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Ipencrasnen 0630p JUTEPaTypHI [0 BOIPOCAM HACIEACTBEHHOCTH BOPOHKOOOPA3HOM U KUIICBUAHOM Ae(opManiiii rpyJHON KICTKH,
a TAaK)Ke FeHeTHYECKHUE CHHAPOMBI U XPOMOCOMHbIE abeppallii, CBSI3aHHbIC C HUMH.
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The review of the literature on the heredity problems of cobbler’s chest and keeled chest deformities is presented in the work, as well

as related genetic syndromes and chromosome aberrations.
Keywords: cobbler’s chest, keeled chest, heredity.

Lenpro HacTOSIIIETO 0030pa TUTEPATYPHI SBISCTCS
00001IIeHIIe CBEICHUIA POJTM HACIICIICTBEHHOCTH B TIPOHC-
XOXKJICHUH BPOYKACHHBIX Ae(hOpMAIIHiA TPYTHON KIICTKH.

Cy1iecTByeT MHOTOUYHCIICHHAS TPYTIIIA BPOKACHHBIX
AQHOMAJTHI Pa3BUTHsI TPYAMHO-PeOEPHOro KomIuiekea [9].
Cpemu BpoxxieHHBIX Jiepopmariuii rpynHoit kiaetkn 90 %
cocTaBIIIoT BopoHKooOpasHbie (BAT'K) u 8 % xuneBn-
weie aedopmarmn (KAT'K). Curgpom INomarma, Bpox-
JICHHAsI pacIIeNIHA TPYAUHBI U H30IMPOBaHHBIE Jedop-
Marmu pebep Habmromarores B 2 % ciydaes.

BAT'K Bcrpewaercst y 0,1-2,3 % wnacenenwust [3, 14],
MIpUYEM Yy JIMI] MYXCKOro mojia B 3-5 pa3 wame [9, 14].
IIpennoxxennsie Teopun Bo3HukHOBeHMss BJII'K Bkimto-
YaloT BHYTPHUMATOYHOE JABICHUE, PaXWT, JIETOYHYIO pe-
CTPHKIINIO, aHOMAJIHU THadparMpl, KOTOPbIE TPHBOIAT
K TSre Ha3aa TPYAUHBI U CBOWCTBEHHOMY HApYIIICHHIO
ocTeoreHe3a W XoHjaporeHeza. Y manuentoB ¢ BJT'K
OMOXMMHYECKHE MHCCIIE/IOBAHMS TOKAa3ald OTKJIOHEHHS
B CTPYKType KoJIIareHa 2 THra B peOepHbIX Xpsliax, He-
HOpMalTbHBIC YPOBHH IIMHKA, MarHUS W KaJBIWSI U Ha-
pylIeHne cmHTe3a KoutareHa [14]. AGampmacoBa E.A.,
Jly3una E.B., 1976 [ccpuika] akIieHTHPYIOT BHUIMaHHUE Ha
3HAYCHUH HACJIE/ICTBEHHOCTH, KaK BeayIiero (hakropa B
STHOJIOTHH BPOXKICHHBIX Je(opMaryii TpyJHON KIICTKH.
OHM Tonararotr, 4Yto JIaHHasi MaToJOTHsl SBIISIETCS IIPO-
SIBJICHIEM BpPOXKICHHBIX CHCTEMHBIX TPOIIECCOB U 000-
CHOBBIBAIOT MPETONIOKEHUS TEM, UTO yaile Bcero BATI'K
HMeJa MeCcTo y JieTeil ¢ cuaapomMoM Mapdana, mmpadu-
YECKHM CTarycoM, Heilipodubpomarozom [2].

BJII'K siBsieTcst OOBIMHO CIIOPAIUICCKOM, XOTS OTpe-
JIeTICHHas1 TPyIIia CEMEHHBIX ClydyaeB ObuIa orrcana [9].
lenernuecknii KOMITIOHEHT OOHAPYXWIH B 19-0M cToIte-
Tiu B 2 otderax. Briepsoie Coulson B 1820 . cooOmmn
o cembe, B kotopoit BIIT'K umenace y 3 6parbes. [Tozxke
Williams coobupt o 17-netHem marmente ¢ BJIIK, BbI-
SIBJICHHOM C POXKIICHHs, YbM Opar M OTEl| TaKkKe MMeJH
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nedopmarro [8, 19].

[To maraeiM M.A. Komonkuna [3], m3 102 marmeHToB
¢ BAI'K B 17 caygasx (16,6 %) y poncTBeHHHKOB I cTe-
TICHHU POJICTBA BBIsIBIICHA JiehopMariyst TIepeJHel CTeHKH
rpyaHoi kiaetk. OHAKO ONepaTUBHAS KOPPEKIHST HUKO-
My U3 9THUX POICTBEHHUKOB HE ObLIa BHIIIOIHECHA B CBS3U
C HE3HAYUTEIBHOH cTereHbio aedopmanmm. [1o maHHEIM
R.E. Kelly [33], cemetinas ncropus BJII'K mpucyrcTBo-
Bana y 44 % (532 genoBeka) MaIeHTOB.

