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Cunapom CUMaHOBOM KaK peaKasi HACJIeJCTBEHHAasl MATOJ0T U

benopycckuii cocyoapcmeennwviii MmeOuyuHCKUll yHugepcumem

Haubonee  pacnpocTpaHEeHHBIM  aJbTEPHATUBHBIM  CHUHOHMMOM  CHHIpOMa
CumanoBori siisgercs Humkmeren cunapom (Nijmegen Breakage Syndrome (NBYS)).
CBeneHust 0 JJaHHOM CHHApPOME B JOCTYIHOM JIUTEpaType BeCbMa MAaJOUYWCIEHHBI U
naHHas MyOJuKalysg UMEET CBOEH LIETbI0 B KAKOW-TO CTEIEHU BOCIIOJIHUTH 3TOT NPOOet.

Cungnpom CuMaHOBOM  HacienyeTcss IO  ayTOCOMHO-PELIECCUBHOMY  THILY
Benencteue mytaruu reHa NBS 1 B xpomocome 8 q 21. OGa poautens I0TKHBI ObITh
retepo3uroramu. CuOchl mnpobaHga umeroT puck 3abonete B 25%, B 50% ObITH
3I0POBBIMH, HO T'€TE€PO3UTOTHBIMH HOCUTEISIMU MATOJOTMYECKOro reHa u B 25% oHu
OBIBAIOT  3/JI0POBBIMH  (IOMHUHAHTHBICE TOMO3MroThl). IIpeHarTanbpHas JAUArHOCTHKA
BO3MOJKHA ITyTeM IPOBEJICHUS aMHHUOIIeHTe3a B cpoke 15-18 nexens recranmum [1, 2]. B
Halel pecnyOauke Ha HacTosIui MoMeHT TunupoBanue reHa NBS 1 B xpomocome 8021
He mnpoBoauTcs. KieTouHeli QeHoTHMI mNpU JAHHOM CHHAPOME XapaKTepu3yercs
CHIOHTAaHHOW XPOMOCOMHOM HECTaOUJIbHOCTHIO, MOBBIIIEHHOW PaguO4yBCTBUTEIBbHOCTHIO,
HapylUI€HUEM KOHTPOJIA KJIETOYHOTo HuKJIa. COHTaHHAsT XpPOMOCOMHAsI HECTAOMIIBHOCTh
MPOSBIIETCS] MHBEPCUSIMH M TPaHCIOKALMAMU B XxpomocoMax 7 u 14 u nabmogaercs B 10
— 50% npoaHKIM3UpOBaHHBIX MeTadas [5].

Brnepsoie cunnpom onucan B Jlanuu B 1981 roay. 3a0oneBanue yaiie BCTpeyaercs
B BOCTOYHO- U IIEHTPAJIbHO-EBPOIEHCKON nonymsiiusax. Onucansl ciayyau 3a001eBaHus B
Cnosenuun, Yexuu, I'epmanun, Ilonbimie, ma VYkpaumne, B Mranuu, €IUMHUYHBIE — B
[Takucrane [2, 4, 5]. Her moCTOBEepHBIX HTaHHBIX O PACHPOCTPAHEHHOCTH JIAHHOTO
3a00JeBaHMs, OJIHAKO, NpUMeEpHasi dYacTtoTa BcTpedaemoctu coctapiaser 1:100 000
ponuBinxcs KuBbIMU. HoBble wuccimenoBanusa B Ilonbpme, Yexum u Ha YKpauHe
NPE/IONIaraloT 4YacTOTy HOCHUTENIbCTBA pelecCHMBHON amutenu (mytanust 657 del 5)
npubsm3utensHo 1/177 B 3tux nomynsnusx [2, 5).

MuHuManbHbIE JHATHOCTUYECKUE NPU3HAKHU. HHU3KUH POCT, MPOrpecCHpyrolasi
MuKponedanuss ¢ TnoTepedl MO3HAaBaTEIbHOM CIMOCOOHOCTH, HapylleHue (QYHKUUU
SMYHUKOB y YKEHIIUH, TTOBTOPSIIOIIUECS CUHOMYJIbMOHAIbHBIC MH(PEKIINU U TTOBBIIIICHHBIN
PHUCK OHKOJIOTMYECKHUX 3a00JIeBaHUM, B YACTHOCTH, TUM(OM.

