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OHKoremartosiormieckne 3abosieBaHusi 3aHUMalT NepBOe MECTO B CTPYKTYpPEe 3/10Ka4eCTBEHHbIX HOBOOBpPa30BaHMi AeT-
CKOro Bo3pacrta. Comatmyeckmne MyTaluumn B KJIE€TKax Oryx0/eBbiX KTOHOB XOPOLIO U3Y4YeHbl, BKJIIOYEHbl B COBPEMEHHbIE
KaaccuouKalumuu, UCrosb3yTCs /151 CTpaTudUKaLmnmn 60J1bHbIX Ha MPOrHOCTUYECKNUE IPpYyrbl PUCKa U BbIGOPa rnporpaMmma|
Tepanuun. B 10 e Bpems onucaHo 6onee 50 Hacne[CTBEHHbIX CUHAPOMOB, acCOUMNPOBAaHHbLIX C pa3BUTMeM remobna-
CcT030B. YacTb 13 Hux (cuHapom [ayHa, cuHApom KnanHpenstepa, MUKPOAEELIMOHHbIE CUHAPOMbI U Ap.) 06YC/I0BJIEHbI
XPOMOCOMHOWM naTosiormen, Ans Apyrux onucaHbl aabTepaymu 0HOro Man HECKOIbKUX FrEHOB C Pas3/IMYHbIM TUIIOM Hac/ie-
[I0BaHMsi n BO3pPacToM MaHupecTaLmm OHKOreMaToa0rndyecknx 3aboseBaHuni. [eHbl NpeapacnooXeHHOCTU K OHKorema-
To/I0rMyecKmnm 3abosieBaHUsIM y4acTBYIOT B rpoleccax penapauun [HK, perynsunm KneToyHoro ymKkaa, MMMYHHOIo oTBeTa
M paboTbl KOCTHOro MO3ra. B JaHHOM cTaThe NpuBeAEHbI aKTyasbHbl€ JaHHbIE O FEHETUYECKNX CMHAPOMAaX, aCCoOLUMMPOBaH-
HbIX C pa3BUTUEM remMo61acTo30B C OrMcaHMeM COOCTBEHHbIX KITMHUYECKMX HABIOAEHUHN.
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BBEJAEHME MOCOMHbIMK abeppaunamn [1-8]. CoBpemMeHHble MeTofbl
[emo6nacto3bl — KpaWHe reTeporeHHas rpynna [MarHocTuKKM, BKo4Yasa FISH-uccnegoBaHve, nNo3BONAOT
CUCTEMHBIX 3/I0Ka4YeCTBEHHbIX HOoBOOOGpa3oBaHun (3HO) HEe TO/MbKO KihaccuduumpoBaTb OHKOreMaToJsiorMyecKkue
M3 KNEeTOK KPOBETBOPHOW M IMMPOMAHOM TKAHEN C BOBJe- 3abofieBaHns, HO W noadupatb ONTUMalibHble CXEMbl
YeHWem B MNaTONOrMYECKUM npouecc APYrMx OopraHoB neyeHus, BKAOYaAa TapreTHylo Tepanuto. TaK, Hanpumep,
M CUCTEM OpraHu3ma. 4N NaUMEHTOB C XPOHMYECKMM muenonernkosom (XMJT)
B nopasnsowem 60MblUMHCTBE reM06/1acTo3bl acco- C Hanmynem xuMmepHoro reHa BCR-ABL1 — peagynerata
LMMPOBaHbl C COMaTUYECKUMM FEHHbIMU MyTaLMUSAMK U XPO- TpaHcnoKaumu t(9;22)(g34;911.2) [9, 10] ycnewHo ncnonb-
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Hereditary syndromes in pediatric hematooncology

Hematooncological diseases head the list in the structure of malignant neoplasms of childhood. Somatic mutations in tumor
clone cells have been well studied, included in modern classifications, and are used to stratify patients into prognostic risk
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g CLINICAL CASE

KJIUHUYECKUU CNTYHAHU

3yeTcs WMHrnomtop BCR-ABL-TUPO3MHKMHA3bl MMaATUHWOG
mMe3unnat, KOTOpbIA CyWeCTBEHHO yayywaeT pes3ynbraTthl
NeYvyeHuns naumMeHToB U No3BonseT B 60NbWMHCTBE ClyYaeB
OTKasaTbCsl OT NPOBEAEHUS TpaHCNAaHTaLMK anfioreHHbIX
reMornoaTMYecKnx CTBONOBLIX KneTok (anno-TrCK) [9, 10].
OpHako B psige ciyyvaeB NauMeHTbl MMEKT HacnefCcTBeH-
HYl0 NpeapacnooXKEeHHOCTb K pa3BuTUiO reMo6nacTo30B.
[aHHasa rpynna 60/bHbIX TpebyeT 0coboro HabnwaeHus,
4TO YXKe OTPaXKEHO B KNnaccuduKaLunum MMenonaHblx Heonna-
3un (BO3, 2016), rae remo61acTo3bl, acCoLMUPOBaHHbIE
C HacneCcTBEHHbIMW CUHAPOMAaMU, BblAeNeHbl B CaMOCTOS-
TeNbHY HO30M0rM4yeckyto eguHuly [11]. Kpome T0ro, MHo-
rMe CUHAPOMbI, MaHudeCTUpyOLWME C APYTUX KIMHUYECKUX
NPOSIBNEHUIW, Hanpumep NepBUYHOrO MMMyHogeduLMTa
(MXA), BnocneacTtsmmn MOryT NPUBECTU K PasBUTUIO OHKO-
remaTtonormyeckoro 3abonesaHua. B cBasn ¢ atum JHK-
AMarHoCTUKa HacneCcTBeHHbIX Gopm remo61acTo30B8 0Co-
6eHHO aKTyanbHa B KOHTEKCTE CBOEBPEMEHHOM MOCTAHOBKM
reHeTM4eCKoro AnarHosda W gaibHenlero AnHaMn4ecKoro
HabloAeHNa 3a NauMeHTaMu C LieNbio paHHEero BbiSiBAEHMS
3HO.

XpomocoMHasa natoforus, Kak npaBuio, CONPOBOXAa-
€TCH LWMPOKUM CNEKTPOM KIMHUYECKUX NPOSBAEHUN, KOTO-
pble BO MHOMOM 3aBMUCAT OT MPOTAKEHHOCTM NOKyca Xpo-
MOCOMHOro gucbanaHca. OgHako, He3aBUCMMO OT BMAA
aHeyniouann, a TaKKe pasmepa feneuuu/ayniavkauuu,

XPOMOCOMHble 60/1€3HM B BO/bLUMHCTBE CNy4YaeB accoLmu-
poBaHbl C NOBbLILWEHHBIM PUCKOM pa3BuTma 3HO pasnnyHbix
JIoOKanu3sauum, BKAoYas remo6nactosbl [12-15] (tabn. 1).

Cpeayn nauueHToB ¢ XPOMOCOMHOW NaTonornen Hambo-
nee 4yacto remo6nacTo3bl BCTPeYatoTes y anL, ¢ CUHAPOMOM
[ayHa, npuvyem npeobnagatouen popmorn 3HO gasnsaioTcs
oCTpble IenKOo3bl [17]. HecMoTps Ha 3To, B NPaKTUKE Bpadven
HWW neTcKkon OHKONIOrMK U remaTosiorMn UMeHn akaleMuKa
PAMH J1.A. OypHoBa (ganee — HWUW OOul) HeogHOKpaTHO
BCTPeYanncb KINMHUYECKNe HabnogeHUs C APYrMMU TUNamu
remo61acTo30B.

KnuHuyeckoe HaGaoaeHune N2 1

bonbHas 2 netT. PebeHOK OT ceabMon 6epemeHHo-
CTH, CaMOCTOSITENIbHbIX CPOYHbIX PoAOoB. [locne poxKaeHUs
OblNI0 BbINO/HEHO LMTOrEHETUYECKOE WCCNefoBaHne —
noaTBepxaeH cuHapom [dayHa (kapuotun 47,XX,+21).
[narHoctnupoBaH BPOXKAEHHbIM NMOPOK cepaua (BbliNoAHEHa
nnactuka gedeKkta MeXKenyao4KoBOM Meperopoaku, nna-
CTUKa TPUKYCNMAANbHOro KNanaHa). 3a 2 roaa Xu3Hu 601b-
Has ABaxAbl nepeHecna NHEBMOHMIO, OTMEeYanncb YacTble
OPBMW.

Y matepu B aHaMHe3e 4Be 3aMeplime Ha paHHEM CpoKe
6epeMeHHOCTH, remo61acTo3 y CbiHa ABOOPOAHON CeCTpbl
Matepu (norné B 4 roga OT OC/IOXKHEHUW OCHOBHOIO 3a60-
nieBaHus).

