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CoBpeMeHHBII ypOBEHb J1a00PAaTOPHOW JMATHOCTHKH U MOJIe-
KYJISIpHOW OMOJIOrMH JaeT BO3MOXKHOCTH OBICTPOrO M TOYHOIO Te-
CTUPOBAHUS MALMEHTOB C KJIMHUYECKUMHU INPOSIBICHUSMU HACIEN-
CTBEHHOW MAaTOJIOTUH, YTO MO3BOJISET B MPEAEIBbHO PAHHUE CPOKHU
1noA00paTh UM HE TOJIBKO CUMITOMAaTHUYECKYI0, HO U MaTOreHeTHYe-
CKYI0 Tepanuio. B oTHOIIEHNN NAMEHTOB C IEPBUYHBIMU HMMYHO-
nepuuutHeiMU coctostHusIME (ITH 1) 310 MOkeT ObITh MpoBeneHNE
TPaHCIUIAHTAI[MM KOCTHOTO MO3Ta B IEPBbIE MECSALbI KU3HU peOeH-
Ka WM Jake BHYTPUYTPOOHO, C UCIIOJIIb30BAaHHEM CTBOJIOBBIX KJIe-
TOK MyNnoBUHHOM kpoBu [1]. IIpu 3TOM NpOAOTKUTENBHOCTD KU3-
HU TaKMX MalMEHTOB CTAHOBUTCS OJM3Ka K OOLIENOMYNISALNOHHBIM
3HAUEHMSIM, 1 MHOTHE U3 HUX OOpETaroT COCOOHOCTH K JIETOPOXK-
neHuto [2]. B cBs3u ¢ 3TUM MEHsIeTCsl HO30JIOTMYecKas CTPYKTypa
IIPEICTaBICHHOCTH pa3inuuHblX BUaoB [1M/] B momymnsanuu u ux co-
OTHOIIICHHE, YTO TpedyeT OoJee ITyOOKOTro B3aNMOICHCTBHS MEXKTY
BpayaMy CMEKHBIX JTUCLUIUIMH, IPUYEM HE TOJIBKO HA YPOBHE KOH-
CHJIMYMOB U HAy4HO-IIPAKTUYECKUX KOH(epeHUui, HO U B dopme
PEryJIsipHOM MPAKTUYECKON AEATEIbHOCTH.
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Cunapom Huitmeren (Nijmegen breakage syndrome (NBS), CH
(MIM #251260) — penxoe ayTOCOMHO-pELIECCUBHOE 3a00JI€BaHUE,
Xapakrepusymleecs MHKpoledaaneil HOBOPOXKIEHHBIX, 0e3 Ka-
KUX-TTH0O0 OMOTHUTEIBHBIX HEBPOJIOTHYECKUX NposiBiaeHuit [2]. C
BO3pacTOM OTMEYaeTCs yMEpEHHas 3a/iepikKa pocTa, HpexaeBpe-
MEHHas HeI0CTaTOYHOCTh (DYHKIIHH SIMUHUKOB, TIEPBUYHOE KMMYHO-
neenuTHOE COCTOSIHUE U, KaK CIEJCTBUE, MPEAPACTION0KEHHOCTh
K PEHUIUBUPYIOMIMM HHQPEKIUSAM pPA3THYHBIX OPTaHOB BBICOKUIA
PHUCK pa3BUTHUS TUMGPOPETUKYISPHBIX U JIPYTHX 3JI0KA4€CTBEHHBIX
HOBOOOpazoBauuii [3]. OTInYUTENbHBIME (DEHOTHITMYECKUMH IPO-
SBIICHUSIMH CHHIpPOMa TaK K€ SBISIOTCS XapaKTepHBIE ITUCMOP-
(buvHbIE YepThI JIMIA: BBIIAIONIASCS CPEIHSS YacTh, MOKAThIN J100,
TUTIOIIIa3usl HIDKHEH yemocTh. [IchXxoMoTopHOE pa3BUTHE OOBITHO
HE HapyLIaeTcsl, HECMOTPs Ha MIPOrPeCcCUPYIOILYI0 MUKpoLedauio,
OJTHAKO, C BO3PACTOM MOYKET BO3HHMKATh YXYAIIEHWE KOIHUTHUBHBIX
bynkuuii [4].