Knuunueckas xapakTepucTHKa: MuUKpoledanus BcTpeuaercas B /9% ciydaeB ¢
POXJICHUS, Y OCTaJIbHBIX MPOSBISECTCS B TEUEHUE TEPBBIX MECAILECB KU3HU. 3aJepiKKa
pocTa TakKe MPUCYTCTBYET C POKIAEHUS WU NPOsBIsAETCA 10 2-X JieT. Jlajee TeMIibl pocTa
HOPMAJIU3YIOTCSI, HO OOJIbHBIE OCTAIOTCSI HEBBICOKUMH.

XapaxkTepHble YEPThI JIUIA: CKOIIEHHBIN JI00, BRICTYMAIONIUNA HOC U KOPEHb HOCA,
OOJIbIIME YUIU, KOPOTKAS 1€, MUKPOTHATHS, MOHTOJIOUHBIN pa3pes3 ria3 — 3T MpU3HAKU
CTAHOBATCSI SIBHBIMHM MPUMEPHO K TPEM TOJIaM >KU3HHU.

Jlnst GONBHBIX TaKKe XapaKTEepPHbI MOBTOPSIOMIMECS WHQPEKIMU: MMHEBMOHUH,
OpOHXMTBI, CpPEAHUH OTHUT, CHUHYCHUT, MactouauT. OnyxoseBble 3a00J€eBaHUS MpU
cungpome CumanoBoil umeroT mecto B 50% cnyuaes. Yamie 3to B-kierounas numdoma,
KOTOpasi pa3BUBaeTcs y OOJBIIMHCTBA MMauWeHTOB 10 15 — 20-meTHero Bo3pacra.
OTKIOHEHUST B  HWHTEIUIEKTYaJbHbIX CIIOCOOHOCTSAX  3aKaHYMBAIOTCA  YMCTBEHHOMU
OTCTAJIOCTbI0 YMEPEHHOW cTemneHu y OosbimHCTBa manueHtoB kK 10 romam. Cnenyer
OTMETUTh OTCYTCTBUE WJIH CJIa0yI0 BBIPaXKEHHOCTh BTOPUYHBIX IMOJOBBIX MPU3HAKOB Yy
neBymek ¢ cuHgpomoMm CumaHOBOM. JIaHHBIM CHHAPOM MOXKET COYETAaThCA C
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BpOXKJIeHHBIMU TTopokamu paszputus (BIIP), takumu, kak: ruapouedanvs, mOIUIaAKTHIIN,
OKIIMIUTAJIbHBIC KUCTHI, aTPE3Usl X0aH, pacIleiInHa BepXHel ryObl nin Heba, TUITOTLIA3Hs
Tpaxeu, MOAKOBOOOpa3Has MOYKa, TMIOCHAAMs, CTEHO3 WIM aTpe3usl aHyca, JHUCIUIA3UU
TazobeapeHHbIx cyctaBoB. Ho BoimenaszBannsie BIIP  0o0biuHO HaOmogarorcst B
WHIMBUAYAIBHBIX cliydasx [4, 5].

[lo naHHBIM WCCIETOBAaHWN  YCTAaHOBJICHHO, 4YTO TPU OTOM CHHIPOME
oOHapyxuBaeTcsi arammaryiooynuaemusi B 35% ciyuyaeB, nepUIUT UMMYHOTJIOOyIMHA A
— B 20% cnyuaeB. Yacto umeer mecto nebunutr dpaxuuit G2 u G4 npu HOpMaIbHOM
ypoBHe o06miero wummyHornodynuHa G. Onwucanbl Takxke JIePeKThl KJIETOYHOIO
uMMyHHTETa [4].

[Iporno3. JlnuTenbHbId NPOTHO3 Yy TNAUMEHTOB HeOnaronpusiTHelil. CmepThb
MPEUMYIIECTBEHHO HACTYNMaeT OT OHKOJOTMYECKOM TMAaTOJIOTMU WM  OCJOKHEHHH
COIYyTCTBYIOMUX UHDEKINI. MakcuManbHas MPOAOHKUTEIBHOCTD KU3HU 3a(UKCHpOBaHA
y uTanbssHCKOM sxeHmHbl (52 roga) u 33 u 31 roga y 2 sxeHiuH (MOJNBKY U JaT4aHKH). B
cpenneM BobkuBaHue 10 30 — 40 neT sABaseTcss peKOPIHbIM.

[IprBOoIMM COOCTBEHHOE HAOJIIOICHHE.