Ta6nuua 1. XpomocomMHas natonorus, Hambonee 4acTo accoLMMpoBaHHasa ¢ pa3BUTMEM remo61acTo308

Table. 1. Chromosomal pathology, most often associated with the development of hemoblastosis

LiutoreHeTnyeckas

CuHapoOM
XapaKTepucTuka

Bua remo6nacrto3sa

ConyTcTBylOlME KJIMHNYECKUE NPOosiBJIEHUs

Cungpom [ayHa Tpucomua 21chr
TpaHcnokauus t(14;21)

Mo3sanuymsm

onn, MAac, oM, X
[16, 17]

YMCTBEHHasi OTCTanoCTb, MOPOKW Pas3BUTUS Cepaey-
HO-COCYAMUCTOM CUCTEMbI, MIOCKUI 3aTblIOK, 6Gpaxu-
JaKTununsg, «o6e3bsiHbs» CKNajka najoHu, cneunodu-
YECKUN nuueBon GeHOTUN (3MMKAHT, MOHIONOUAHBbIN
pa3pes rnas, rmnepTenopuaM, CriaxKeHHbln GunbTp,
MaKporaoccusl), paHHas MaHudecTtaumus 601e3HM
AnburenMmepa, CKIOHHOCTb K pecnmMpaTtopHbiM 3abone-
BaHUAM, OXXMpEHUIo U pa3suTuio 3HO

8- XpOMOCOMbI ® Mo3auyHas popma

CuHApPOM 47, XXY — 80% XMJ1, ON171, OMJ1, HXJT | Kpuntopxuam  (4awe ABYCTOPOHHWI), MUKPOOPXM-
KnanHdenstepa 48, XXXY [18, 19] [M3M, BbICOKWI POCT, rMnoaHaporeHemus, 6ecnnoave,
49 XXXXY OXMPEHME MO KEHCKOMY TUMy, YMEpeHHas 3afepXxKa
47, XXY/46,XY yMCTBEHHOro passutua (B 50% cnydaes), conpoBo-
XAaWaACcqd HapylWweHU MU NoBefeHUs, TPYAHOCTAMMU
KOHTaKTa CO CBEPCTHUKaMM, NOBbILLEH PUCK FEPMUHO-
reHHbIX onyxonew
CuHapom 45,X0 — 50% OJ11, HXJ1, OMJT[19, |HaHu3M, KpblIOBUAHbIE KOXHble CKMaAKW Ha Lwee,
LLlepeweBcKoro — 46,X,i(Xqg) — 15% 20] KOPOTKas Wes C HU3KOW NMHMEN pocTa BOMOC, /IUM-
TepHepa 45,X0/46,XX — 15% daTnyecKme OTEKM KUCTEN U CTOM Yy HOBOPOXKAEHHbIX,
45,X0/46,X,i(Xq) — 5% 604Koob6pa3Has rpyaHas KneTka, BanbrycHas gedop-
MaLMs KOSIEHHbIX U TIOKTEBbIX CYCTaBOB, M’MNEPNUrMeH-
Tauusa KOXM, CHUKEHUE 3PEHUS U ClyXa, BPOXKAEHHbIE
NOPOKK PasBUTUS BHYTPEHHWX opraHoB, Gecnnoawe,
ANYHUKM HE PasBUTbl U UMEIOT BUI COEAUHUTENbHOT-
KaHHbIX TSeW, NOBbIWEH PUCK FTEPMUHOMEHHbIX OMYXO0-
nen
Tpucomus ® MoJiHas TpUcomMuA onni21j YanuHeHHoe nuuo, BbICTynawlowuin no6, Kocornasue,

3MNWUKaHT, rNy6oKO MOCaXeHHble rnasa, runepreno-
pU3M rNa3 U COCKOB, BbICOKOE HebOo, TONCTble rybbl,
BbIBEPHYTasa HUXHSASA ry6a, 60blumne YIHbIe PaKOBUHbI
C TONICTOM MOYKOW, KOHTPaKTypbl CyCcTaBOB, KaMnTo-
AaKTUNKA, KIWHOAAKTUAUA, anna3ua HaAKONeHHWKa,
aHOMa/uu aHyca U NO3BOHOYHWKaA, cepaev4HO-CoCcyaun-
CTble ¥ yporeHuTanbHble MmanbbopmaLmm

lNMpumeyvarHne. 3HO — 3n0Ka4yecTBEHHOE HOBOOGPa3oBaHue; JIX — numdpomMa XoaKKnHa; HXJ1 — HexoaKUHCKne numdomsbl; OJ1JT — ocTpbiv
nuMmobo6nacTHbin nenkos; OMJT — ocTpbIi MUENOUAHbIN NeNKo3; XMJ1T — XpOHUYECKUIA MUENONENKO3.

Note. MT — malignant tumor; HL — Hodgkin’s lymphoma; NHL — non-Hodgkin lymphomas; ALL — acute lymphoblastic leukaemia; AML —

acute myeloid leukemia; CML — chronic myelogenous leukemia.



B BospacTte 2 net y pebeHKa MosiBUIOCb OMyxoneBoe
obpa3oBaHMe B /1IeBOWM BUCOYHOW o6GnacTtu. o gaHHbIM
KoMnbloTepHoro tomorpaduyeckoro (KT) wnccnenoBaHus:
KapTuHa o6beMHbIX 06pal3oBaHuK 4yepena, AndPy3HbIe
[ECTPYKTUBHbIE MBMEHEHUS KOCTHbIX CTPYKTYP Yepena; npu-
3HaKW OEeCTPYKTUBHbIX U3MeHeHUn VI pebpa cnpaBa, 06emnx
NOAB3AOLWHbIX KOCTER C HanM4yMeM MATKOTKaHHbIX KOMMO-
HEHTOB, BHYTPUrpygHas, naxoBas, noambiweyHasa numda-
JeHonaTtus.

O6WHNIN N OBUOXMMUYECKUN aHanu3bl KpPOBM Obin
B npegenax BO3PacTHOM HOpMbl. [lpyM LUTONOrMYECKOM
nccnegoBaHMM KOCTHOMO Mo3dra — 61acTHas MeTtannasus.
MMMyHObEHOTUNMPOBaHME 6AACTHbIX KNEeTOK NO3BOJIUNO
KOHCTaTUPOBaTb MX MUENOUAHYIO NPUMPOAY — OCTPbIA Mue-
NOUAHbIM nenko3 (M7-BapuaHrT).

BoisneHne TREC u KREC: TREC — 112,6 Konun
Ha 100 TbiC. NENKOLMTOB, YMCNO Konuh Ha 1 MKkn — 3,2;
KREC — 138,9 konui Ha 100 TbiC. NENKOLMUTOB, YMUCNO
KOMui Ha 1 MKN — 4; Nony4YeHHble AaHHble CBUAETENLCTBO-
Banu o NMNAI.

MNMauneHTka 6bina HanpaBneHa B HUW O0wul, roe 6bin
NOATBEPXKAEH [MarHO3 «OCTPbI MWENOUAHbLIN NENKo3
(M7-BapuaHT) ¢ KoaKcnpeccuen aHtureHa CD7» u npo-
BefeH Kypc noavxumunotepanuu (MXT) ADE no npotokony
ML DS-2006 ¢ peayKuuen ao3bl gayHopybuumHa Ha 30%
C y4eToM CONyTCTBYIOLLIErO AMarHoda cuHApoM [ayHa.
[OCTUrHYTa KNMHUKO-remaTonornyeckas peMmuccus.

MocTxummoTepaneBTUYECKUIA MEPUOL OCNOXKHUACS ABY-
CTOPOHHEN MNHEBMOHWEN, IHTEPOKONUTOM U BTOPUYHBIM
UMMYHOAEDULMTOM, 4YTO NOTPeOOBaNo NPOBEAEHUS aHTH-
6aKTepuasbHOW (MeporneHemM) U NPOTUBOrPUOKOBON (BOPHU-
KOHa30/) Tepanuu, a TakKe 3amMecTUTeNbHOM Tepanuu npe-
napatamv UMMYHOrno6ynuHa.

BTtopon Kypc MXT no npotokony ML DS-2006 npoBe-
[eH TaKXe C pedyKuMen A03bl aHTPAUMKIMHOBBIX aHTHU-
6notnkoB Ha 30%. HecmoTps Ha AOCTUIHYTYIO KIMHWKO-
reMaTosIorMYecKyto PEMUCCUIO, B KOCTHOM MO3re MeTOA0M
NPOTOYHON LUTOMETPUM onpedensanacb onyxonesas nony-
naums KneTok B Konnvectee 10,1%. OTCyTCTBME MMMYHO-
IOTMYECKOM PEMMUCCUM OCTPOro MMUEoOMAHOro nenkosa
(OMJ1) cTano NnokasaHuem Ang nepesoga 601bHON Ha Tepa-
nuo BTOpon NnHMM — FLAM (dnygapabuH 1 uuTapabuH)
¢ nocnepgytwollen TpaHcnnaHtauuen anno-TFCK. B TeyeHune
2 mec nocne anno-TFCK pe6eHOoK KB, NPU3HAKOB peLu-
omBa OMJ1 HerT.

KnuHuuyecKoe Ha6GnwopaeHue N2 2

BbonbHoOM 14 neT. Pe6eHOK OT nepBon 6epemMeHHOCTH,
npoTeKaBlwen 6e3 OC/MOXHEHUN. Poabl camMOCTOATENbHbIE,
CpoyHble. [InuHa Tena npu poxaeHun — 55 cm, Macca
Tena — 2940r.

Mo paHHbIM yNbTPa3BYKOBOro uccnegosanus (Y3U),
BbIMOSIHEHHOTO BO Il TpumecTpe, AnarHOCTUPOBaH AedeKT
MEXKEeNYAOYKOBOM MNEPEropofkun, onepaTMBHOE nevyeHue
nposefeHo, Korga pebeHKy ncnoaHunock 6 mec. Y pebeH-
Ka oTMeYyeHa 3afepKKa HEepBHO-NCUXMYECKOr0 Pa3BUTUSA:
caguTbes ctan B 9 mec, nowen B 1 rog 6 Mec, caMocTosATe Nb-
Has peyb — C 6 NeT.

MNepeHeceHHble 3aboneBaHns: BeTpsHas ocna B 5 ferT,
poOXMUCTOe BocnaneHue, muonus ¢ 4 net (Habnogaetcs
y odTtanbmonora). Mo MecCTy »MTenbCTBa Ha OCHOBaHWU
GeHOTUNMYECKOW KapTUHbI M Mochieaylowero uccneaosa-
HUS KapnMoTuna 6blN yCTaHOBAEH AMArHO3 «cMHApom [ayHa
(47, XY+21)».

