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Cunapom bayma (BSyn, OMIM 210900) sBiIsieTcst peaxum
MOHOTI'€HHBIM CHHJPOMOM, XapaKTEPUIYIOLIMUMCS 3aJIEPKKOM POCTa,
JULEBBIMUA AUCMOP(DUIMHU, UYBCTBUTEILHON COJTHEUHOMY CBETY
TEJICAHTUIKTATUYECCKOU SPUTEMOM JIMI[A, TOBBIIEHHONW CKJIOHHOCTBIO K
UMMYHOJU(UIUTHBIM U OHKOJIOTHYECKHUM 3a00J1€BaHUSIM

Topna, M.B. ,u np. ®enepanbHble KIMHUYECKUE PEKOMEHIAINH 110 OKa3aHUIO MEAMIIMHCKON MOMOIIHU JAETSAM ¢ cuHaApoMoM biayma
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KOJI COTJTACHO MKB-10

Q82.8 lpyrme yToO4HEHHble BPOXKAEHHbIE aHOMA/IUU KOXKU

T'opna, M.B. ,u np. ®enepanbHble KIMHUYECKUE PEKOMEHIAIMH 10 OKa3aHUIO MEAMLIMHCKOM MOMOIIH JIETSIM ¢ CHHJIpoMoM biyma
[Tekct]:/ M.B. T'opna. — Cumdepomnons , 2017,. — 12 c.



UCTOPUYECKAA CIMPABKA

O B 1954 r. mepmaronor /»eua biym (David Bloom) ommcan BpokaeHHOE
3a00JICBaHHUE y TPOUX JETEH, ABOE U3 KOTOPHIX UMEIIHM OOIIMUX pOoAUTENcH. Y
MAIUEHTOB OTMEYAIIOCh MOKPACHCHUE JIMIIA M3-3a PACIIUPECHUS KAIUJUIAPOB
(TeJCaHTUIKTATUYECKasl SPUTEMA) U HU3KUM POCT

O C 1960 . reneruk Jxeitme I'epman 11 (James German I1l) mHagan cobupars u
aHAIM3UPOBATH Cllydyau cuHApoma biyma. Pesynbrarom 31O AesATEIbHOCTH
CTaJIo co31aHue BCEMUPHOTO perucrpa OOJIbHBIX. [Tosryuus
IyMarHoctTuueckuid Marepuain ot bayma, B 1965 1. ydeHblid BnepBbie omucal
[IUTOT€HETUYECKUE OCOOCHHOCTH KIJIETOK OOJBHBIX M  yKa3al Ha
MIPEAPACIIOIOKEHHOCTD K PA3BUTHUIO 3JIOKAYECTBEHHBIX OIYyXOJIEU

O K 2009 r. peructp coxepskan onucanue 265 cirydaeB 3a001CBaHUS

Bartram, C. R., Rudiger, H. W., Schmidt-Preuss, U., Passarge, E. Functional deficiency of fibroblasts heterozygous for Bloom
syndrome as specific manifestation of the primary defect. Am. J. Hum. Genet. 33: 928-934



AINMUAEMHUONOINA

* 3aboseBaHHE HACIEAYETCS IO ayTOCOMHO-PEIIECCUBHOMY MEXaHH3MY,
T.. 00a poauTelsi 00JIBLHOTO BCEraa SBJSIOTCA reTePO3UTrOTHBIMU
HOCHUTEJIIMU MyTaHTHOTO aJIICIIS

* Puck pa3Butus 3a00€BaHUs Y POJHBIX OpaTheB 1 CECTEP COCTABIISIET
25%, pUcK 0€CCUMIITOMHOIO HOCUTENLCTBA Y HUX ke — 50%

* PacnpocTpaHeHHOCTh CUHIAPOMA CPEIN €BpPEEB-alIKEHA3H JOCTUTACT
1 cimydast Ha 48 ThIC. HOBOPOXKIECHHBIX, UYTO CBA3BIBAIOT C “AIpdhexToM
OCHOBATeJIs’, T.€. BOBHUKHOBECHHUEM MYTAIlMH Y OOIIEro MpeKa.
HocuTtenbcTBO MyTaHTHOTO aJljiesid HAOM0AaeTCsl IpUMEPHO Yy 1 U3
110 eBpeeB-alkeHa3n

Topna, M.B. ,u np. ®enepanbHble KIMHUYECKUE PEKOMEHIAINH 110 OKa3aHUIO MEAMIIMHCKON MOMOIIHU JAETSAM ¢ cuHaApoMoM biayma
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ITNUONOINA