Hamu B onHOM U3 MNOMUKIMHUK Tropojna MwuHCka HaOmomaeTcss peOeHOK ¢
cugapomom CumanoBoil. B Hactosimee Bpemsi neBouke 10 ner. Ponurtenu peOenka
310poBBI (Ha MOMEHT pokaeHus Mmatepu 30 ser, oty 34 roja), crapiias cecTpa TakkKe
3nopoBa. [leBouka ¢ JaHHOW mMaronorueid pojauiack OT 2-ii OEpEeMEHHOCTH, BTOPBIX
CpPOYHBIX pPOJOB. bepemeHHOCTh mpoTekasa 0e3 ocobeHHocTed. Macca Tena mnpu
poxxaenun 2750 rpammM, IiuHa Tena — 48 cM, OKPYKHOCTh TooBbl 32,5 cM. B poanome
BBICTaBJIEH JIMarHo3: MUKpouedanus, BpoxkaeHHas runorpodus |-it crenenu. B Bo3pacrte
8-Mu nHell ObUIO NPOBENEHO YIBTPA3BYKOBOE HCCIEIOBAaHME TOJIOBHOTO MO3ra: B
cyOsnuaypanbHO 00JIacTM reMaToMa, YMEpPEHHOE pacIlIMpeHHe KelyJouykoB. B
MOCJIEAYIONIEM pe0EHOK HAaXOAWICA Ha JHMCIAHCEPHOM YYeTe Yy HEeBpoIaTrojiora ¢
AMarHO30M MUKpOIe(avs B CTaAUA KOMIICHCAIUH.

Juarno3 cunapoma CHMaHOBOW TIOCTAaBJIEH B YETBHIPEXJETHEM Bo3pacTte. B
cearsope 2000 roga (pebenky Obuto 4 roma) pPoAUTENH OOPATHIUCH K YYaCTKOBOMY
neauaTpy ¢ xaao0amMu Ha oOpa3zoBaHHe y peOeHKa CUHSAKOB. OOBEKTHUBHO MPU OCMOTPE:
KPOBOIIOATEKH HEOONBIINX pa3MEepOB B PA3NUYHBIX CTaAUIX pa3BUTHS Ha J0Y,
KOHEUHOCTsIX. [lo3ke MosIBUIIach CHIIb B BUJE METEXUH M HKXMMO30B IO BCEMY Temy.
Jleouka OblJa HampaBi€Ha Ha KOHCydbTalMio B PecnyOnukaHCKMl — HaydHO-
NPAaKTHYSCKUN [EeHTp oHKojoruu U remaronoruu (PHITLIOT). Ilpu moctymieHun Kpome
BBINICONMCAHHBIX TPOSBICHUH B 0OIIeM aHamu3€ KPOBH BBISBISUIMCH JIUIIb €IUHUIHBIC
TPOMOOLIUTHI TIPH APYTUX HOPMAIBHBIX MOKaszatensx. Koaryigorpamma Ttakxke Obuta 6e3
OTKJIOHCHUH.

Bo Bpemst oOcnenoBanust pedeHKa BBISIBICH INIyOOKUH Je(hUIUT UMMYHOIJIO0YJIMHA
G, yMmepeHHOe CHWXEHHUE HMMYyHorinoOynuHa A, cHuwxenue CJI 8+ ¢pakuuu T-
JTUMQOLUTOB U YBEIHUEHUE €CTECTBEHHBIX KUJIEPOB.

JleBouke TIPOBEIEHO LMTOT€HETUYECKoe HccieqoBanne B PecrmyOnnkaHckoM
MEJIUKO-TEHETUYECKOM LIEHTpe, B pe3yJbTaTe KOTOPOro CJAEJNaHO  Cleaylollee
3aKioueHue: kapruotun pedenka 46, XX, (12,9% merada3 umeroT MapkepHbie adepparuu
xpomocom tuna t (7;14), +der (7) t (14), inv (7), del (7)) [roe t — Tpancnokamnus, +der —
ynBoenue, NV — unBepcus, del — nenenus). Ilocne peranbHOTO OOCIENOBaHUS OBLT
BBICTABJICH JuMarHo3. cuHiapoM CumaHoBo# (coyeTanue Mukpouedamnu, 3aJepPKKH
(bu3NYEeCKOro pa3BUTHS, BPOKIECHHOTO UMMYHOAC(PHUIIUTHOTO COCTOSTHUS U XPOMOCOMHOM
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HeCTaOWIbHOCTH). Twm HacleqoBaHMs. ayTOCOMHO-PELECCUBHBIN. PeKOMEHI0BaHO
HaOJI0ICHUE U JIEYEHUE Y TeMaToJIora.