B 13 net y pebeHKa oTMe4vyeHOo nosiBneHne ¢bebpunbHom
TemnepaTtypbl Tena 1 Kawns. MNoayyan cMMnNToMaTUYeCcKyio
M aHTUGaKTepuanbHyto Tepanuio 6e3 adpdekta — Ha doHe

NleYyeHns 0TMEYEHO yBENYEHNe LWENHOro MnmdaTM4ecKoro
y3na cnesa ao 4 cm. C nogo3peHnem Ha numdonponude-
paTMBHOoe 3aboneBaHWe nauueHT Obla rocnuTannM3npoBaH
B HUW OOul, roe 6bina BbiMNoSiHEHA 6GMOMNCUA LIEWHOrO
nMuMmdaTUyecKoro yana ciesa U No AaHHbiM MoOpbOUMMY-
HOMMCTOXMMMUYECKOrO UCCNEef0oBaHUS yCTaHOBEH AMarHo3
vimMmboMa XoaKunHa (J1X)». B pamKax oLeHKKU pacnpocTtpa-
HEHHOCTM ONYyX0/IEBOro nNpoLecca BbiNoIHEHA NMO3UTPOHHO-
3MUCCHOHHAsa ToMorpadus, COBMELLEHHAs C KOMMNbIOTEPHOM
Tomorpaduen (MIT-KT), 4To NO3BOAMNO ONPeaennTb 30HbI
nopakeHus u chopmynmpoBaTb OKOHYATENbHbIM KAWHUYE-
CKMN amnarHos: «Knaccuyeckas JIX, cMelaHHO-KNETOYHbIN
BapWaHT, C MOpPa)KeHUWeM LWENHbIX, HaA- U MOAKIIOYUYHbIX
nMMdaTUYECKKX Y310B C 06eUX CTOPOH, MenacTUHaNbHbIX,
nMMPaTUYECKMX Y310B BOPOT NEYEHU, 3a6PIOLMHHBIX IUM-
daTnyecKunx y3noB, ceneseHku, llIB ctagus».

Ha npotsxkeHun 4 mec nauueHT nonydan MNXT no npo-
Tokony HUW A0ul 1X-2020: 2 Kypca no cxeme escBEACOPD
n 4 kypca COPD/ABV. B TeueHne 8 mec nocne 3aBeplueHuns
Tepanuu pebeHOoK HaxoanTca nog HabntgeHnem B NOSHOM
pemuccun JIX.

MauneHTol c CUHOApPOMaMM KnanHdenbtepa
n Wepwesckoro — TepHepa TaKk»Ke MOryT UMeTb psif BECb-
Ma crneymuPuyHbiX GEHOTUNMUYECKUX NPOSIBNEHUIN (Tabn. 1),
X0TS1 B MocnefHue rofbl OoTMe4yaeTcs poCT MO3anyHbix GopMm
CO CTEPTOM CMMNTOMATUKOM. Y NaLMeHTOB C CUHAPOMaMu
KnanHdenbtepa u LeplueBckoro — TepHepa, NPOXoAMBLINX
neyenne B HAM O0wl, vyaule BcTpeyannucb repMMHOreHHble
Onyxo/iM, 0AHaKo reMobnacTo3bl TOXKE MOryT pas3BMBaTbCH
B paMKax AaHHbIX cMHApoMOB [19].

KnuHnuyecKoe Ha6nwoaeHue N2 3

bonbHOM 17 net. Pe6eHOK OT BTOpPOW GEPEMEHHOCTH,
npoteKkaBlwen 6e3 ocobeHHocTen. Poabl camocTtosTesb-
Hble, CpoYHble. Mpun 06cnegoBaHnM NO MECTY KUTENbCTBA
C y4eToM GEeHOTUNMUYECKUX OCOBEHHOCTEN ObIIO BbINOJIHE-
HO UMTOreHeTU4yecKoe nccnegoBaHne — Kapuotun 47,XXY,
4YTO COOTBETCTBOBANO cMHAPOMY KnanHdenstepa.

B Bo3pacTe 17 neT Ha OCHOBaHWUW KIMHUYECKUX (Cna-
60CTb, yTOMISEMOCTb, Ccy6dbebpununtet, nepudpepuyeckas
numdbageHonaTusa) uU nabopatopHbix (6/7acTo3 B KPOBM
M KOCTHOM MO3re, B-nnHenHas npupoda 61acTHbIX KJIETOK)
Obln ycTaHoBNEH AuarHo3: «OcTpbii NMMGO6GAACTHbIA Nen-
ko3 (0J11), Bll-ummyHonoaBapuaHT. MauMeHT nony4ymn npo-
TUBOOMNYXO0/EBOE NIeYeHne, HO Yeped 2 roga nocne oOKoHYa-
HUS Tepanuun KoHcTaTupoBaH peunans OJ1J1.

B HMW OOul npu ocmoTtpe pocT 6osibHOro — 183 cwm,
Macca Tena — 85 Kr, BblCOKas Tanus, M3bblTo4Has mMacca
Tena, pacnpegeneHue KMpoBOW TKaAHW NPEUMYLLECTBEHHO
B 061aCTV AroauL, U XMUBOTa, YBENNYEHHble 6€360/1e3HEH-
Hble NNOTHblE Nog4YentocTHble nMmdoy3nbl 4o 1,5 cm B ana-
MeTpe, renatocnieHomeranus (neyveHo +4 cMm, ceneseHka
+3 CM M3-noj Kpas pebGepHOoW Ayru), KOXHble MOKPOBbI
6nefHble, NeTexMn B 061acCTu rPYAHOM KNETKKU, eCTeCTBEH-
HbIX CKNnajoK. B obuwem aHannse KpoBWM — NENKOUUTO3
31 x 109/n (B NenKouuTapHoi popmyne 6nacTHble Knet-
KM — 59%), aHemua (remornobuH — 89 r/n) U TpoM60-
unTonenns (19 x 109/n). B KOCTHOM MO3re — ToTanbHas
6nactHas mMetannasuvsg. MMMyHODEHOTUNUYECKN GnacTHble
KNeTKU 6blNn AEeHTUYHbI TaKoBbIM npu aebiote OJ11 — BII-
MMMYHOMOABaPHUaHT.

B ycnosuax HUM OJOwul 6bina HayaTa Tepanus no npo-
Tokony ALL REZ BFM 2002, nocne 4ero 6bisa BbINOSHEHA
anno-TICK ot poactBeHHOro nofiHocTbio HLA-coBMecTMMOoro
[oHopa (6paTa). [1o AaHHbIM KOHTPOJIbHOM KOCTHOMO3roBOWM
NyHKUMK B pamKkax +30 cyT oT anno-TCIK coxpaHsatoTea Kau-
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g CLINICAL CASE

KJIUHUYECKUU CNTYHAHU

HWKO-remaTonorMyeckass 1 MMMYHOIOTMYEeCKas PEMUCCHUMN.
MoNHbIM LOHOPCKUIK XUMEPUSM.

KnuHunyeckoe Ha6GaoaeHune N2 4

BonbHon 10 net. Pe6eHOK 0T ceabMoi 6epeMEHHOCTH,
TPETbUX CPOYHbIX PoAoB. Macca Tena npu pPoOXAeHWn —
4230, apnvHa Tena — 53 ¢cm, 7/8 6annos no wkane APGAR
(appearance, puls, grimace, activity, respiration). B nepunoge
HOBOPOXAEHHOCTHU COCTOsIHWE pebeHKa TaXKenoe, otMeyan-
€Sl CYAOPOXKHbIN CMHAPOM. bbin nepeBeaeH n3 poanabHOro
LOMa B OTAEeNeHWe NaTofiormMn HOBOPOXKAEHHbIX, IAe NPOXo-
AWN nevyeHue B TedeHne 1 mec ¢ JMarHo3oMm «nepuHatanbHoe
nopakeHue LieHTpanbHOW HEPBHOW cucTeMbl». Ha nepsom
rogy ¥u3Hu pebeHKa poauTenun K Bpayam He obpalianuce.
[anee oTMevanacb 3ajepiKa NCMXOMOTOPHOI0 U peyeBoro
pa3BUTUS — XOAMT C 2 NET, peyb CKyaHas ¢ 4 net, Hapywe-
HWe NOoBeLEeHUs, arpecCcMBHOCTb. Haxoguncsa Ha gomallHeMm
o6y4yeHunun, nporpamMmmy He ycBauBas. 10 JaHHbIM 31EKTPO-
aHuedanorpadun — 3INUNENTUHECKON AKTUBHOCTU HET,
MarHUTHO-pe3oHaHcHon Tomorpaduu (MPT) ronosHoro
Mo3ra — cybatpoburyeckre NOAKOPKOBbIE U3SMEHEHNS AOP-
callbHblX OTAENO0B NeBon remmncodepsbl. B 9 net nonyyunn tpas-
My — yWIMG KOCTeN Yyepena (ynan ¢ Benocunega).

AHamMHe3 B OTHOLWEHWMM OHKOMOrMYEeCKUX 3aboneBaHui
OTArOWEH: MO OTLLOBCKOM JIMHWUW Y OBOKOPOAHOM GabyLiKu
B BOo3pacTe 53 neT gMarHoctMpoBaHa Onyxofib rON0BHOIO
mo3ra.

B 10 net y peGeHKa oTMeyeH anuson ¢ebpusibHOM
Temnepartypbl Tena, runepemMus CaM3ncTon 060104KKN POTO-
rNOTKW, reMopparnyeckas Cbifb Ha HUXKHWUX KOHEYHOCTSX.
Mony4yan cumnTOMaTUYECKYlD Tepanuio napaueTtamosiom
6e3 adpdeKkTa. MNpu obcnegoBaHMM B AETCKOW 60MbHULE
NO MECTY XWUTeNbCTBa MO [JaHHbIM 06LWEero aHanuM3a Kpo-
BM M muenorpammbl 6bin 3anogo3peH OMJI. Ans yToyHe-
HUS anarHo3a 6onbHOM 6bin HanpasneH B HAW 0wl rae
npY UMMYHODEHOTUMMPOBAHUM BNACTHbIX KNETOK YCTaHOB-
neH M7-sapuaHTt OMJ1.