OcHoBHasi MyTalusi, BCTPEUAIOIIAsACA B CIABIHCKON MOMYJISIIUN
OonbHBIX ¢ cuHApoMoM Huilimeren — generusi 5 nmap OCHOBaHUU B
sKk30He 6 reHa NBSI - ¢.657 661del5 (p.K219fsX19). Hecmotps Ha
OTHOCHUTEJILHO BBICOKYIO YaCTOTY HOCUTENIbCTBA JJAHHOM MaTOJI0OTUI
(0,8-1,0% B ctpanax EBpomsl [5]), uccienoBaHus 1Mo 4acToTe pac-
NPOCTpaHEHHs 3a00JI€BaHUS B POCCUICKON MOIYJISIIIAN OTCYTCTBY-
IOT.

B Cepanosckoit oomactu Ha 01.01.2021 r B 061acTHOM perucrpe
MAlMEHTOB C KJIMHUYECKUM TUAarHO30M «TIEPBUUHBIMN UMMYHOIEPU-
IUT» COCTOsIIO 637 YelloBEK, U3 HUX >KHUBBIX IMallMeHTOB — 476, u
6onee nonoBuHbI U3 HUX (290) — netu g0 18-t net. C Monekymnsp-
HO-TE€HETUYECKUM JIMarHO30M CHHAPOM HuilMereH 3a BCl0 HCTOPUIO
BEJICHUSI perucTpa Habmronanock 5 nerei, 3 U3 HUX yMEpiIu B paH-
HEM JIETCKOM Bo3pacte. B Hacrosiiiee BpeMs Ha y4eTe y UMMYHOJIO-
ra Haxogutcs 2 manuenTa: nesouka M., 18 net u manpuuk 3., 3 roja,
IIPU TOM BIIEPBBIE MALMEHTKA C TAKMM 3a00JIeBaHUEM TIepelaruyna
«IOPOT B3POCIOCTHY.

Kimnanuyecknii ciay4yai
[Tanmentka U., 17 net, HanpapieHa BpauoM I'MHEKOJIOTOM Ha Me-
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JIMKO-T€HETUYECKYI0 KOHCYJIBTALUIO B CBSA3H € 33J1€P’KKOM ITOJIOBOTO
pa3BuTHs (TIEpBUYHAS aMEHOPES, TUTIOTIIa3Usl MATKH).

N3 anamue3sa: panee (2010 1) ycTaHOBJIEH TMarHO3 MOHOTCHHOMN
[aToJIOrMK cUHJpoM HuliMereH, moATBEpKIEH MOJIEKYJIIPHO-TEHE-
TUYECKUM METOJoM: OOHapyskeH BapuaHT 657del5 B rene NBSI B
TOMO3UTOTHOM COCTOSTHUH.

3a ucrekiiee Bpemst HabIroanach 1o nooay JuMdomsl bepkut-
Ta, (mpoBeneHue KypcoB xumuorepanuu 10 2011 r), B Hacrosiee
BpEMS PEMUCCHSI.

B 2017 roxy nepenecia onepanuio 1o TpaHCIUIaHTalluy IeMOIIo-
studecknx cTBoJoBBIX KiIeTok (TT'CK) ot HeponcTBeHHOTO TOHOPA
(co ci10B MaTepH MalueHTKU — JOHOPA MY>KCKOTO T0Ja).