Ucnone3yst 6azy  nmanHbix, D. Kotzot wu
A.H. Schwabegger [20] otoOpamu 34 cembH, UMCHO-
mue 6oinee oxHoro uiena ¢ BJIIK. bout coOpan cemeii-
HBII aHAMHE3, COCTaBIIEHa POJOCIOBHAs ¢ 4 TIOKOJe-
HUSAMH JUTS Kaxknoi ceMbr. O0IIIee KOITNYECTBO JTFONER
¢ BAT'K 610 163, Brumrogas 104 myskckoro mosa u 59
YKCHCKOT0, TIPUBOJISI K COOTHOIICHHIO JIUI] MYXCKOTO U
skeHckoro nosos 1,8:1. IlpeanonoxurensHo 14 cemeit
HUMEI ayTOCOMHO-IOMHHAHTHOE HAClieIOBaHue, 4 ce-
MBH FIMEJIH ayTOCOMHO-PEIIECCUBHOE HACIIEIOBaHUE, 6
ceMel UMENH CLEIEHHOE ¢ X-XPOMOCOMOM pelLieccuB-
HOe HacienoBanue, 10 ceMeil MeTn MHOTO(aKTOPHBIN
THUI HACJICIOBAHHS.

Mo gaunabmM D. Jaroszewski [ 11], nedopmarmu nepen-
HEM CTeHKU TpyIHOW KJIETKH BCTPEYAIOTCsl C YaCTOTOM
1:400 B CILA. BAT'K pemxo BcTpedaeTcs cpenu adpoa-
MEpHKAHIICB U JIATHHOAMEPHKAHIIEB. [ [pHOMM3UTENBHO Y
40 % naiyeHToB ¢ eGopMaLIUSIMU TPYIHOH KIETKH €CTh
YJICHBI CEMbH, Y KOTOPBIX TAKXKE €CTh Ie(hOopMaIivu.

F.L. Westphal ¢ coaBropamu [26] cooOIaroT, 4to je-
(opManmu TPyAHOH KICTKH BBI3BAaHBI T'€HETHYCCKUMU
HapYIICHUSIMH, KOTOPEIE ellie He BhIICHEHBI. OHU 00cIie-
JoBa 1332 OpasuinbCKuX MKOIMBHUKOB Uy 26 (1,95 %)
BISIBIIIM Jieopmaruu rpynHon kinerku: y 1,275 % —
BII'K, y 0,675 % — KAI'K. Hanuuue poacTBEHHUKOB ¢
JeopMarusaMu rpyIHON KIeTKH oTMedeHO y 17 (65,4 %)
W3 STHX IIKOJILHUKOB.



B Hacrosiiiee BpeMsi B MUpPE CYIIECTBYET JIBE IIUPOKO
HCTIONB3YEMBIX AKCTIEPTHBIX CHCTEMBI TUATHOCTUKA Pel-
KuX reHetndeckux cuaapoMoB — POSSUM (Pictures Of
Standard Syndromes and Undiagnosed Malformations)
u WBDD (Winter-Baraitser Dysmorphology Database).
ITouck B HUX mpuBen K 39 MOHOTEHHBIM CHHIpPOMaM, 8
YHCIIOBBIM XPOMOCOMHBIM adeppaiusiM 1 44 CTpyKTyp-
HBIM TIEpECTPOMKaM XPOMOCOM Y MAaIlMeHToB ¢ Jiedop-
Marmsivu TpyaHo# kietkn. BJIIK n KAT'K moryT ObITh
YacThIO MHOTHMX HACIIECTBEHHBIX CHHAPOMOB WM 3a-
00JIeBaHMH, CBSI3aHHBIX CO CIIOPAIMUYECKUMU MYTAIUSIMU
reHoB. Hanbonee vacto aedopmanuu rpyHON KIETKH
BCTpevaroTcst pu cunapomax Hynana u Mapdana [20].

Curngpom Mapdana (CM) — 3a0oreBaHre COCHHU-
TEJIbHON TKaHM, HACIEAYeMOE IO ayTOCOMHO-JIOMHHAHT-
Homy Trmy [10, 18] ¢ wactoroit B momymsmu 1:3000—
10000 [1]. Jo 30 % ciy4aeB ciemyroT W3 CIIOHTAHHOW
HoBOM MyTatin. CM BbI3bIBAaeTCSl MyTallMsIMU B reHe (u-
OpwuiHa-1. MyTaiy B 3TOM T'eHe BBI3BIBAIOT Ype3Mep-
HO OBICTPBIN POCT JUTMHHBIX KOCTEH Tea, MPUBOISIIIN K
BBICOKOMY POCTY M JUTMHHBIM KOHEYHOCTSIM, 3aMETHBIM Y
marpeHToB ¢ CM. [Ipyrue XapakTepHble OCOOCHHOCTH B
ckenietHoU cucteme npu CM (orucaHHbIe Kak Mapdaro-
NOMO0HBIA (DEHOTHIT) CIICAYIOIIHE: JOIMXOCTCHOMEIHS,
Jormxouedanus, apaXHOMAKTHINS, C1a00CTh CyCTaBOB,
CKOJTHO3, JIe(hopMaIliy TPYAHOH KIIETKH — BOPOHKOOOpa3-
Has WM KWICBHIHAs, BBICOKWII CBOX HEOA, aHOMAINN
npukyca. [lo maHHBIM mccnmenoBanus S. Baran ¢ coaBT.
[10], BAI'K mmenacek y 30 % marmentoB ¢ CM. I'mazHbie
CHMITTOMBI (TIOJIBBIBUX HJIM BBIBUX XPYCTaJIMKa, Karapak-
Ta, TIaykoma U 1p.) BeiIBILstoTcs y 80 % My»xuuH u 60 %
skeHIuH ¢ CM [1]. [THeBMOTOpaKc — 4acToe JIETOYHOE OC-
noxHenue CM. CM cBsizaH ¢ pa3IMYHBIMU OITYXOJISIMH,
TaKUMH KaK KoJutareHoBast (huOpoma Heba, OIOHTOTeHHAS
Keparokucta u (puOpo3HO-MbIiedHas aucruiasus [18]. L.
Martinez-Lesquereux [23] ¢ coaBropamu ommcaiy JeBO-
CTOPOHHIOIO TIEPETHIOI0 BPOXKJIEHHYIO THadparMaibHyIo
TPEIKY (ImadparMaibHyro TpebKy Morgagni-Larrey) xak
MIPUYMHY KUILEYHON HEMPOXOAUMOCTH y nauuenta ¢ CM.