LiuToreHeTM4yecKkoe wnccnegoBaHue: Mpu CTaHLapTHOM
KapuoTUNMPOBaAHUK OGHapYKeHa TPUCOMUS 8- XPOMOCOMbI
B 25% Kknetok — 47,XY,+8[2]/46,XY[8]. MNpu nccnegosarHunm
meToaom FISH — Tpucomus 8- XxpoMocoMbl MoaTBEpPKAE-
Ha. Jo o6palleHns K OHKOreMaTofnoram LMToreHeTM4eckoe
nccnegoBaHMe NaLMeHTy He NpoBoauaock. Kpome Toro, 6bin
npoBegeH XPOMOCOMHbIA MUKpOMaTpUYHbIM aHanns (XMA)
Ha o6pa3uax AHK, BblaeneHHON M3 nernKkoumToB nepude-
pUYECKOW BEHO3HOW KPOBW, — OBHapyKeHa Tpucomus 8-u
XPOMOCOMbI, MO3anyHas ¢opma, ypoBeHb NaTtoiorM4yecKoro
KfIoHa cocTaBun 25%, 4TO NoATBEPKAAET KOHCTUTYTUBHbIN
TMMN MO3anYyHOM TPUCOMUK 8.

Mpn ocMoTpe OTMeYeHbl MPU3HAKKU YMCTBEHHOM OTCTa-
nocTn, 6paxuuedanusa (OKPYKHOCTb ronoBbl — 53 cMm),
OKPYXXHOCTb rpyan 68 — cMm, CUHAAKTUAMA 2—3-X nanbleB
cTon (Nnepefaya no OTLOBCKOW JIMHUK).

B HacToswee Bpems 607bHOM MpoxoauT Kypcbl MXT
no npotokony ans OMJ1. MNMonyyeHa KNMHUKO-remaTonormye-
cKas pemuccus.

OnMcaHHbIN KIMHUYECKUIN CnydYan NoaYepKUBAET CIOXK-
HOCTb MOCTAHOBKW AMarHo3a KOHCTUTYTMBHOW TPUCOMMUM
8- xpomocoMbl. C 0AHON CTOPOHbLI, Y NaLlMeHTa npucyT-
CTBYIOT 3aJepKa NCUXOMOTOPHOIO U PevyeBOro pas3BuUTUS,
YMCTBEHHAsi OTCTaN0CTb, MaJjible aHOManuu pa3BuTus (bpa-
xnuedanus, cuHaakTunng 2—3-x nanbLEeB cTon), ¢ Apyrow
cTopoHbl — [AHK-anarHoctuKa BbiNonHsAnach Ha o6pasuax
KPOBW B OCTPbIM Nep1Moa OHKOreMaTonorMyeckoro 3abone-
BaHuA. 119 yTOYHEHUS AnarHo3a B NoA0GHbIX CyYasx peKo-
MeHayeTcs NOBTOPUTb UCCNedoBaHMe Ha o6pasLax TKaHen,

He BOBJ/IEYEHHbIX B NaTONOMMYeCcKui npoLecc (6yKKalbHbIH
3NUTENNNA, BUONCUSA KOXKK) UK B nepuog pemmuccun OMJI.

XpomocomMHas natonorMs 4acto coyeTaeTcs C SPKO
Bblpa*eHHbIMU GEHOTUMUYECKMMIN OCOBEHHOCTAMU, FPYyOON
3a[ePKKOM Pa3BUTUS, HAMYMEM MHOXKECTBEHHbIX MOPOKOB
pPa3BUTUS, YTO CYLLECTBEHHO OrpaHniYnBaeT NPOLOIKUTENb-
HOCTW YXM3HU BOMbHbIX, B CBA3M C YeM MarHo3 MOXKHO 3amno-
LO3PUTb NO KIMHUYECKUM NPOSBAEHUSIM YKe B HeoHaTaslb-
HOM Bo3pacTe. [1na NoATBEPXKAEHUSA AMarHo3a nauveHTam
PYTUHHO BbINOHAETCA LMUTOreHeTUYeCcKoe uccnegoBaHue
(aHanus KapuoTtuna). B page cnyvyaes, Hanpumep npu obHa-
PY>XEHUN MapKepPHOW XPOMOCOMbI HESICHOrO MPOUCXOXAe-
HMS, ANs ee MaeHTMdMKaLMK peKoMeHAyeTCs UCNoNb30BaTh
XMA.

Mpn aToM cTepTas KAMHUYECKas KapTuHa (Hanuudue
3a4EPKKMU Pa3BUTUA MNPU HOpMasibHOM QeHoTUNne, MHO-
KECTBEHHbIE MOPOKW PasBUTUS MPKU OTCYTCTBUM TpPyObIX
HapyWeHWN WHTENNeKTa U T.4.) He SBNSETCA KpUTepUeMm
UCKOYEHNS XPOMOCOMHOWM NaTofIorMn U MOXKET BblTb acco-
LMMpoBaHa € HalanyMem MUKPOLENeLMOHHOro CuHApoMa.
B atom cnyyae ans [JHK-anMarHOCTMKM TakKe peKoMeHAy-
eTcs ucnonb3oBatb XMA, MOCKOMbKY Aeneunn NPOTAXKEH-
HOCTbIO MeHee 15 MAH map OCHOBaHWW MPW CTaHAaPTHOM
LMTOreHEeTUYECKOM UCCNef0oBaHUN, KaK NpaBuio, He BblsiB-
nsTes.

B nutepaType HeOLHOKpPaTHO OMUCaHbl ciyvyau pas-
BUTUA OHKOreMaToNornyeckmnx 3abofieBaHUn NpU MUKPO-
LeNeuUnoHHbIX U MUKPOAYNJIMKAUMOHHbBIX cuHApoMax. Tak,
Hanpumep, remo6aacTo3bl BCTpeYyanucb MpPU CUHAPO-
Me MuKpogeneuun 13q, maHubecTaums KOTOPOro 4acto
COMPOBOXAAETCH He TONIbKO 3aepPXKOM Pa3BUTUS pasHow
CTEeNeHW BbIPAXXEHHOCTU, HO M peTuHoGnactomon — 3HO
ceTyaTKku. TaKkKe MOXKHO BCTPETWUTb OonucaHwe remobna-
CTO30B Npu cuHApoMme Bunbsimca (Mukpoaeneums 7q-) [13],
MUKpoaeneumnun 7pl2.1p13 [14], a TaKKe MUKPOAYNIMKaLUn
22011.1q11.22 v ap. [12, 15]. B npaKtuke Bpayen HUU
0wl TakKe BCTpevyanucb MNaumeHTbl ¢ remob6nacto3amu
B COYE€TaHUM C MUKPOAENELMOHHBIM CUHAPOMOM.

KnuHuyeckoe Ha6nogeHune N2 5

BonbHo 9 net. PebeHOK OT nepBoi GepemMeHHOCTH.
Poabl cpo4Hble, onepaTuBHble (OTC/IOMKa MNaaLeHThl).
Mpu poxaeHun macca Tena — 3180 T, AnnHa Tena — 52 cwm,
7/8 6annoB no wkane APGAR, a TaKxe Oblin BbiiBfie-
Hbl MHO}ECTBEHHbIE CTUIMbl AM33MOpUOreHesa: pyauMeHT
6-ro nanbLa 1eBOV KUCTW (yaaneH B poaaoMe), BOPOHKO-
o6pa3Has dopma rpygHON KNETKWU, KPUNTOPXM3M crpaBsa.
Mo paHHbIM nepBoro Y3W-CKPUHWHIA BbIIBNAEHO yBENu-
4yeHue BOPOTHWKOBOIO MPOCTPAHCTBA, B CBA3W C YeM Obl
BbINOMHEH KOPAOLEHTE3, MO 3aK/OYEHUIO FEHETUYECKOro
nccnenoBaHus — 46,XY (HopMasbHbI MYXXCKOM KapuoTun).
PaHHee pa3BuTue pebeHKa C 3a4epPKKON NMCUXOMOTOPHOIO
W peyeBOro pasButusa (xoaut ¢ 1 roga 3 Mec, AM3apTpus).
Mo pgaHHbIM MPT rofioBHOro mMo3ra — CY)KEHbl nepegHue
pora 1 Teno 60KOBbIX XeNya04KOB rofI0OBHOr0 MO3ra, Kucta
nNpo3pavyHON NePEropoaKH.

B 9 nety pe6eHKa 0TMEYEHO YBEMYEHNE LUENHDBIX JIUM-
daTnyecknx ysnos. bbina Hal3HavyeHa NPOTUBOBMPYCHas
Tepanus, Ha GOoHe NPOBEAEHNS KOTOPOM OTMeYascs 3Ha4yu-
TeNbHbIN POCT pPa3MepoB MOAYENIOCTHbIX NAMMdATUHECKUX
y3/10B, B CBSI3K C YeM Oblfia BbiNonHeHa 6uoncus. MNMpu mop-
GOUMMYHOTMCTOXMMUYECKOM MUCCnefoBaHMnM — cybToTasnb-
HOe nopaxeHue nuMmbaTU4ecKoro yana npu HogynsapHown JiX.

MauneHT 6bln rocnutanuauposadH B HUKU  O0ul.
Ha MomeHT ocMoTpa: MU0 YAJMHEHHOE, TMnonnasnsa Bepx-
HEN M HUXKHEWN YEeNoCTU, BbICOKOE HEGO, HEPOBHbLIM POCT
3y60B, LUMPOKKNE pe3Libl BEPXHEN YENOCTH, HU3KO NOCaXKeH-



Hble OTTOMbIPEHHbIE YLHblIE PaKOBWHbI, BOPOHKOOGpa3Has
nedopmMaLns rpyaHoN KNeTku, aedbopmManms pebepHomn ayri,
«Kpyrnas» CnuHa, 4acTMyHas CUHAAKTMAMA 2—3-ro nanbLeB
CTOM, aCTUrMaTu3M, KOrFHUTUMBHbIE U NOBEAEHYECKNE Hapy-
LeHus.

