tpe-
mop ¢ 60 net, Al ¢ NOLPOCTKOBOrO BO3pacTa, OKCAnaTHbIA YponuTMas.
1110 64 ropa. lrenatut A (?) B 11 net. lll.1 50 net. ApTpuT, ocTeoxoHapos, Al.
.2 57 net. MNMo4eyHas HeLOCTATOYHOCTb C 55 NET (3TMONOrNS HEU3BECTHA).
.3 53 ropa. Aputmus. llL4 Cuutaet ce6s 3noposbiM. LS CyutaeT cebs
3nopoBoii. 1.6 36 net. Ckonmos*, runotupeos3, CPK ¢ 3anopom, MUrpeHb,
BanbrycHas pgedopmaums cton*. L7 Cuntaet ce6s 340POBbIM.
1.8 MoyekameHHas 6one3Hb, GPK ¢ 3anopom. 1.9 Cuntaet ce6s 340p0BbIM.
IV.1 11 net. BA, atonuyeckuin gepmaturt. IV.2 8 net. [MCKNHE3US XKeN4eBbl-
BoasLmx nytei, GPK ¢ 3anopom, runepmobunsHocTb cyctaos™. IV.3. 10 ner.
CrHApPOM pa3fpaXeHHOr0 KULWeYHUKa C 3amopoM, rMnepmMo6unbHOCTb
CyCTaBOB™.

Puc. 3. PogocnosHas 605bHoi ¢ CXK
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[puBeneHHbIE KIMHUYECKME HAOMIOACHUS U JTaHHBIC JIU-
TepaTypbl TO3BOJISIIOT TPEANOJOXUTh, YTO OBIBAIOT CEMBH,
reHoOHI KOTOPBIX TMpeapacrojiaracT K pa3BUTHUIO KJlacTe-
pa 3abo0JieBaHUi, MOpaXawIIUX pa3Hbie OPTaHbl U CUCTEMBI,
HO KapTUPOBaHHBIX Ha 2-i Xpomocome. BOJbIIMHCTBO U3
9TUX 3a00JIeBaHUN MYJNBTU(DAKTOPHOI MPUPOJbI, HO HEKOTO-
peie (CXK, cunmpom Dnepca—/laHiio, rumnepokcanypusi 1-ro
THMA), OTHOCSITCSI K TeHHBIM 0oJie3HsIM. JJaHHbIe HaGI0eHNUSI
HaISIIHO JIGMOHCTPUPYIOT, UYTO TEHETUYEeCKHEe OCOOCHHOCTU
ponuteneil MPUBOASAT K (HOPMUPOBAHUIO BUIOM3MECHEHHOTO
reHOTHUIA Y IeTel, KOTOPbI MPOSIBJISICTCSI HO30JI0TUEM, HE 00sI-
3aTeJbHO COBMANAIONIEi ¢ 3a00JeBAHUSIMU Y UX TIPEIKOB. YIIO-
MSHYTBbIe 3a00J7eBaHUST OOBEIUHSIIOT «POJCTBEHHBIE CBSI3U»,
00YyCJIOBJICHHBIC MPUHAIIEXHOCTBIO KO 2-i1 XpoMocoMe. YKa-
3aHHBI KJ1acTep 3a00JieBaHUII B Pa3UYHBIX BapualUsX Mbl
MOXEM JMarHOCTUPOBATh Y UJICHOB OHOM CeMbH B PA3HBIX MO-
KOJICHMSIX; HaJlMyue 3TUX 3a00JeBaHUI MOXHO OXHIATh U Y
MOTOMCTBA.
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GILBERT’S SYNDROME AND CHROMOSOME 2-MAPPED DISEASES
Professor 0. Botvinyev, MD; G. Dubrovina, A. Kolotilina
.M. Sechenov First Moscow State Medical University

Gilbert's syndrome (GS) is one of the genetic diseases mapped on chromosome 2.
GS manifests itself as impaired bilirubin conjugation. The paper gives the case
reports of 2 patients with GC and their genealogies.

Gilbert’s syndrome, chromosome 2.