 Cunanpom biayma Bo3HMKaeT u3-3a MyTanuii B reHe BLM, xoTopbIii
kaptupoBaH B 15926.1 u xogupyet JJHK-xenukazy RecQI3, pepmenT,
BOBJICYCHHBIU B MOJJIEPKKY TEHOMHOM 1IETOCTHOCTH

( Takwue MyTanuu MPUBOIAT K BBICOKOMY YPOBHIO CaMOIIPOH3BOJIBHBIX
CECTPUHCKUX XPOMATHIHBIX OOMEHOB M3-3a 3aMEJICHUSI CKOPOCTH
pEIUIMKAIIMU U A1€(PEKTOB BOCCTAHOBJICHUS PEIJIMKAaTUBHON BUJIKH U,
KaK CJIEJCTBUE, ITOBBIIIACTCS IIAHC BOSHUKHOBEHUS XPOMOCOMHBIX
Pa3pbIBOB U CTPYKTYPHBIX NMEPECTPOEK XPOMOCOM

O JleTtanmu MexaHn3Ma, CBSA3BIBAIOIIETO MOJICKYIISIPHBIC TIPOIICCCHI, B
KOTOPBIEC BOBJICUEH O€JIOK cUHApoMa biiyma n XpoMOCOMBI, HAXOIATCA
Ha 3Tare N3y4eHUs

Bloom's Syndrome: Clinical Spectrum, Molecular Pathogenesis, and Cancer Predisposition/ Cunniff C, Bassetti JA, Ellis NA.// Mol
Syndromol. —2017. - Jan; 8(1).



KNNHUYECKAA KAPTUHA

o OCHOBHBIMM  TIpU3HAKaMU cUHIApoMma  biyma %
SIBIISTFOTCS IPONOPITMOHAJIbHAS npe- u
MOCTHATaJIbHASL 3aJIepKKa PocTa, (CpEeIHUN pOCT
B3pocCabiX MyxunH 151 cm, xenmuu — 144 cm),
MUKpolnedanus, gonuxonedanus. JIMmo OOIbHBIX
y3KOo€ C OOJBIIUM HOCOM U OTTONBIPECHHBIMU
YIIHBIMM PAKOBHHAMH, THUIIOIUIA3UE€H CKYJIOBBIX
KOCTEH, HU)KHEH YETI0CTH, BBICOKHM TEMOp Trosoca

o OpgHuM U3 paHHUX KIMHUYECKUX CHMIITOMOB
cunutaercs (OTOIEPMATUT, pa3BUBAIOIICHCA B
NepBbIe MECSIbl KU3HU pEeOCHKA MO BIUSHUEM
WHCOJISILIAN

o Jlokanuzanus mopaxxeHus - 00JIacTh JIMIA, HA HOCY,
IIeKax B BHUAE «0abOYKW», yUIHBIE DPAKOBUHBI M
TBUIbHAs ~ TOBEPXHOCTh  KHUCTEH, HEPEaKo C
OyJIJIE3HON ¥ TeMOpPparuyecKon peaxkiuen

Bloom's Syndrome: Clinical Spectrum, Molecular Pathogenesis, and Cancer Predisposition/ Cunniff C, Bassetti JA, Ellis NA.//
Mol Syndromol. — 2017. - Jan; 8(1).



KNNHUYECKAA KAPTUHA

* DboJbHBIE BBINISIAT CTaplie CBOETr0 BO3PAcCTa,
OTMEUACTCS  NPEKJICBPEMEHHOE  MOSIBJIICHUE
MOPILHH, TUIIEPTPUXO03, NUITOHUIAIBHBIC KHACTHI
U SIMKH, JepopMaluyd TalIbIEB, OTCYTCTBHUE
BEPXHUX JIATEPAJIbHBIX PE3IIOB

* VYV OoJpHBIX HAOITOHAECTCA CKJIOHHOCTh K
HHQEKIUSIM BEePXHHMX AbIXaTeNbHBIX ITyTEH
pa3HOM CTEINEeHU THKECTH (OTUT, IMHEBMOHUA),
KOTOpBIE YacTO BO3HHUKAIOT B TEUCHHUE BCETO
JIETCKOTO BO3pacTa M CBI3aHbl C HMMYHHOWU

HEI0CTATOYHOCTHIO

Miliaria. /Nikki A. Levin; Dirk M. Elston // Medscape. — 2020.