Cunnpom HyHana — OTHOCHTENBHO 4acToe KIMHMYE-
CKM pa3HOOOpa3HOE M T'€HEeTHYECKH TeTepOreHHoe 3a00-
JIeBaHHUE, XapaKTepHU3yeMoe IOCTHATATIBHO CHIDKEHHBIM
POCTOM, OTIMYHUTENBHBIM JU3MOP(U3MOM JIHLia, cepred-
HBIMH JIe()eKTaMH 1 PA3IMIHBIMI MICUXO0-COMAaTHYECKUMU
paccrpotictBam. J{pyrie 0cOOEHHOCTH BKIIIOYAIOT B ce0st
9KTOZIEpPMAJIbHBIE U CKEJIETHBIE JE(EKTHI, KPUIITOPXHU3M,
JMpaTAYeCKre IUCTUIA3UH, TEHCHIUIO K KPOBOTEUEHHIO
U B PEIKUX CIyYasx CKIOHHOCTh K TeMaTOJIOTHYECKUM
37I0KaYEeCTBEHHBIM OIyXOJAM. YacToTa BCTpe4aeMOCTH —
1:1000-2500. Cunnpom HyHaHa BBI3BIBa€TCS MyTalUsIMU
B rerax PTPN11, SOS1, KRAS, RAF1, BRAF u MEK1
(MAP2K1), cocraBmsronmx mpuommsutensHo 70 % ot
Bcex HocuTenel cuaapoma [31]. K oproneanaeckim npo-
OieMaM OTHOCSTCSI KHMJICBHIHAS U BOPOHKOOOpa3Hasi Jic-
(opmMarmu Tpy/IHOM KIIETKH, eOopMaliiy TO03BOHOYHHKA,
BaJIbIyCHast iedpopManust JJokreBoro cycrasa [20, 31].

Cunzpom Onepca-Jlaniioca — HACIEACTBEHHOE 3a-
0o0JIeBaHNE COENMHUTEIBHOM TKAHM, XapaKTEpH3yeMoe
MATKOW W TMIIEPIIACTUYHONW TOHKOM KOXKEH, T'MIepMo-
OWIILHBIMU CYCTaBaMH, TEHJCHIIMEH K KPOBOTOUYMBOCTH,
IPbDKaMH, BAPUKO3HBIMU BEHAMH, IIPOJIAIICOM MHTpaIIb-
Horo kiamana [7]. B mpormiom Osnto Gonee 10 oOrme-
MPU3HAHHBIX TUIIOB cUHApoMa Jnepca-/lannoca. B 1997
TOy MCCIIEA0BATENN MPEVIOKIIN O0see TIPOCTYIO Kiac-
cu(HKaIUIO, KOTOPasi COKpATHIIa YMCIIO TIIABHBIX THIIOB
1o 6 [13]. J.G. Ayres ¢ coaBropamu [7] onucanu 20 nanu-
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€HTOB C CUHJIpOMOM Diepca-/laninoca, y 6 u3 HUX C pa3-
JIMYHBIMHU THITAMH CHHJJPOMA NMeJIach BOPOHKOOOpa3Hast
nehopmarys TpyTHON KISTKH.