ITpu Beimucke n3 PHIILJIOI" neBouke BbICTaBi€H IUAarHo3: cuHApoM CUMaHOBOM
(cunapom Humxmeren). BropuuHas ayromMMyHHass TPOMOOIMTOINEHUYECKAs IypITypa,
cyxas ¢opma. OcTpast pecriupaTopHasi BUpycHasi UHPEKIUS, OCTPbI OPOHXHT.

B nocrnenyroieM peOeHOK NEPEHOCHUT YACThI€ OCTPhIE pECIUpaTOpHble MHPEKIIHH,
KOTOPbI€  OCIOXHSITUCh ~ OpOHXMTOM, MHEBMOHHUEW, ¥ 3UMOM TOro K€ Toja
rocnutanu3upoBan B PHIIIOI' ¢ xaimo6amMu Ha KOXKHYIO ChIllb, BOSHUKIIYIO Ha (hoHE
ocTpod pecnupaTopHoi uHPeknuu. B gaHHOM ciydae B 0O0IIEeM aHadu3e KpOBU
TPOMOOIIMTEI BOOOIIE HE HaimeHbl npu ypoBHe remorioouna 139 r/m. CocrosiHue
Ky[UPOBAJIOCH CTEPOUTHON 1 aHTHOAKTEpUAIIbHON Tepanuei.

Hanee B 2002 roxy (B Bo3pacte 6 JeT) mpH NPOBEACHUHM YIbTPa3BYKOBOTO
UCCJIEeI0BaHMS TIOYEK OOHApYKEHO YIBOCHHME YalI€YHO-JIOXaHOYHOH cucteMsbl cieBa. C
2003 roga B TedeHHUE MPOAOKUTEIBHOIO BPEMEHU PEeOCHOK MEPEHOCUT CHKO3 HOCA,
TSKEII0 TTOIIAOIINICS JICUYCHUIO.

CrnenyeT OTMETUTB, YTO Yy JEBOYKHM YK€ C YETBIPEXJIETHETO BO3pacTa Ha4ayo
MPOSIBIIATECSI  CHVDKEHHWE MHTEJUIEKTa, YMEPEHHO IPOTPECCHPYIOIIEE C BO3PACTOM.
OOyuaetcs Ha qoMy. B ¢dusnueckom pa3BuTuu peOEHOK OTCTAET OT CBEPCTHUKOB U BCE
BpEMSI HaXOJMTCSA MPHU OLEHKE IO LEHTWIbHOM IIKaJl€ Ha YPOBHE TPEX LEHTUJICH WIHU
HIKE, YTO TPAKTYeTCsl KaKk O4eHb HU3KOe (u3mdeckoe pa3Butue. PazMepbl OKpYKHOCTU
TOJIOBBI Y JE€BOYKM MEHBIIE BO3PACTHBIX HOPM M TaKXKE€ HAXOASATCS MO CBOEMY YPOBHIO
HUXKE Tpex LeHTwIiel. B 2 rona okpyXHOCTh T010BbI cocTaBisiia 41 cMm nipu Hopme 47 —
49 cMm, B 3roaa —42 cMm nipu HopMme 49 — 51 cwm.

Buemne B ¢Qenotune y naeBoukd mnpeoOnagaeT Mukponedanus, OCTalbHbIC
XapaKTEPHbIE CTUTMbI BBIPAKEHBI HE PE3KO.

Cnenyer oOpaTUTh BHUMAHHE, YTO 3TOT CHHJAPOM THUIWYEH JJIsI IIEHTPAIbHO- U
BOCTOYHO-€BPOINEHUCKOW  MOMYJSALMU  JIOJEH, KJIETOYHBbIA (EHOTUN NHpU  HEM
XapakTEpPU3yeTCsl  MOBBIIMIEHHOW  PaJUOYyBCTBUTEIBHOCTHIO, KIMHUYECKA  CTUTMBI
MPOSIBJISIFOTCSL B TEYEHHUE OIPEJICIICHHOTO BPEMEHHOIO MHTEpBaJia. Bpauam-nienuarpam u
reHeTHKaM HeoO0XOAMMO 3HaTb O JIaHHOM TMATOJOTMM W CBOEBPEMEHHO €€
IMAarHOCTHPOBaTh. OUYeHb BaKHA PAHHSS MpeHaTajJbHas [IUTOTC€HETHYECKAs THAarHOCTUKA
CUHApOMA [UIsl pEelIeHHs Bompoca 00 MCKYCCTBEHHOM INPEphIBAHUU OEpeMEHHOCTH,
MOCKOJIbKY JIEYEHUE TAHHOW MATOJIOTMH HE pa3paboTaHo.
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