KANHUYECKAA KAPTUHA

Y My»X4MH ¢ CHHIPOMOM biyma HEpEIKO UMEETCs CuH APOM b NnyMa
TUIIOTEHUTAIN3M C TUIIOCHAAUEN U KPUIITOPXU3MOM,

HEJOPa3BUTHEM STUUYCK, OCCIIIONUE B PE3yiIbTaTe
a3000CIIePMHUH

VY XKEeHIUH OTMEYaIOTCsl CHIXKEHUE (PEPTUIIBHOCTH U
YKOPOUEHHE PENPOAYKTUBHOTO BO3PACTA

Habmromaercs cHIKeHHE KOHIIEHTPAIMK BHUMAHHS U
CHIDKeHHUE (DYHKIIUM TaMSITH B pe3yJbTare OTCyTCTBUS
WHTEpeca K yuede, HO YMCTBEHHOM OTCTaJI0CTH HET

Miliaria. /Nikki A. Levin; Dirk M. Elston // Medscape. — 2020.



OWATHOCTUKA

JlnarHo3 ycTaHaBJIMBAETCS HA OCHOBAHUU
IUTOT€HETUYECKOTO UCCIIEOBAHUS C 00OHAPYKEHUEM
OOJIBIIIOTO KOJIMYECTBA OOMEHOB (pparMeHTaMu
MEXKITY “‘CeCTpUHCKMMM Xpomarugamu. [Ipu
HEOOXOAMMOCTH TUArHO3 MOXKET OBITh TaKKe
MOATBEPXK/ICH PE3yJbTaTaMU CEKBEHUPOBAHUS I€Ha
BLM wunu npoBenenueM aienb-cueinuduanoi TP
B03MOXHO pOBEICHUE NPEHATAIIBHOU JUATHOCTUKHA

CuHppom bnyma

T'opna, M.B. ,u np. ®enepanbHble KIMHUYECKHE PEKOMEHIALUH [0 OKa3aHUIO METUIIMHCKON MOMOIIN CTSIM ¢ CHHIpoMoM biyma
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NEYEHUE

* Chenuduueckoro Je4eHus CHHApoMa biyma B HacrTosinee BpeMsl He
CyIIECTBYET. B CBSI3M C TIOBBIIIEHHOM YYBCTBUTEIBHOCTBIO K
yIABTPA(UOICTOBOMY HU3JIYUYCHUIO M PUCKOM OOpa30OBaHMs OMyXOJeu
KOXKM OOJIbHBIM PEKOMEHAYETCS OrpaHWYMBaTh NpPEObIBAaHHWE Ha
COJIHIIC M HCIOJIb30BaTh COJIHIIE3AMUTHBIN kpeM ¢ SPF>30. BmecTo
pEeHTTeéHa W KOMIIBIOTEpHOW  ToMorpaduu  (MCTOYHHKOB
NOTEHIIMAJIbHO ~ MYTAareHHOIO0  PEHTI€HOBCKOTO  M3JIyYCHMUS)
pekoMenayerca ucnosb3oBars MPT n Y3U

 Ilpy HUBKMX YPOBHSIX HMMMYHOITIOOYJIMHOB CBIBOPOTKH KpPOBHU
nalnyeHTaM Ha3HAYaIOT 3aMECTUTEIBHYIO TEparmio
MMMYHOIJIOOY TMHAMU

Topna, M.B. ,u np. ®enepanbHble KIMHUYECKUE PEKOMEHIAINH 110 OKa3aHUIO MEAMIIMHCKON MOMOIIHU JAETSAM ¢ cuHaApoMoM biayma
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NMPOrHO3

Cungpom biyma — HeuzieunMoe 3a00JIEBAHUE,
a CHMIITOMaTH4YE€CKas Tepamus CIOCOOHA  JIMIIb
VIUIMHUTh  TIPOJOKUTEIBHOCTD JKW3HW  IAllMCHTOB.
boneHble moruOarT B Bo3pacte A0 S0 mger ot
OHKOITATOJIOTHH, XPOHHUYECKHX JIETOYHBIX OOJIC3HEM,
CUCTEMHBIX MH(EKIIUH, CIIPOBOIIUPOBAHHBIX
UMMYHOAC(PUITUTOM

[Torexaes H.H., Akumos B.I'. //IluddepenimnanpHas 1uarHocTiKa U JeUeHUE KOXKHBIX Ooe3Hen. Atac-
crpaBouHuK. / M.:I'sotap-Menua, 2016. — 456 c.



INPOPUITAKTHUKA

IlepBuuHas npoduiakTUKa npecTaBiICHa
MEJIMKO-T€HETHYECKUM KOHCYJBTUPOBAHUEM CEMEN
13 TPYMII PUCKA, 2 BTOPUYHASI BKIIOUACT
CBOCBPEMCHHYIO TMAarHOCTHUKY U aJCKBaTHOE
NOAICPKMBAIOIIEE JICUCHUE

[TorexaeB H.H., Akumos B.I'. //IuddepennnanbHas 1MarHocTUKa U JieueHHE KOXKHBIX O0e3Hel. ATiac-ClipaBOYHUK. /
M.:I's0otap-Menna, 2016. — 456 c.
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