Heiipodubpomaros | Trma — ayToCOMHO-IOMUHAHT-
HOE HaCJIeZICTBEHHOE 3a00IeBaHNEe C YaCTOTOI BCTpedae-
moctu 1:2500-3500 [22, 24]. HetipoduOpomaros 1 tuma
TIOJTHOCTBIO TNeHeTpanTeH K § rogaM. ContacHO JIaHHBIX
Hammonansueix MHetutyToB 310poBbst CLIA, mns aua-
THO3a HeWpoduOpomaros 1 Tuma HEOOXOOMMO coueTa-
HHE JIByX U3 CJIELYIOIMX CEMH KPUTEPHEB: LIECTh WIIN
OoJibllie TSITEH 1BETa KO(e ¢ MOJIOKOM, COCTaBJISIOIIHX,
0 KpaiiHel mMepe, 5 MM, y MallMeHTOB MyOepTaTHOrO Ie-
proza v 15 MM - y IalMeHTOB MOCTITyOePTaTHOTO TIEPHO-
J1a, MHO)KECTBEHHBIE YUACTKH THIIEPITUTMEHTAINH B TIO/-
MBIIICYHBIX OOJACTSX, JBE WX Ooibie Hefpodudpom
nr000T0 THITA WITH OfiHA TIeKcuopMHas Heripodudpoma,
y37b1 JIuima, miromMa onTHYecKux IyTeH, KOCTHas Juc-
ia3usl ¥ HaJIuyke OAHOTO POJCTBEHHHMKA MEPBOM CTe-
neHu ¢ Helipopudpomarozom. I'en NF1 Ha xpomocome
17q11.2 xomupyeT OenmoK-cyIpeccop OmyXoiu Helpohu-
6pomuH. [orepst aToro Genka cBsi3aHA C YBEIMYCHHBIM
pHCKOM pa3BUTHS ommyxonei [24]. Hambomnee gacras cke-
JIETHAs TIATOJIOTHUS MpU HeHpopuOpoMaro3e — CKOJHO3.
D. Alexianu ¢ coaBropamu [28] omucany TSDKEIYIO TH-
MIOTEH3HIO Y TanueHTa ¢ Helipodubdpomarozom n BATK,
BBI3BAHHYIO KOMITPECCHEH ITPaBOTo KEITY04YKa TPYANHO-
pebepubM KomruiekcoM. [Ipu Helipodudpomarose | Tuma
Bcrpedaercs Takke K/T'K [22].

Cunnpom Xonra-Opama — ayTOCOMHO-IOMHHAHTHOE
3a00JIeBaHME C MOYTH TOJHOM MEHETPAHTHOCTBIO M Ba-
PBUPYEMOi JKCIIpecCHel, BbI3BAHHOE MYTAlMsIMU I'eHa
TBXS5 (12q24.1). Yacrora BcTpedaemoctr — 1:100000.
60 % cmyuaeB ABISIOTCS ceMeHHBIMU. DEHOTHITIECKHE
MIPU3HAKK TIPEICTABICHBI Je(EKTaMH BEPXHHX KOHEY-
HOCTeH OT (JOKOMEINIMH JI0 HE3HAYUTENIbHBIX aHOMAJIHI
0OITBIIIOTO TIaJIbIIa U cepaeuHbIMU nedektamu B 50-95 %
CIIy4aeB; y HEKOTOPBIX MAlMEHTOB UMEIOTCS TVIa3HbIE Jie-
(heKTBI ¥ OTCYTCTBHE OOJBIION TPyAHON MBIIIE! [16]. B
penkux ciayydasix Berpeaercs BJAK.

Cungpom LEOPARD — penkoe 3a6os1eBanue ¢ MHO-
KECTBEHHBIMH BpOXJIeHHBIME nopokamu. LEOPARD
— aKpOHUM OCHOBHBIX CUMIITOMOB 3TOT0 3a00JIeBaHus,
BKJIFOYAIOIINX MHOXXECTBEHHBIE JICHTHIO, aHOMAJINU
npoBoauMocTy Ha OKIT, ma3Hoil runeprenopusM, cTe-
HO3 JIETOYHOTO CTBOJIA, AaHOMAaJIbHbIC T'€HUTAJINH, 3a-
MEJIEHUE POCTa U HEHPOCEHCOPHYIO IIIyX0Ty. Bo BceM
Mupe coobmmny npubnuzntensHo o 200 marueHTax,
HO peaJibHasi BCTPEYaeMOCTh CHH/POMa HE ObLia ore-
HeHa. AHOMaJIMU IPY/IHOM KIIETKH, BKITFOYask IIUPOKYIO
rpynnayto knetky, KAI'K wmn BAI'K, o6napyxwuBatorcs
y 75 % HOBOpPOXIECHHBIX [27].

Hecosepmennsrii ocreorene3 (HO) — BpoxkaeH-
HOe MeTaboJIMuecKoe 3a00JieBaHUE KOCTH, TAKKE H3-
BeCcTHOE Kak Oosie3np JloOmreitna—Bpomuka. HO
BcTpeuaetcs ¢ yactoto 1 Ha 10000-20000 >xuBBIX HO-
BOPOXKICHHBIX. 3a00JIeBaHNE XapaKTepH3yeTCsl BOBIIE-
YEHHEM B MTAaTOJIOTHYECKUH MPOIEcC KOCTEH M MBIIIIL,
BBI3bIBACTCS A€(DEKTOM B CHHTE3€ KojutareHa | tuma,
KOTOPBIN SIBJISIETCS IIABHBIM KOMIIOHEHTOM MaTpHKCa
kocTH [4]. B HEKOTOPBIX Ccliydasix BCTpeyaroTes aedop-
Maluy rpyIuHO-peOEepHOro KOMILIEKCA.