BonbHOMYy 6b11 BbINoIHEH XMA 3K30HHOIO YPOBHA —
BbISIBfieHa eneuns yHacTKa KOpOTKoro nnedva 1-M xpomo-
COMbI, BKJOYalowasa pernoHbl 1p31.3-p31.1, pa3smepom
17 547 128 nap HykneotuaoB — 48 reHoB. [JaHHbIN Xpo-
MOCOMHbIN Auc6GanaHc acCouMMpoBaH C MUKPOLENeLMOH-
HbIM CMHAPOMOM, NPOSIBASIOWMMCA 3aAEPKKON Pa3BUTUS,
noBeAEHYECKMMM HapyWweHUAMU C MpU3HaKaMu ayTuama,
AM3MOPOUYHBIMM YepTaMu NiuLa, CKENeTHbIMU AUCnaasunsg-
MU (aedopmaums rpyaHon KNeTKu, pyaMMeHT 6-ro nanbLua),
KPUMNTOPXU3MOM.

[MaumeHTy O6blna HaszHadeHa [NXT no cxeme DBVE —
3aduUKCUpPOBaH MOMHbLIN OTBET CO CTOPOHbI OMYX0NK (MO AaH-
HbiM M3T-KT). C KoHconuaupyolen Luenbto 6bina nposeaeHa
nyyeBas Tepanusa Ha WCXOAHO BOBJIEYEHHble 30Hbl B A03€
26 p. B HacToslee Bpemsl NauUMeHT B NOJIHOW PEMUCCHUMH,
KOoTopas npojonkaetcs 6onee 13 mec.

TakXe K pasBuTMIO remo61acTo30B MOryT npeapac-
nonaratb HacneLCTBEHHbIE CMHAPOMbI, aCCOLMMPOBaHHbIE
C FeHHbIMW MyTauusamK (Tabn. 2). YCNOBHO MX MOXHO pas-
OeNnTb Ha NaTb rpynn:

1) CMHAPOMbI, aCCOLMMPOBAHHbIE C HApyLeHMeM pena-
paunn OHK;

2) CUHAPOMbI, aCCOLMMPOBAHHbIE C HEAOCTATOYHOCTbIO
KOCTHOr0 MO3ra u UMMyHOAEeDULUTOM;

3) RAS-natuuy;

4) CUHLPOMbI, aCCOLMMPOBAHHbIE C HApyLEHNEM pery-
UMW KNETOYHOIO LIMKNa;

5) peankue cemenHble dopmbl OJ11 6e3 dpeHoTunuye-
CKWX OCOBEHHOCTEN.

CuHapoMm JIn — PpaymeHun (CJIP) — peakunn cuHAPOM
C ayTOCOMHO-4OMMWHAHTHbIM TUNOM HacneLOBaHUsA U BbICO-
KOV MNeHeTPaHTHOCTbIO, aCCOLMMPOBAHHbBIA C pa3BUTUEM
NepBUYHO-MHOXECTBEHHbLIX 3/10Ka4eCTBEHHbIX 06pa3oBa-

O

60 net — PXK
/
72 ropa — P/ ,/
55 net 41 rop
s 17 net

/

V4

/

TP53:dell0ex

HUW pasIMYyHbIX JIOKanu3auun u maHudbectauuen B paH-
HeM Bo3pacTe [6]. B nuTtepatype AaHHbIA CUHAPOM MOXHO
BCTPETUTbL NoAa Ha3BaHueM SBLA-cuHapom, a66GpeBuaTtypa
KOTOpPOro oTpakaeT OCHOBHble Tunbl 3HO y naumMeHToB —
CapKOMbl, paK MONOYHOM Kenesbl, JeNKOo3bl, OMyXonau
Hagno4Ye4YHnKoB. B 6GoNblIMHCTBE Cclly4yaeB Yy NauMeEHTOB
onpeaensieTcs repMnHanbHas MyTauus B raBHOM OHKOCY-
npeccopHom reHe TP53 (CJZI® 1-ro tuna, OMIM #151623),
pexe — B reHe CHEK2 (CJ1® 2-ro tuna, OMIM #609265)
W Apyrux reHax. Mpu xapaKTepHON KAMHUYECKOW KapTuHe,
HO OTCYTCTBUM BCEX HEOOXOAUMbBIX KPUTEPUEB ANArHOCTUKMU
MOXHO 3anofo3puTb JIn — ®dpaymMeHn-noLO6HbIR CUHAPOM.

MoneKynapHo-reHeTM4eCKoe wnccnefoBaHve Ans AaH-
HOWM rpynnbl MaUMEHTOB AO/MKHO BKIOYaTb onpegeneHve
MyTauui, npexae Bcero B reHe TP53, He TONbKO MeETO-
4OM BbICOKOMPOU3BOAUTENBHOIO CcekBeHupoBaHus (NGS),
HO Y METOAOM MYNbTUMAEKCHOW NMras3Hom npo6o3aBuCH-
Mon amnnndurkaumm (MLPA), nocKkonbKy B 6-7% cnyyaes
y NauMeHTOB BbISBNASETCS NPOTSXEHHas Aeneuus OAHOro
MW HECKOJIbKMX OK30HOB.

MporHo3 3aboneBaHWs, KaK npaBuno, Hebnaronpu-
ATHbIA. MMauMeHTbl UMET BbICOKMI pUCK pa3BuTua 3HO
B T€YEHWE BCEW XKMU3HU U AOMKHbBI MPOXOAUTb KOMMIEKCHOE
obcnenoBaHue, BKAtoyad MPT Bcero Tefia M KOHTPOJb aHa-
NIM30B KPOBU. TaKKe peKOMeHLOBAHO OrpaHUyYnTb UCMOSb-
30BaHue Ny4eBblX METOA0B AUArHOCTUKM U NNeYeHus.

KnuHunuyecKoe Ha6nwoaeHue N2 6

BonbHoOM 17 net, Habnwoganca B8 HAW A0ul ¢ gnarHo-
30M: «[lepBMYHO-MHOXECTBEHHbIE 3/10KAYeCTBEHHbIE ONYy-
X0JIN: 9MBpPUOHanbHaa pabcaoMuocapKkoma 1eBon Opo6UThI
B 4 roga, anddysHasa B-knetoyHass KpynHOKIETOYHAsA UM-
doma KunweyHnka B 9 net, xoHApobnacTMyecKas octeocap-
KoMa fieBorn Kiouuubl B 11 net 11 mec, amM6puoHasbHas
pab6gomuocapkoma wweun cnpaea B 15 net 10 mMec, XOH-
apobnacTuyeckas octeocapkoma KpecTtua B 16 net, OMJI
B 16 net 6 mec». CeMenHbI aHaMHe3 OTAroWeH 3/IoKave-
CTBEHHbIMW HOBOOGPA30BaHMAMM Pa3/IMYHbIX JOKann3aLuum
(puc. 1).

4 roga — 3RMS neBon op6UThI

9 net — B-KknetoyHas audodysHasg numdoma KULLEYHUKa
11 net 11 mec — OS neBou KNtOYMLb

15 net 10 mec — 3RMS o6nacTv wewn cnpasa

16 net — OS KpecTua

16 net 6 mec — OMJ1

Puc. 1. PogocnoBHas 6onbHoro 17 net (KnnHuyeckoe HabntogeHme N2 6)

lMpumeyaHus. 3IRMS — ambpuoHanbHas pabgommocapkoma; OS — octeocapkoma; OMJT — ocTpbI MUeNnonaHbIi Nenkos; P — pak

wenyaka; PJT — pak nerkoro.

Fig. 1. The genealogy of the patient of 17 years old (clinical observation N2 6)
Note. eRMS — embryonal rhabdomyosarcoma; OS — osteoblastic sarcoma; AML — acute myeloid leukemia; GC — gastric cancer; PC —

pulmonary cancer.
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o AaHHBbIM MONEKYNIAPHO-TEHETUYECKOIO UCCel0BaHUSA
metogomMm NGS ¢ ncnosnb3oBaHMeM naHenu 65 reHoB-OHKO-
cynpeccopoB (BKoYas reH TP53) M NpOTOOHKOreHoB —
npu uccnegosaHun AHK, BblioeneHHon u3 nvmdounTOoB
nepudeprmyeckon BEHO3HOW KPOBM, MATOrEHHbIX KINHUYE-
CKM 3HaA4YUMbIX MyTauMi He BbiiBAeHO. Ha BTopoM 3Tane
OblNI0 BbINOMIHEHO UCCNEOBaHUE KOIMYECTBA KOMUI 3K30-
HoB reHa TP53 meTtogom MLPA — BbiiBneHa geneuuns ak30-
Ha 10 reHa TP53 B reTepo3nroTHOM COCTOSIHUW.

CuHapom HuiimereHa (OMIM #251260) — ayTocom-
HO-peLeccuBHOe 3aboneBaHue, conpoBOXaatoweecs
XPOMOCOMHOW HecTabunbHOCTbl0. CUHAPOM pacnpocTpa-
HEH NOBCEMECTHO, HO 60/bLIMHCTBO OMUCAHHbLIX Cly4aeB
BbiiIBNEHO Ha Tepputopuu Monbwm n Poccun. OgHUM
M3 NepBbiX CUMNTOMOB 3aboneBaHus gsngetca MMUI.
YacTton MyTaumen ans CnaBAHCKOro HaceNeHus npu CUH-
npome HuinmereHa asnsetca 657del5 B reHe NBN. Euwe
11 ToYeYHbIX MyTaL MM, BbIIB/IEHHbIX KaK B 9K30He 6, TaK
M B Apyrux ak3oHax reHa NBN, 6blin onuUcaHbl y OTAESb-
Hbix cemen B lepmaHuu, KaHape, Utanum, MeKcuKe,

Benunko6putanuu, Hngepnangax u Poccuu [75]. Mpu aToM
Heo6Xx0AMMO NOMHWUTb, YTO OTCYTCTBME Y NaLMEHTA «rops-
yen TOYKM» (0COBEHHO B C/lydae NPUHAANEKHOCTU nauu-
eHTa K Apyrom 3THUYECKOW rpynne) He SBNsfeTCa KpuTte-
pveM UCKIOYEeHUs anarHosa. B aTom cnyyvyae nauueHTy
Heo6X04AMMO BbIMONHUTb MOJIEKYNAPHO-TEHETUYECKOE
nccnegoBaHue BCen HYKNE€OTWUAHOM nocneaoBaTelbHOCTH
reHa NBN. Take BaXHbIM AUarHOCTUYECKUM NPU3HAKOM
npuv cuHapome HumereHa aABASETCH BbIB/IEHWE XPOMO-
COMHbIX abeppauui Npu LUTOreHeTU4eCKOM UccneaoBa-
HWUKU, NpUYeM Hanbonee 4acTto 3aTPOHYTbI 7-9 U 14-9 Xpo-
MOCOMblI (Tabn. 3).