Cocrout Ha yuyeTe y AeTCKUX Bpaueil: reMarosora, UMMYHOJIOTa,
HEBpOJIOra, B HACTOsIIEe BpeMsl TOTOBUTCS NEPEBOJI MAIIUEHTKH BO
B3pOCIYIO CITY>KOY MOJMKIMHUKH.

Bo Bpemst 1aHOBOW KOHCYJIBTAIIMH THHEKOJIOT 00paTHl BHUMA-
HUE Ha 3aJIep’KKy IOJOBOro pa3BuTus. HasHaueHo uccienoBaHue
kapuortuna. Panee (2010 r.) Takoe uccienoBaHue BBITIOIHSIIOCH HE-
OJIHOKpATHO M3 IpenaparoB koctHoro mosra (KM) mo nosony num-
(hOMBI, BO BCEX 3aKITIOUYCHHIX — KapuOTUT 46, XX, XpOMOCOMHBIH
T10J1 )KEHCKHI.

O0nexTnBHO: dHU3NUecKoe pa3BUTHE cpeaHee, rapMormdHoe. [1o-
cie okoHuaHus 9 kinacco (oOmeoOpazoBaTenbpHas MporpaMmma) Io-
crynuia B TexHuKyM. Ckenernsie BIIP/MAP — Her, uepenHo-nuie-
Bbie BIIP/MAP — mukpouedanus. OcoGeHHOCTH MO BHYTPEHHUM
OopraHaMm HE€ BBISBIEHBI, 0COOEHHOCTH HEBPOJOTHUYECKOTO CTaryca:
04aroBOi CUMITOMATHKH HET, 0COOEHHOCTH CTaTMKO-MOTOPHOTO H
IICUXO-PEUEBOT0 Pa3BUTHUS U NIOBEJIEHUSI — M0 Bo3pacty. HapykHbie
MOJIOBBIE OPTaHbI M0 KEHCKOMY THILY, 0€3 0COOEHHOCTEH.

Pesynprar n1Bax bl IPOBEIEHHOTO UCCIEA0BaHUS KapuoTua: 46,
XY, XpOMOCOMHBIH TIOJI MYKCKOM.

3akmroueHue renetuka. Jluarnos: cunapom Huiimeren (mumdoma
bepkutra, pemMuccusi, MepBUYHBIA UMMYHOJCPHUIIUT, MUKpoOLEeda-
JUs — B paMKax cuHjpoma). [lepBuunas ameHopes.

C yueToM JaHHBIX aHaMHE3a U MOIYYEHHBIX PE3YyJIbTaTOB IIUTO-
reHeTHYeCcKoro oocenoanus, 1anabix MPT maioro tasa mpencro-
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UT JUdepeHIMaIbHbIN THarHo3 MexX1y

* 33JIEpP’KKOM MOJIOBOTO pa3BUTHS B paMKax CHHAPOMAJIbHOM ma-
Tonoruu (cunapom HuiiMeren) ¢ Xxumepu3sMoM Mociie TPaHCIUIaHTa-
muu KM u

 uuBepcueil nona 46, XY tum.

PexoMeHI0BaHO MOJEKYISIpHO-TeHETUYEeCKass TUarHOCTHKAa —
nouck Jokyca AZF u rena SRY xpomocomsl Y B nepudepudeckoit
KpPOBHM M KJETKaX OyKKaJIbHOTO SIUTEJMs, MCCIEI0BAaHUE YPOBHS
MOJIOBBIX TOPMOHOB, TIOBTOPHASI KOHCYJIBTAIIHSI.