Cunppom King-Denborough — pemxuii cuagpom,
MPeodIafacT y MaJBIUKOB. XapaKTepeH KPHITOPXH3M,
HIBKHH POCT, KWIeBHAHAS IeopMarys TPyAHON KIIeT-
KU. OTH JIETH TaKkKe UMEIOT TUIMYHBIA BHEUIHUH BH[
JIMIA C HU3KO PACTIONOKEHHBIMH YIIIAMH, ITO30M, MHUKPO-
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THaTHeH, CKy4eHHBIMH 3y0amH, aHTUMOHTOJIOMIHBIMU
IVIa3HBIMH LIEJSIMU U BBICTYTIAIOMINM HOCOM. MHOTHe n3
cumntomMoB cuHApoMa King-Denborough, Takue kxak 3a-
JepKKa MOTOPHOTO Pa3BUTHSL, CHIDKCHHBIE CyXO)KIITBHBIC
pedrieKchl, KpBUTOBHUIHBIE JIOTIATKH X THIIEPMOOMIEHOCTD
CYCTaBOB, MOTYT OBbITh OOBSICHCHBI MHOMAaTHeH. Muora-
THs1 00BIYHO TIporpeccupytomast [21].

Cunnpom 3M — penkoe BpOXKACHHOE 3a00JIeBaHNE,
XapaKTepU3YIOIIeeCcs] HU3KUM BECOM TIPH POKICHUM,
TIPOTIOPITOHATIFHON ~ KapIINKOBOCTBIO, HEOOBIYHBIMHA
JIUIEBBIMH OCOOCHHOCTSIMA U PEHTTCHOJIOTNYECKUMH
AQHOMAJIMSAMH. XapakTepHbIE JIMIEBbIE OCOOCHHOCTH
BKJIIOYAIOT B C€0s1 OTHOCHTEIIBHO OOJIBIIIYIO TOJIOBY, BbI-
pakeHHBIE JJOOHBIE Oyrpbl, TPEYTOJIBHOE JIUIO, OCTPHIHA
BEICTYTIAIONINHA TTOA00POIOK, OONBIIONH HOC, IOJHBIC
ryObl, TycThle OpOBH W THIIOIDIA3HMI0 CPENHEH TpeTh
muna. K npyruM HenmumeBbIM MprU3HaKaM OTHOCSITCS KO-
POTKasi 1esl, BBICTYMAOIIasi TparelueBUaHasT MBI,
KBaJIpaTHbIC TUIeUH, AeOpMAaIU IPYHON KIIETKH, TH-
TIepIIOPA03, THIIEPIIOJBHKHOCTD CYyCTaBOB, YKOPOUECHHE
5-p1x maselieB. [lo ganaeiv G. van der Wal [5], B im-
Teparype ObuTo ormucano 34 ciydas, aedopMalin rpya-
HOM KJIETKH UMENUCh B 12 U3 22 ciryJaes.

Myxkononucaxapuno3 IVA Tuma, Takke H3BECTHBIN
Kak Ooie3Hb Morquio A — pemkoe ayTOCOMHO-PEIeC-
CHBHOE 3a00JIeBaHHe, BBI3BAHHOE JCPUIMTOM JIM30CO-
MaIbHOTO (hepmeHTa N-areTHiraiakTo3aMiuH-0-Cybdar
cynbdaraspl, KOTOpask KaTaJH3UPYeT 3Tall B pachaze TIH-
KO3aMHHOTIIMKAHOB, KePaTuH Cyiab(ara W XOHIPOUTHH-
6-cynbdata. ITO NPUBOIUT K HAKOIUICHUIO KepaTHH
cynb(ara U XOHIAPOUTUH-O-CyNb(ara, NIaBHBIM 00pa3oM
B KOCTU M POTOBHIIE, BBI3bIBASI CHCTEMHYIO CKEJIETHYIO
XOHIpoaucIuiazuto.  Mykononucaxapuno3 IVA  tuna
“MeeT BapHaOenbHBIC BO3PACT Hadalda M CKOPOCTh IIPO-
rpeccupoBanust. K 9acTbIM CHMITTOMaM OTHOCSITCSI TIOBBI-
IICHUE COJIEPXKAHNS KEPaTHH Cylb(ara B MO4Ye U KPOBH,
BBIPKCHHBIN HU3KHH pOCT, Turnoruiasust 3yoa 11 meiHoro
no3Borka, KJII'K, kudockonnos, BanbrycHas aedopma-
IIUsI KOJICHHBIX CYCTaBOB, M TIOMYTHEHHE poroBuIlpsl. [1a-
LUEHTHI ¢ TsDKenoi (opMol MyKomommcaxapumo3a [VA
THUIA PEKO AOKUBAIOT A0 30 JIeT, B TO BpeMs Kak Maly-
€HTBHI ¢ JIerkoi (hopmoii MoryT »kuTh 10 70 siet u donee.
3amecrutenbHast (pepMEHTHAsI TEpaItHs U JICYUSHUE TeMO-
TIOATHYECKMMH CTBOJIOBBIMH KJIETKAMHU ITPUMEHSIIOTCS B
Ka4ecTBE JICUCHHST MyKOIIOIMCAXapHI030B, BKITF0Uas 00-
ne3ub Mopkuo [25].

Myxkononucaxapuno3 VI tuna — nm3ocomalibHas
0oJIe3Hb HAKOIUICHUS, KOTOpasi 3aTpariBaeT (pepMeHT,
OTBETCTBEHHBIN 3a pa3lioKEHHE IIIMKO3aMHUHOTIIMKA-
HOB. YacTHYHO pa3ioKEeHHbIE NTMKO3aMHHOITIMKAHBI
HAKaIUTMBAIOTCI B HECKONBKHAX TKAaHAX, TAaKUX Kak
BEpPXHHUE JIBIXaTENIFHBIC TYTH, YTO MPUBOANUT K Pa3BH-
THIO OOCTPYKTHBHOTO aITHO?. Xparl, CBHACTEIbCTBYIO-
it 06 annod, KJAI'K u makpornoccust ObUTH OCHOB-
HBIMH KJIMHHYECKUMH HaxOJKaMH B HCCIIEOBAaHUU
A. John ¢ coaBropamu [30].