B cny4yae, Korga natoreHHblx BapuaHToB B reHe NBN
He onpegensieTcsl, a KJAWHUYECKW AMarHo3 He Bbl3blBa-
€T COMHEHUM, MOXHO NpPeanonoxutb HninmereH-nogo6HbIM
CUHAPOM, acCOLMMPOBaHHbIA ¢ MyTauusamu B reHe RAD50
(5931.1, OMIM #613078) [76]. MauuneHTbl ¢ AaHHbIM CWH-
[IPOMOM TaK¥e MMELOT NOBbIWEHHbIA PUCK Pa3BUTUS OHKO-
nornyeckunx 3aboneBaHun. OgHAKO OTIMYMTENBHOW 0CO-
6€eHHOCTbI0 HuMmereH-nogo6HOro cuUHApoMa saBAsfeTcd
OTCYTCTBME UMMYHOAedULMTA.

Ta6nuua 3. MNauuneHTtol HUM A0OUT ¢ reHeTU4EeCKM NOATBEPKAEHHBIM CMHAPOMOM HuiimereHa

Table 3. The patients of Research Institute of Pediatric Oncology and Hematology with genetically confirmed Nijmegen’s syndrome

LinToreHeTnyeckoe
657del5 Lo ConyTtcTBYylowWwme
Mon uccnepoBaHue, NOUCK CeMeiHbI aHaMHe3 FemoGnacrto3s
B reHe NBN . KJIMHU4YEeCKHUe NposiBIeHUA
XPOMOCOMHbIX abeppauui
Y cecTpbl-61n3HeLa B-KneTouHas HXJI,
o reTepo3unroTHas YacTble 6pOHXMUTDI,
35% abeppaHTHbIX MeTadas, MaHudecTauma
MyTauus B reHe OTWTbI, MUKpoLedanus,
K + B 13% 3aTpoHyThl 7-9 1 14-9 B 9 net (6onbHas
NBN, poantensam AenUrMeHTUPOBaHHbIE NATHaA
XPOMOCOMbI . norn6na B Bo3pacte
cerperaumoHHbIN 14 ner) Ha nosicHuue, YacTele OPBU
aHanu3 He BbINoNHANCH
36% abeppaHTHbIX MeTadas:
1kn t(7;14)(p11;932) OcTpbI
1kn del(14)(g11) nMMdo6aacTHbIN
1kn t(9;14)(q32;q11) nenKkos / numdoma, Mukpouedanus, nros
K + . . He otaroweH npaBoro BeKa, Kocornasue,
2kn inv(7)(p15;936) MaHudecTauuns yacTeie OPBU
1kn t(7;12)(p11;922) B 12 net 5 mec (cTaTyc
1kn inv(14)(g11;932) Hen3BecTeH)
1kn fra2gqllchr6
Y cectpul 0111, T-numdo6nacTHbIN
nornéna B 7 NeT, Takxe N
nevkos / numdoma,
46% abeppaHTHbIX MeTada3s: Hab6noganachb 3ageprKka .
. MaHudecTauma MuKpouedanus, HU3KUI pocT,
K + inv(7)(p13933-34) pocTa u YacTble
B 12 net 10 mec yacTtble OPBU
1(7;14)(p13;q11) OPBMW; reHeTn4ecKoe
(6onbHas nornbna
ncenefoBaHue
B Bo3dpacTe 13 neT)
He BbINOMHANOCH
JinmdobnacTHas
Mmeboma, MuKpouedanus, 3aaepxKa
MaHudecTauuns .
K + He nposoawnsncs He oTarouieH MMMP, CHUKEHHbBIV MHTENNEKT,
B 8 neT 9 Mmec
yacTtble OPBU
(6onbHas nornbna
B Bo3dpacTte 12 ner)
TpuroHouedanus 6e3
46% abeppaHTHbIX MeTadas: OTeu n MaTb — METOMUYECKOro CUHOCTO3a,
. OJ11, maHndecTauns
inv(7)(p15936) reTepo3nroTHble paHHee 3aKpbiTUe POAHUYKOB,
M + B 10 net (cTaTyc
1(7;14) HOoCUTENU MyTaLun HEU3BECTEH) ruapouedanns no6HbIX U
1(6;11;22) B reHe NBN BWCOYHbIX ONEN MO3ra,
3aaepxka NMMP u PP

MpumeyaHne. HXJ1 — HexogKKuMHCKasa numdoma, OJ1T — ocTpblit nuMdobnacTHbli nerkos; OPBU — ocTpble pecnMpaTopHO-BUPYCHbIE

nHdekunn; MMP — ncnxoMoTopHoe pa3BuTue; PP — peyeBoe pa3BuTHe.

Note. NHL — non-Hodgkin lymphomas; ALL — acute lymphoblastic leukaemia; ARVI — acute respiratory virus infections; PD — psychomotor

development; SD — speech development.
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g CLINICAL CASE

KJIUHUYECKUU CNTYHAHU

CuHapom bnyma (OMIM #210900) — ayTOCOMHO-
peueccuBHoe 3aboseBaHWe, NPOSBASIOLEECs 3PUTEMON
Ha OTKPbITbIX y4YacTKax KOXW, CHUMXEHWEM WMMYHUTETa,
oTCTaBaHMeM B POCTe, NOBbIWEHHON GOTOYYBCTBUTENbHO-
CTbtO, @ TaKXXe BbICOKMM PUCKOM pa3BuTus 3HO pasnuyHbIx
noKanusauun. [InarHo3 MoxeT 6biTb YCTAHOBEH Ha OCHO-
BaHWW KNIMHUKO-aHaMHECTUYECKMX JaHHbIX, @ TaKXKe uuTore-
HETMYEeCKOro uccnegoBaHns — npu o6HapyxeHnn 601bwo-
ro KOJIMYeCcTBa CECTPUHCKMX XpoMaTuaHbIXx 0o6MeHoB (CX0),
4YTO §IBNSIETCH MaTOrHOMOHWYHBIM ANna cuHApoMa bayma.
YynTbiBas pasBuUTUE MONEKYISPHO-rEHETUYECKMX METOAO0B
[AMarHOCTUKM, Ha CErOHSAWHMI AeHb ANarHO3 TaKKe MOXeT
6bITb NOATBEPKAEH CEKBEHUPOBaHWEM reHa BLM wnu npo-
BefeHneM annenb-cneundunyHon MLP.

B cny4yae otcyTcTBMS MyTauum B reHe BLM nipu Hanuyiuu
KJIMHMYECKOMN KapTUHbI CMHAPOMa bayma B coveTaHum ¢ Xxpo-
MOCOMHOW HecTabubHOCTbIO U BbICOKMM MnpoueHToM CXO
MOXHO NPeanosioKWUTb MOXOXWH cuHapom — MGRISCE2
(OMIM #618097), accoLMMpOBaHHbIM C FOMO3UIOTHON MyTa-
umen B reHe TOP3A (17pl11.2) [77]. OgHaKo nNpu AaHHOM
CUHAPOME Yy MauUMEeHTOB He Habntogaetcs cneumduyeckunx
KOXHbIX UBMEHEHUIN — 3pUTEMbI MO TUMY «6ab0YKM».

KnuHuyeckoe Ha6GaoaeHmne N2 7

B HUW OOul o6patunacbk cembsi Mo NoBoAy peuuanBa
MMPOMbl BepKnTa HOCOrNOTOYHOM NOKann3aLumm, maHunde-
cTupoBaBwen B 5,5 net y mnagwen goyepu. bpak poaute-
Nlelt HEKPOBHOPO/ICTBEHHbIN (puc. 2). B 16 neT y npobaHaa
Ha GOoHe NPOoCTyabl OTMEYaNoCh yBENNYEHNE NOAMbILLEYHbIX
W HaAKIOYMUYHbBIX TMMdaTMYeCcKnX y3noB cnesa. Npu ocMo-
Tpe npob6aHaa — MuKpouedanus (OKPYXHOCTb FON0Bbl —
49 cwm), y3Koe L0, YANMHEHHbIW BbICTYNatoUWMIA HOC, KPbl-
NOBUAHbIE NONATKK, BanbrycHas gedopmaumsa 1-x nanbues
cTonN, NATHA rMnep- U AenurMmeHTaumMm Ha TyN0BULLE U ne-
4eBOM 06N1acTM cnpasa, NocneonepaunoHHble pybLbl nocne
yAaneHus HEBYCOB Ha rPyaM U XuUBoTE.