IIpoBeneHHBIE COMIACHO HAa3HAYEHUSAM MOJEKYISIPHO-TEHETHYE-
CKH€ HCCIIeIOBaHUS TaK)Ke MOATBEPAMIIM HAJIWYHE T€HETUYECKOro
Marepuanta Y-XpoMOCOMBI B 00pasiax TkaHel AeBymiku. Kak Bbisic-
HUJIOCH TIO3THEE, 3TO 0OBIICHAETCS OTHIONB HE Ta00paTopHOi Ommo-
KOM, M HE BIEpPBbIC OOHAPYKECHHOM MHBEPCHUEH I0JIa, a HAIMYHUEM
MIOJIHOTO JIOHOPCKOTO XMMEpHU3Ma I10CJ€ MPOBEAEHUS aJUIOT€HHON
TI'CK u ceropHsmHel cTaOuiIbHON KIMHUYECKON PEMHUCCHUM y Ta-
nueHTKu. bornee Toro, Ha MOMEHT KOHCYJIBTUPOBAHUS y Bpada-re-
HETHKa B 00JIauHON ncTopuu Oose3Hu nmanueHTku M. yxe umenoch
3aKJIIOYEHUE O HAJMYUU B €€ KPOBU CMEIIAHHOTO JJOHOPCKOIO XH-
Mepu3Ma, cocrapistoniero 78% (a B OTAENbHBIX (PpakIUiIX KPOBU
nocruratomero 97%). Takum obpaszom, nanpHeiee yrmyOieHHoe
UCCIIIOBAHNE KapyUOTUTIAa B JTAHHOM KOHKPETHOM cilydae He ObLIO
AKTyaJIbHBIM.

Heo06xonumo npu3Hare, 4To J10JIroe BpeMs Mbl ICHICTBUTEIBHO HE
MMEJH OTbITA BEIECHUS B3POCIIbIX MMallMEHTOB ¢ cuHApoMoM Huiime-
red. Ho teneps, xoraa ycnemnas TI'CK kopperupyet riaBHbIA UM-
MYHOJIOTHYECKHUN Ae(EKT, HO PU ITOM HE YCTPAHAET CHHPOMAJIb-
HbIE YepThl 3a00J1€BaHMsI, KOJIMYECTBO TAKUX JIIO/IeH OyaeT pactu, U
OHM HeM30eKHO OyIyT CTAHOBHUTHCS MAIIMEHTAMU HE TOJIBKO UMMY-
HOJIOTa, HO U JPYTUX CHELHMAIUCTOB. Tak mouemy ke Takas BaxHasi
uHbopMaIus, Kak MOPSIOK MPOBEAEHUs O00S3aTeNIbHOTO aHaIHu3a
reMOMO3TUYECKOTO XUMepu3Ma y 0ombHbIX, nmoaseprmuxcs TI'CK,
U yKa3aHHUE OIPEJEICHHON CXEMbl BBINOIHEHUS TaKMX HCCIIEA0Ba-
HUHM OKa3aJuCh HEIOCTYIHbI HU Bpady TMHEKOJIOrY, HU F€HETUKY?
[Touemy pe3ysibTaTbl KPUTHUYECKH BaXKHBIX AHAJIU30B «OCENAIOT» B
UCTOpUHU OOJIE3HH MALMEHTa Y OTIACNIBHBIX JOKTOPOB M HE COMPO-
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BOJKJAIOT €r0 NpH MOCEUIEHUH HOBBIX MHCTaHUUI? Benp MMEHHO
TaKasi HECOITIACOBAaHHOCTh Bpau€OHbBIX JIEHCTBUN U OTCYTCTBUE CKO-
OPAVMHUPOBAHHOCTH MEIULMHCKNX HA3HAYEHNUI BEYT K IIOSBICHUIO
JMIITHUX JOPOTOCTOSIIUX UCCIICAOBAaHHM, JyOIMPOBAHUIO aHATU30B
U, B LIEJIOM, K 3aTSTMBAaHUIO JUarHOCTHYECKOTO Mpoliecca BO BpeMe-
HU U CHWKEHUIO 3 (EKTUBHOCTH TEPATUH.