Cunrgpom Gorlin-Goltz vy HeBOMIHBIN Oa3aibHO-
KJICTOYHBI CHHIPOM — DPENKOe ayTOCOMHO-JIOMHHAHT-
HOe 3aboJeBaHME, KOTOPOE BCTPEYACTCS C HYaCTOTOU
1:164000- 256000. XapakTepru3yeTcsi MHO)KECTBEHHBIMU
0a3aJIbHO-KJICTOYHBIME KapLIHOMAaMU y MOJIOJBIX ITa-
LIMEHTOB, OJIOHTOTCHHBIMH KEPaTOKHCTAMH, JIAJIOHHBIMU
WA TIOIONIIBEHHBIMHU SIMKaMH, KaJbIT(UKaIeH cepra
MO3ra W CKEeNICTHBIMU AedopManusMid. DTOT CHHAPOM
BO3HHUKAET U3-3a MyTAallMi B T'€HE-CYNPECCOPEe OIyXoyen
PTCHI. M.M. Safronova ¢ coaBropamu [29] ommcaiu
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JIByX HAIIUEHTOB C JaHHBIM CHHIPOMOM, KOTOPHIE HMEIN
BBIPKEHHBIE Ie()OpMALIIN IPYITHOH KIIETKH.

Kpome 3Tux cHHIpOMOB, €CTh COOOIIEHNSI O HEMHO-
THX WM JaXKe OANHOYHBIX CEMBSIX C MHOKECTBEHHBIMU
BpokaeHHbIME aHoManmsimu 1 BIIT'K [20]. Hexotopsie
13 ATUX aHOMAJIUH MePEYCIICHBI B TAOJIHIIE.

Y. Yue c coaBropamu [12] ommcanu MajbuuMKa C
TSDKEJION 3a/iepKKoi yMcTBeHHoro passurus, BJII'K
U TEKCaJaKTWINEH OOeHX CTOM, y KOTOPOTO HAIILIH
cOaTaHCHPOBAaHHYI0, BO3HHKIIYI0 3aHOBO t (12;17)
(p13.3;921.3) Tpancnokanuoo. O6macTe pa3pbiBa 00HA-
pyxeHa Ha xpomocome 17q21.3, oHa COmepKHT Ki1acTep
renoB HOXB. I'omeo6okcubie (HOX) rensr npuHaie-
JKaT K TPAaHCKPUIIMOHHBIM (DaKTOpaM, KOTOPBIE UTPAIOT
YCTaHOBJIEHHYIO POJIb B CKEJIETHOM pa3BuTHH. Omperie-
JICHHBIE MyTau# B pa3nuuHbix reHax HOX (HOXAL11,
HOXA13, HOXD10, m HOXD13) BbI3bIBAIOT pa3ind-
HBIC MOPOKH PA3BUTUA KOHCUHOCTCHU.

L. Siggberg ¢ coaBropamu [6] omrcau OTIa U ABYX
ero gouepeii ¢ neneruei 9q22.2q22.32. /1o atoro 6s110
OTMHCAHO TOJIBKO 29 ciaydaeB neneruii 9922, u Bce OHU
Obutn criopazauyeckumu. Jlenenus y orua Oblia BO3-
HUKILEH 3aH0BO. Bee Tpu nanmenra umenu mogooHbie
JICTKUEC )II/ISMOpq)I/I‘-IHI)Ie CHUMIITOMBI. aHTUMOHI'OJIONU/-
HBIN pa3pes Ia3, y3KUil HOC ¢ BBICOKOU IEPEHOCULICH
W MaJCHbKUMHU HO3APSIMH, IIHUPOKUN (QUIBTP, YIIHbIC
PaKOBHHBI C INUPOKHUM 3aBUTKOM U MMOAHATHEIMHA MOYKa-
MU U THIIOIIJIa3MA HOI'TEBLIX IIJIACTHUH Ha IIaJIblaX CTOII.
Bce umMenu cyniecTBeHHYIO M3apTPUIO U CTPAJaind OT
MOCTOSTHHBIX MH(EKIMH CPEIHEro yXa U BEpXHHX JIbl-
XaTeJIbHbIX MyTeW. Y OTla IUarHOCTUpPOBaHA BOPOH-
KooOpazHast eopmanus TpyAHON KJIETKU U TUITOTLIIa-
3UPOBaHHAs I0YKA C OIHOM CTOPOHBL. Y Iouepeu He
OBLIO CKENETHBIX Jie(hopMaIHid.