CecTtpa npobaHaa, 22 roga. }anob akTMBHO He Npeab-
anset. [lpyn ocMoTpe — HWU3KKMIKA pocCT, gonuxouedanus,
KIMHOAQKTUAMA 5-r0 NanbLa, Ha KOXe HUKHUX KOHEYHOCTEN
N MBOTE MHOXECTBEHHbIE TMMEP- U AeNUrMEHTHbIE NATHA,
KOcorfnasue NeBoro rnasa, BbICTyNaloWwWin HOC, TeneaHru-
3KTa3MA Ha CMNUHKe Hoca. MMMyHHbIM cTaTyc — pesKoe
CHW}EHME CbIBOPOTOYHbIX MMMYHOIN06YINMHOB, OCOGEHHO
dpaKkuymmn IgM.

deHoTMNMYEeCKM Obln NPeanonoXeH cuHapom bnayma.
Ha MOMeHT onucaHua KianHudeckoro chayvas [HK-

44 ropa 46 net
10 net 22 roga
46, XX 46, XX
20%, abeppaHTHbIX 10%, abeppaHTHbIX
MeTadas MeTadas

Puc. 2. PogocnoBHas ceMbM C pOXXAEHWEM ABYX AeTen
¢ cuHapomom bayma

Fig. 2. The genealogy of the family with the birth of two children
with Bloom’s syndrome

AMarHoCTMKa [JaHHOro cuHapoma Gblna 3aTpyAHeHa, B CBS-
31 C 3TUM ANA NaUMEHTKM M ee cecTpbl Gblf0 BbINOAHEHO
UMTOreHeTUYeCcKoe uccnefoBaHve ¢ Lenblo noucka CXO.
PesynbraT: Kapnotun npodaHaa 46,XX, 20% abeppaHTHbIX
meTadas, 38 CXO/Kn; KapuoTun cecTtpbl NpobarHaa 46,XX,
10% abeppaHTHbIX MeTadas, 64 CXO/Kn.

AHemuss PaHKoHM (ADP) — peakoe HacneacTBEHHoe
3a60neBaHne ¢ ayTOCOMHO-PELIECCUBHbBIM TUMOM Hacneno-
BaHUS, MHOXECTBEHHbIMWU MOPOKaMW Pa3BUTUSA (YPOreHu-
TanbHOM M CepaeyHO-COCYANCTON CUCTEM), a TaKXKe MOBbl-
LUEHHbIM PUCKOM Pa3BUTUS OHKONOrMYECKUX 3aboeBaHUN.
Y nauMeHToB, KaK npaBuWiI0, OTMEYalTcs HU3KOPOCNOCTh,
MUKpoLedanus, 6paxmaakTuans 60nblUKX NanbLeB KUCTEN,
Hegopa3BUTME NYYEBOM KOCTH, cneunduYecKkun ULEBON
GEHOTUN «MTUYBbE NULIO», @ TAKKe TMNepPnUrmeHTaLma KOXu.
[eb6ioT remMo61acTo30B 0ObIYHO MPUXOAUTCA Ha BO3pacT
5-10 neT. B KayecTBe NepBOro reMatos1orM4ecKkoro CMMnTo-
Ma 06bl4HO BbICTynaeT TPOMOOLIMTONEHMS, KOTOpas BCKO-
pe OCNoXHSAeTca aHemuen. B ganbHenwem y nauueHTa
pas3BUBAlOTCA JIEMKONEHUS U CUMNTOMbI UMMYHOAEedULUMTA,
4YTO yKa3blBaeT Ha aKkTUBHYIO a3y 3aboneBaHus.

C MONEKYNSAPHON TOYKKU 3peHUst aHeMnss PaHKOHU ABNS-
eTcs nonureHHblM 3aboneBaHWeM. B HacTosilee Bpems
BbIAENSAOT HECKONbKO rpynn 3a6ofneBaHMa B COOTBET-
CTBUKU C BOBNeYeHHbIM reHom — FANCA, FANCB, FANCC,
FANCD1 (BRCA2), FANCD2, FANCE, FANCF, FANCG, FANCI,
FANCJ (BRIP1), FANCL, FANCM, FANCN (PALB2), FANCO
(RAD51C), FANCP (SLX4), FANCQ (ERCC4), FANCR (RAD51),
FANCS (BRCA1), FANCT (UBE2T), FANCU (XRCC2), FANCV
(MAD2L2/REV7), FANCW (RFWD3). B 60-70% cny4aeB
MyTauunn obHapyxuBatotca B reHe FANCA (OMIM #227650),
B 14% — B FANCC (OMIM #227645), B 10% — B reHax
FANCG (OMIM #614082). YacTtoTa BbISBAEHUS MyTaLUK
B Apyrux reHax — 0,2-3%.

KnuHuyecKoe Ha6nwogeHue N2 8

BonbHo 6 netT. Pe6eHOK OT 4eTBepTOoM 6GepeMeHHOo-
CTW, POAbl CPOYHble. bpaKk HeBGNM3KOPOACTBEHHbIN. PoaHas
cTaplwas cectpa 601bHOro ymepaa Ha 3-u CcyT nocse poxK-
[eHUs (AnarHo3 HeM3BECTEH), OCTalbHbIE ETU B CEMbE (TPH
CecTpbl 1 6paT) KIMHUYECKN 340POBbI.

B 5 net y pebeHKa nosiBUAUCH *Kanobbl Ha cnabocCTb,
ro/IOBHYIO 605b, GebpunbHyto TeMnepatypy Tena. o mecty
WUTeNbCTBa noayyan aHTubaKkTepuanbHylo M cumnToma-
TUYECKylo Tepanuio 6e3 BblparKEHHOro MOMOXKUTENbHOMO
apdekTa. Mo pesdynbrataMm 0OWEro aHanM3a KpoBu —
TPOMOOLMTOMNEHUS, aHEMUSA TAXKENION CTEeNeHn (reMmornobuH
35 r/n). C nogo3peHnem Ha remo6nacto3 6bin HanpaBieH
B HAW 0wl rae npu LMTONOrMYECKOM MCCnefoBaHUKM KOCT-
HOro Mo3ra BbiiBfieHbl 6n1acTbl (17%), Makpo- U Me30bopMbl
C BbICOKUM W YMEPEHHbIM SiAepPHO-LMUTONNa3MaTU4eCKUM
COOTHOLIEHWEM, OKPYMbIMU S4paMu, YMEPEHHOW WU Bblpa-
eHHOW 6asodununen yutonnasmbl, B 4aCcTU — C OTPOCT-
4yaTon UMTOMNA3MOW, B €fAMHMYHbIX Gnactax — HesicHas
3EPHUCTOCTb; KONMYECTBO IMMPOLMTOB yYBENNYEHO 40 56%,
rpaHynouMTapHbIN POCTOK peayumpoBaH (9%), 3pUTPOUAHbIN
cyeH (13%), merakapmounTbl — eAnHUYHbIE; OTMeYatoTCcs
SBJIEHUS TPEXPOCTKOBOW ANCNNA3UM.

LiuToreHeTnyeckoe uccnegoBaHne KOCTHOrO MO3-
ra: 46,XY,der(1)add(p36),del(7)(q21)[6]/46,XY[1],
npu CTaHAAPTHOM KapUOTUNMPOBAHUM OOGHAPYXKEH KNOH
C KOMMJIEKCHbIMUW MEPECTPONKaMM, B TOM YUCAE C feneunen
79. MNpu nccnepoBaHun metogom FISH: neneuns 7922-q36
ob6HapyxeHa B 90% aaep; nepectpoek reHos MLL, CBFB
(inv(16)) He o6HapyxeHo. O3b-tect (Ha 20 meTada3zax):
NONOXKUTENbHbIX, BbiABNEHO 45 abeppauumi.



40 net

34 ropa

10 net 8 net

3 aHA

c.4124_4125del homo

7 net 5 ner 1ron

/7

c.4124_4125del homo

A®, KIMHUYecKasa MaHubecTauma
B Buae M/ZIC B 5 net ¢ nocneaytoulen
TpaHchopmauuen B OMJ1 B 6 net

Puc. 3. PogocnosHas nauneHta N2 8

MpumeyvaHme. AP — aHemus ®aHkoHu; MAC — muenoamcnnacTuyeckuin cuHapom; OMJ1T — ocTpbli MUENOUAHbBIV NENKO3; TOYKa
B LleHTpe — HOCUTEeNbCTBO NaToreHHoro BapvaHTta reHa FANCA B reTepo3uroTHOM COCTOSIHUM.

Fig. 3. The genealogy of the patient N2 8

Note. FA — Fanconi’s anemia; MDS — myelo-dysplastic syndrome; AML — acute myeloid leukemia; point in the center — the carriage of a

pathogenic variant of the FANCA gene in a heterozygous state.

Mpn ocmMoTpe 60NbHOrO: ymMepeHHas MuKpouedanus
(OKpy»HOCTb ronoBbl — 48,5 cM), nerkoe kKocornasue,
y3KKe naeun, yasoeHue 1-ro nanbLa 1€BOV KUCTU, Ha KOXKe
TpU NATHa UBeTa «Kode C MOJOKOM» HenpaBW/bHON Gop-
Mbl, 10 1 cM B pa3mepe, Ha 6epax eAUHUYHbIe IKXMMO3bl,
HapyXXHble MONOBble OpraHbl cHOPMMPOBaHbI MPaBUIbHO
no MyX>CKOMy Tuny, AnvHa Tena — 103 cm, macca tena —
14 Kr, aCTEHMYECKOE TENOCIOXKEHHME.

[ocne KomMnneKkcHoro o6cneaoBaHWs Oblil BbiCTaBfieH
aunarHo3s: «MC ¢ MHOXEeCTBEHHOM ANCNIa3nen, pebpaKkTep-
Has aHemus ¢ U36bITKOM 6nacTtoBs, del(7)(q26-q36)».

MauneHTy 6biII0  BbINMOMHEHO MOJIEKYNISPHO-TEHE-
Tuyeckoe wuccnepoBaHne metogoMm NGS — B 3K30HEe
41 reHa FANCA BbiiBNeH MaTOreHHblM BapuaHT HyKJe-
OTUAHOM nocnenoBaTesibHOCTHU c.4124_4125del
(p.-Thr1375SerfsTer49, rs776969626) B roMO3MroTHOM
COCTOSIHUW, MPUBOASAWMM K CABWUIY PaMKM CHUTbIBAHUS.
Mpy NpoBeAeHUN CErperaumMoHHOro aHanansa y poauTenen
npo6aHaa U ero cecTpbl Obla BbIBAEH aHaNOrMYHbIA NaTo-
reHHbI BapuaHT reHa FANCA B retepo3mroTHOM COCTOS-
HMW, @ 0Ha cecTpa, B Bo3pacTe 1 roga, nogo6HO npobaH-
[y, UMena roMO3UroTHYIO MyTaLMio.