Cunznpom Huiimeren kak ¢opma mepBHYHOTO MMMYHOHAE(DUIH-
Ta UMEET OYEeHb HEPaBHOMEPHOE pacipesieseHre B mupe. Bozmoxk-
HO 3TUM O0YyCIIOBJICHbI HEOOJIBIIOE KOJIUYECTBO UCCIEIOBAHUI IO
JTAHHOW TEMaTHKE U OTCYTCTBHE MEXIyHAPOJHBIX CTAHAAPTOB Te-
panuu Takux O0oNbHBIX [6]. OmHAKO, YYUTHIBAas BBICOKYIO YaCTOTY
HOCHTEJILCTBA «CJIABAHCKOW» MyTauuu reHa NBSI, u yBenuueHue
IIPOAOJKUTENBHOCTU KU3HU OounbHbIX, npoweamux TI'CK, ato
3a00JIeBaHUE CTAHOBUTCS KpallHE aKTyaJIbHbIM U Ul POCCUHCKUX
JIOKTOPOB, IIPUYEM HE3aBUCUMO OT UX KOHKPETHON CIEIMAIN3aLHH.
[ToTpeOHOCTD B MEXKAUCIIUTLITHHAPHOM B3aUMOJICHCTBUU BpaueOHBIX
CIICIIMATILHOCTEHW HE pealn3yeTcsi ¢ aBTOMAaTHMYECKOHW Hen30eKHO-
CTbI0, COBPEMEHHAs MEMIIMHA 3aKOHOMEPHBIM 00pa30oM MO0IILIA K
TOMY, YTO Takasi mpoQeccruoHaabHas KoJmadoparyst cTaja BO3MOXK-
HOM, 1 OBIJIO OBbI B BBICIIEH CTENIEHU HEPa3yMHO HOTEPATH 3TO U3-32
JI0OCaJIHOTO HEYMEHMSI KOMMYHULIMPOBATh IPYT C JPYTOM.

JINTEPATYPA

1. Gennery AR, Lankester AC. Long Term Outcome and Immune
Function After Hematopoietic Stem Cell Transplantation for
Primary Immunodeficiency. Front. Pediatr. 7:381. doi: 10.3389/
fped.2019.00381

2. bray O.B. XumMepu3sm 1mocJe ajgoreHHON TpaHCIUIaHTalluy Te-
MOTIOSTHYECKUX CTBOJIOBBIX KJIeTOK. KiMHHYeckas OHKOreMaroso-
rus, 2013. T.6. Nel. ¢.34-39

3. Jlepumnana E.B, Ponuna 10.A., Jlabepko A.JI., banamos JI.H.,
Msikosa H.B., 3umun C.b., [laBsinoa H.B., TopaykoBa M.A., A6pa-
moB JI.C., [Taii I'B., lenuxosa JI.H., IIponeyc A.Il., Macuan M.A.,
Macuan A.A., lllepouna A.}O. Cunapom Hulimeren y nerei: kiu-
HUKO-1a00paTopHasl XapaKTepUCTHKa M OleHKa 3(P(GEeKTUBHOCTH
paznuuHbix BU0B Tepanuu. [lenuarpus. 2018; 97 (4): 116—124.

[ 40




| HAY4YHBIE CTATBI

4. Konnparenko U. B., bonoros A. A. Ilepuunbsie uMMyHoehu-
UTHL: yueOHoe nocodue. ManexcMen Menua. 2020. 721c.

5. Kondratenko I., Paschenko O., Polyakov A., Bologov A.
Nijmegen breakage syndrome. Adv Exp Med Biol. 2007; 601: 61-7.
DOI: 10.1007/978-0-387- 72005-0_6.

6. Chrzanowska, K.H., Gregorek, H., Dembowska-Baginska, B.
et al. Nijmegen breakage syndrome (NBS). Orphanet J Rare Dis 7,
13 2012. doi.org/10.1186/1750-1172-7-13

7. Nijmegen breakage syndrome. The International Nijmegen
Breakage Syndrome Study Group. Arch Dis Child. 2000
May;82(5):400-6. doi: 10.1136/adc.82.5.400