B. Xin ¢ coaBropamu [17] oOHapy»Hiu ayTOCOMHO-
perccuBHOe 3a0oneBanune y 11 amuineid (crapooOpsipl,
00pazyIoliHe TeHETHYECKH 3aKPBITYIO YeTIOBEUECKYIO 110~
MYJSILINIO), TPOKUBAIOIINX B CeBEpo-BocToUHOM Oraiio.
CHHJIPOM XapaKTepHU30BaAJICS OTIMIUTEIBHBIM YEPEITHO-
JIMIICBBIM }II/I3MOp(bI/13MOM, CKCJICTHBIMU aHOMAJIUSIMU U
3aJIep>KKOM YMCTBEHHOTO pa3BuThsi. CKeleTHbIe aHOMa-
qmu Obutk tipencraeieHsl BIATK (y 9 u3 11), Gone3Hbto
HlnpeHremI, Cpalll€HUEM ITO3BOHKOB, AaHOMAJIUAMM KOJIN-
YeCTBa M MOJNIOKEHHs pedep, miockoctonueM. Menomnb3ys
KapTHUPOBAHUE 110 BCEMY I'€HOMY, aBTOPbI JIOKAJIN30BAIN
reH Oone3nn Ha xpomocome 1q23.3-q24.1 u uneHrudu-
IMPOBAT TOMO3MIOTHYIO MYTAIIMIO CO CIABHUIOM PaMKH
CYUTHIBAHUS B TpaHCMeM6paHHI>IX 1 IByClIUPAJIbHBIX 06-
nactax rera TMCO1 kak IpUYUHY 3TOrO ayTOCOMHO-pe-
LIECCHBHOTO 3200JICBAHMSI.

C.A. Gurnett ¢ coaropamu [15] uccnenoBanu ciie-
IUICHHS T€HOB B Tpejenax reHoMa y 13 yenoBek ¢ Je-
dhopMarmsamMu rpyHON KIeTKH Uy 10 370pOBBIX WICHOB
KaBKa3CKOM CEMbH, B KOTOPOM FOHOUIECKMH MIUOIATH-
yeckuil cxomo3 (FOUC) nu BAI'K nHacnenoBamuce mo
ayTOCOMHO-oMMHaHTHOMY Tuity. FOUC npucyTcTBoBan
y TpUHAIATH YICHOB CEMbH >KeHCKOro moja, a BJII'K
[IPUCYTCTBOBAJIA Y TPEX MYXKUUH U OIHOM JKCHIIVHBI.
Ananus CHCIUVICHHUA TC€HOB B MpEciiaX I€HoMa IIpHu-
Bell K MUKy CLEIUIeHHus1 Ha Xxpomocome 18q. PexomOu-
HaHTHBIC TCHBI OYCPUYUBAIM KPUTUYCCKYIO T'CHETUYC-
cKylo obnactb B mHTepBasie Mexay SNP A-1519369



n SNP_A-1507702, coorBerctByst obnact B 7.06 Mb
(hg18: chr18:26342508-34395660). EcTh HECKOJIBKO UH-
TEpPECHBIX F'€HOB-KaHUIaTOB Ha XpoMocoMe 18, BKIIto-
yass DTNA u B4GALT7. DTNA komupyer anbga-auc-
TPOOPEBUH H SIBJISICTCS YWICHOM IPYIIIIBI JUCTPOPHHA.
Mpieunast auctpodust Jlromena — cuerieHHoe ¢
X-XpOMOCOMOW HEPBHO-MBIIIEYHOE 3a00JI€BaHKE, BbI-
3bIBAEMOE MYTAIMSAMH JUCTPO(PHUHA, KOTOPBIH 4acTo
CBSI3BIBAETCSI CO CKOJMO30M. PeliecCHUBHBIE MyTaluu
B reHe B4AGALT7 npuBOIsIT K MPOrepoOUIHON (popme
cuHapoma Diepca-/lannoca U SBISIOTCS BEPOSTHBIM
kannuaarom Ha FOMC u B/JATI'K. Xots 3K30HBI 3THX
TeHOB U 19 Ipyrux reHoB-KaHANWIAaTOB ObLIM CEKBEHH-
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pPOBaHbI U MYTAallMM HE WACHTU(HUIHMPOBAHBI, aBTOPHI
HE OLICHMBAJM Ha HaJM4Yue MyTalUN HEKOAUPYIOLIUE,
peryisiTopHble 00J1aCTH, OKPY)KAIOIINE ITU TCHBI.
OnucaHbl pa3InyHbIe TeHbI, Ipepacioararoime K
pasBuTHIO Aedopmanuii rpyaHol KieTku. XoTs aedop-
Malllu FPYIHOM KJIETKH MOTYT SIBIISITHCS. KOMIIOHEHTaMU
HACJIEJICTBEHHBIX CHHIPOMOB M XPOMOCOMHBIX Iepe-
CTPOEK, Y OOJIBIIMHCTBA TAIIMEHTOB C HACIIE/JICTBEHHON
UCTOpHEN JTOM MAaTOJOrMM TEHEeTHYecKas NpHYNHA
ocraercs Hen3BecTHOM. TpeOyercs nanpHeee BbIsB-
JICHHE T'€HOB, TIPEAPACIIONAraloIuX K pa3BUTHIO Jedop-
Manuit rpynHoi kieTku. Taxke He U3BeCTHA ITHOJIOTUS
cniopannueckux ciydaes BAT'K u KJT'K.