CeMbs nmauueHTa 6blla MPOKOHCYNbTUPOBAHA reHe-
TUKOM MOC/ie MONyYeHUs pe3yNbTaToB MWCCef0BaHus.
Ona poautenen npob6aHaa, a TaKXKe CecTpbl — HOCUTe-
Nlel naTtoreHHoro BapuaHTa B reTepo3MroTHOM COCTOS-
HUWU OblI0 PEKOMEHAOBAHO BbINOMIHEHWE NpeHaTaNbHOM
WA NpPeauMnIaHTaULMOHHON AWArHOCTUKM NpW MAaHupo-
BaHWM AETOPOXK/IEHMS, MOCKONbKY PUCK MOBTOPHOIMO POXK-
neHns pebeHKa ¢ aHeMmunen PaHKOHM B CEMbE COCTaBNsEeT
25%. [Ansa cecTpbl npo6aHaa, UMetoWwen MyTaLuio B romo-
3UrOTHOM COCTOSIHWUU, PEKOMEH/0BAHO CTPOroe NOXKMU3HEH-
HO€e AMHaMMYecKoe HabnlAeHWe B YCIOBUSAX OHKOAMCTAH-
cepa ¢ 06s3aTe/ibHON KOHCYyNbTalLMen OHKOoremartonora
M MMMYHonora (puc. 3).

Ha ocHoBaHWKM MpoBeAeHHbIX 06CcneaoBaHW MalMeH-
Ty BbICTaB/€H FEHETUYECKUN AMarHos: «AHemus PaHKOoHM,
rpynna A (OMIM #227650)». C y4yeToM MOPPOUMMYHONO-
TMYECKOro U LIMTOreHEeTUYECKOro McciiefoBaHUs KOCTHOro
MO3ra — MWeNoamnCnIacTM4eCKMin cMHAPOM. MauneHT nony-
yan aNMreHeTMYECKyIo Tepanuio eLmtadnHom 10 mr/m2/cyT
B 1-10-1 AHW, a3auUTUAMHOM 75mr/M2 — B 1-5- OHKM
C MONOXMWTENbHON AUMHAMWKOM MO AAHHBLIM MWUENorpamMMebl:
Yyepes3 1 Mec nocne Havyana Tepanuu 6aacTbl YMEHbLIMANCH

a0 5%, numoountel — A0 54%, rpaHynounTapHbIM POCTOK
CHWXKeEH (24%), yBENMYEHO KOIMYECTBO 303MHODUNOB (6%)
n 6a30dunnoB (4%); yMEPEHHO BbiparkeHa nna3mouuTapHas
peakumsa (2,8%), apuTponaHblM POCTOK peayumpoBaH (3,2%),
ABNIEHUS IBYXPOCTKOBOWM Aucnnasun. MauneHTty 6bian npo-
BeAeHbl 2-1 U 3-1 KypCbl aNUreHeTMYeCcKon Tepanuu, nocne
yero HayaTa noaroToBKa K anno-TICK.

CerperaunoHbli aHanua (puc. 4) NO3BONWI BbISBUTb
Hanb6onee NoAXoAsLWEro AOHOPa — POAHYO CECTPY (CoBMe-
ctumocTb 10/10) 6e3 HOoCUTENbCTBA NATOFrEHHOr0 BapuaHTta
reHa FANCA. TauumeHTy 6blna BbinonHeHa anno-TICK —
BOCCT@HOBJ/IEHWE MO NENKOLMTAPHOMY M TPOMGOLMTapHO-
My POCTKY 3aduKcupoBaHO Ha +21-e cyT. OgHako nocne
TpaHcnaaHTauuMM no JaHHbIM MWENorpaMmbl COXPaHAIUCh
6nactHble Knetku. Cnycta 120 gHen HabnwogeHws nocne
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Puc. 4. CerperaunoHHbit aHanna ang nauveHta N2 8

lMpumeyaHmne. A — npobaHp, MyTaLuns B roMO3UroTHon dopme;
B — maTb naumeHTa, HoCcUTeNb MyTaLMK (B reTepO3UroTHOM
dopme); B — 3g0poBbIn 6paT npobaHia 6e3 myTaLuumu.

Fig. 4. Segregant analysis for patient N® 8

Note. A — proband, a mutation in a homozygous form; B — the
patient’s mother is a carrier of the mutation (in a heterozygous
form); C — the healthy proband’s brother without mutation.
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anno-TIrCK y naumeHTta 6bin1 3admKkcnpoBaH peunans MAC.
MpoBoaMAUCL Tepanus BTOPOW NMHUKM M NMOBTOPHAas annio-
TICK (oT BTOpOW cecTpbl) — Ha +17-e CcyT OTMEYEHO NpHU-
MBNIEHWE TpaHcnnaHTata No NewKoUMTapHOMY POCTKY,
no Tpom6ouuTapHoMy — Ha +21-e cyT. o AaHHbIM KOH-
TponbHOro 06¢cnefoBaHus B pamkax 120 cyT nocne nosTop-
Hon anno-TIFCK oTmeveHa TpaHcdopmauusa 3aboneBaHus
B OMJ1 ¢ Koakcnpeccuen CD7, CD19, CD56 nocne nevyeHus
MZC. Bblno NpUHATO peLleHne o0 NpoBeAeHNN METPOHOMHOWM
MXT No MecTy uTenbcTBa — UMTOpabuH 40 mr/mM2/cyT
B/B CTPYMHO MeaNeHHo 4 AHSA Kaxable 4 Hep; 6-MepKanTo-
NypuH 25 Mr/M2/cyT NepopasibHo exeHEeBHO.

B HacTosiLlee Bpems nauMeHT nony4mn 2 Kypca MeTpo-
HOMHOM MXT. Mo AaHHbIM MWenorpammbl (4epe3 6 mec
nocne Hayana MeTPOHOMHOMW Tepanuu) AOCTUTHYTa MOp-
donornyeckas pemuccus, TpaHcnnaHtTaT GyHKLUMOHUPYET,
KIMHUYECKMX MPU3HAKOB pPeaKLMM OTTOPIKEHWUS TpaHCc-
nnaHTaTa HeT, MHPEKLMOHHbIX OC/IOXKHEHUI HE BbISIB/IEHO,
UMMYHOPEKOHCTUTYLIMSA HEenonHas, nauMeHT coMaTUYeCcKu
cTabuneH.

3AKJ/TIIOYEHUE

B To Bpemsa Kak psig CMHAPOMOB MOXHO 3anofo3puTb
Mo KIMHUYECKUM U PEHOTUNUYECKUM NPOSBEHNSIM, B 60/b-
LUMHCTBE CNly4yaeB Nofo6Hble «3HAKU» OTCYTCTBYIOT, U TONb-
KO pacwupeHHas AHK-agnarHocTuka u gnutenbHoe Habio-
[leHre MNo3BOAIT NOCTaBWUTb AMArHo3. BarKHO MOMHWTB,
4YTO CBOEBPEMEHHAs AMArHOCTMKa HacneACTBEHHbIX OHKO-
reMaTonorMyecKmMx CMHAPOMOB BaXHa He TONbKO A1s Nauu-
€HTOB, HO U AN19 UX POACTBEHHMKOB, MOCKOJNIbKY NO3BOMAET
nsbexxaTb NOBTOPHOIO POXAEHUS 6ONbHbIX AeTEN B CEMbE
3a CYeT BbINOJIHEHMSA NPeHaTanbHON U NpeauMNIaHTaLUOH-
HOW AMArHOCTUKMU.

Ha cerogHsWHWI aeHb pa3paboTaHO HECKOIbKO KaCTOM-
Hblx naHenen anga AHK-AMarHoCTUKM HacneAaCTBEHHbIX CUH-
[IPOMOB, acCOLMMPOBAHHbLIX ¢ remobnacto3damu [78]. Tak,
Hanpumep, B CLUA B nocnegHve roabl akTUBHO BHeapsaeTcst
B KJIMHWYECKYIO NMPaKTUKy naHenb M3 320 reHoB, accouu-
MPOBAHHbIX C Pa3BUTMEM HacneAcTBEHHbIX GOPM OHKore-
mMaTtofnormyeckux 3aboneBaHuni. B Poccuinickon depepaunm
pa3paboTaHbl NaHenu ans auvarHoctuku [N, conuaHbix
onyxonem U comMaTUM4yecKMx MyTauun npu remobiacrtolax.
OfgHaKo, yuuTbiBasi Hebonbllyid 4acToTy BCTPEYaeMOoCTu
reHeTu4yecKn o6ycnioBNeHHbIX GOpM reMo61acTo30B, PYTUH-
HO HaNpaBNSATb BCEX MNALMEHTOB C OHKOreMaTo10rM4yecKumMm
3aboneBaHuamn Ha HK-nccnegoBaHma HelenecoobpasHo.
Mpu BbIABNEHUN COMYTCTBYOLWMNX KITMHUYECKUX NPOSBEHNUN
U/MNN OTAMOLLEHHOTO CEMENHOro aHamHe3a pPeKoMeHAay-
€TCA KOHCyNbTalMa Bpava-reHeTuKa ANs pelleHns BOonpo-
ca O NoKa3aHUsAX MU 06bemMe MOJSIEKYNSPHO-TEHETUYECKOTO
nccnenoBaHms.

BbiiBNeHMe reHeTU4eCKMX CUHAPOMOB Y 60JIbHbIX reMO-
6nacTo3aMun No3BONISET BbiGpaTb ONTUMaAsbHbIA MPOTOKOS
Nle4eHNs, YYuTbIBalOWMIA He TONbKO MONEKYNSPHO-OUO-
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