Tabnuma
Xpomocomubie abeppanuu, cesizanabie BJITK wmn KK

(3sTo 13 Kotzot D., Schwabegger A.H. Etiology of chest wall deformities-a genetic review for the treating physician)

XpomocoMHas
KinHuveckue nposiBIeHUs
ab0eparus
Del 1a41-42 JlnacparmanpHast TphbKa, THIIOILIA3US JIETKUX, TPyOOe JIMIO C TIONMHBIMH T'yOaMH, KOHYMKOM HOca B (opme
e -
q JIyKOBHIIpI, BHICTYTIAIOIIIM JIOOM M [ITyOOKO PacCIIONIOKEHHBIMHU [Ia3aMU
IIpe- 1 HOCTHaTaIBHOE 3aMEJUICHHE POCTa, CeplieyHble Ae(EeKThI, 3a/1ep)KKa YMCTBEHHOTO PA3BUTHS, MaKpO-
Dup 1q uedanust Wi MUKpo/Opaxuiiedanus, Tu3Mopdu3M Jrna (BHICOKHH JI00, BAABICHHAs HOCOBAs IIEPErOpOJIKa),

MOPIIMHUCTAs Koxa, CHHIpoM [Ibepa PobuHa, nerodynas runorniasms u crudarenbHble KOHTPAKTypPhI

MoszanuHast Tpucomust 1

JleeKThI IeHTpaIbHOW HEPBHO CHCTEMBI, CepALia 1 JIETKUX, CKPEIMBAIOIIHAECS ¥ COTHYTHIE TTAJIBIIBI, AU3MOp-
(hr3M JHIa (THIepTEeNIOpH3M 1 9K30(TanbM)

Jlerkast 3ameprkka pa3BUTHSA, Makporedanus, KoIOKoIooOpa3Has Tpylab, OpaxuIaKkTHINSA, U3MOpHUIHOE

Del 5qter

JIMIIO C TEJICKAHTOM U [IOBEPHYTHIMU KIEPEH HO3APSIMU

Tspkenast 3a/iep>Kka pOCTa U yMCTBEHHOTO Pa3BUTHS, BPOXKICHHBIN MOPOK cep/iiia (0COOCHHO KOHOTPYHKAITb-
Dup 8q HbIE aHOMAJINH ), OTCYTCTBUE JKEITIHOTO My3bIPsi, [IOYCUHBIC AHOMAJINH, CKEJICTHbIE aHOMAJINH 1 TH3MOPHH3M

JMIa (TUIEPTeNIOpU3M, IUPOKHH 100, TPEYTOIbHOE JIMII0, ITMPOKast IEPEHOCHIIA)

MoszauuHas Tpucomus 8

CepIIe‘lHLIC, TIOYCYHBIC U CKCIICTHBIC ,I[eq;)eKTLI, KPYIHBIC MJIAJICHIIBI C TITY! OOKUMHU JIaIOHHBIMH U TTOAOLIBCHHBI-
MU CKJIaJKaMH, l'py60€ HEBBIPA3UTECIIbHOEC JIMIIO C TOJICTBIMU I‘y6aMI/I, BBICTYTIAIOIIMMU YIIaAMU PAaKOBUHAMU, OT-
CYTCTBUEC WJIM T'HIIOIUIa3Us HaJIKOJICHHUKOB, HEOHO-TJIOTOYHAst HEAOCTATOYHOCTD U JICT'Kasl 3a/ICp’KKa YMCTBCH-
HOI'O pa3BUTUA

Tpucomus 21

CepzeuHble U KHIIedHble 1e()eKThl, crienpruuecKas rpuMaca JIMia ¢ BRICOBBIBAHUEM S3bIKa, TUIIOTOHHS U 3a-
JIep>KKa MOTOPHOTO Pa3BUTHS, YBETMUEHHBIN PUCK JIEHKEMUU

Monocomus X

Bpoxennast muMdeneMa pyK WM HOT, HU3KHI POCT, KOPOTKas IIIesl, HU3Kast JINHUS POCTa BOJIOC, BaJIbTyCHasI
JedopMariys JTOKTEBOTO CyCTaBa, THIIOILIA31sl HOITEH, IIMpPOKast Tpy/Hast KieTKa, OeCIuIoane, cepieyHbIe aHO-
MaJuu

MHOXeCTBEHHBIE BPOXKACHHBIE aHOMAIIIH, BKIIIOYAs 331eP>KKY YMCTBEHHOTO PA3BHUTHS, HU3KHH POCT U IU3-

Dup Xq N
Mop}U3MEBI JHIa (KOPOTKUE TIIA3HbIE IEIH, ITO3 U TIOBEPHYTHIH BHHU3 POT)
3asiepykka YMCTBEHHOTO Pa3BHTHS, PacilienHa Heba WM PaCIIeIUICHHBIH S3bIU0K, KPYITHOE JIUIIO, PaIoyIib-
49 XXXXY HapHBII CHHOCTO3, TUITOTCHUTAIN3M U CEPACUHO-COCYIUCTBIC 1e(heKThI, Ype3BbIYAIHO OeHbIe CJIOBECHbIE Ha-
BBIKU
Terpanonms MarneHbknii peOEHOK ¢ KOHTPaKTypaMH CyCTaBOB, JU3MOP(OUYHOE JIUIIO WU MHOXXCCTBCHHBIC BPOXKIICHHBIC

AHOMAaJIMU BHYTPCHHUX OPraHOB

Ipumeuanue: Del — generus, dup — gynmukanis.
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