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Cnmcok cokpameHui

AWI'A — ayrouMMyHHasi FTeMOJIMTHYECKAsT aHEMUST

AJIT — amanmHamuHOTpaHcdepasa

ACT — acnapraramMmuHOTpaHcdepasza

BBUI' — BHYTpUBEHHBIE UMMYHOTJIO0YJINHBI

B3K — BocnanurensHblie 3a001€BaHUS KUIIEYHUKA

BIIC — BposkIeHHBII MOPOK cepilia

I'KC — 1110KOKOPTHUKOCTEPOU/IBI

JIHK — ne3oxcupuOOHyKIenHOBAsE KUCJIOTA

KKT — xenya0uyHO-KUIIEYHBIA TPAKT

UTII — umMyHHAs TPOMOOIIUTONICHHS

KM — KkoCTHBII MO3T

KT — xomnerorepHast Tomorpadus

JIOP - oToprHOJIAPUHTOJIOT

JIITY — nedebHO-TIpOPUIAKTUIECKOE YUPEKICHUE

M3 — MuHUCTEPCTBO 3paBOOXPAHEHUS
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PKW — pangomMu3upoBaHHbIE KOHTPOJIMPYEMBIE UCCIEIOBAHUS
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CAT - cunnpom JJu T'eopra (u dxopmxn)

TI'CK — TpaHCIUIaHTaMs TEMONO3THYECKUX CTBOJIOBBIX KJIETOK

V3U — ynbTpa3zByKOBOE UCCIETOBAHUE

OKI' — sanexkTpokapauorpamMmma

OxoKI" -axoxapauorpadus

KOPA — 10BeHUIIbHBIN PEBMATOUIHBIA apTPUT

del 22911.2 — nenenus UTMHHOTO ie4ya 22 XpOMOCOMBI Jokyc 11.2

CATCH 22 - Cardiac defects, Abnormal facies, Thymic hypoplasia, Cleft palate,
Hypocalcemia, 22q deletion — mopok cep/iia, auiieBbie aHOMAJIMHU, TUTIOIUIA3US TUMYCA,
paciienuHa He0a, TUIOKAIbIIEMUs, Aesenus 22

FISH —fluorescent in situ hybridization - payopectienTHas rubpuau3anus in Situ
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MLPA- mynbpTHIIIIEKCHAS TUra3Has aMIuQukanus



TepMHHI)I H onmpeacjJcHus

BuyTpuBeHHBIe MMMYHOIVIOOYJIMHBI — IIPENapaTsl, COACpKAILIUE IPEUMYIIECTBEHHO
HOpMalbHBIN YenoBeueckuid 1gG. M3rotoBnsioTcs U3 MyIMpPOBAHHON IUIa3MbI THICSY 37J0POBBIX
JIOHOPOB, C IPUMEHEHUEM CIELUAIBHBIX METOI0B OYUCTKU U BUPYC- MHAKTUBALIVHU.

Jenenus — norepst y4acTKa XpOMOCOMBI

XpomocoMHbIe adeppaluu — H3MECHEHHE YUCIIa H\WIN CTPYKTYPBI XPOMOCOM

Mukpornarus - HeJopa3BUTHE (TUIIOIIIA3HS) YEIOCTHBIX KOCTEH.

Perpornarus - cMelieHNe Yel0CTHOM KOCTH B JJOP3aIlbHOM HAlpaBJIeHUH (K3aH)

I'mneprenopusm - yBEIMUEHHOE PACCTOSTHUE MEKIY IIa3aMHU

TpancnianTanusa reMaTonO3THYECKUX CTBOJIOBBIX KJIETOK — METOJ JICUECHUS
HEKOTOPBIX HACIEICTBEHHBIX M MMPHOOPETCHHBIX I€MAaTOJIOTUIECKUX, OHKOJIOTHUECKUX U
MMMYHHBIX 3a00JI€BaHUI, OCHOBAaHHBIN HA 3aMEHE COOCTBEHHOI'0, TATOJIOTrMYECKOTO

KpOBCTBOPCHUS MNAIMMCHTA HA HOPMAJIbHOC KPOBECTBOPCHHUEC JIOHOPA.



1. KpaTtkas undopmanus

1.1 Onpenejienue

Cunapom genermu  22- xpomocombl (cuaapom del 22qll) (mpu  BBIpaKEHHBIX
UMMYHOJIOTHUECKUX H3MeHeHusx cuHapom Jlu T'eopra (CJI)) — 3TO COBOKYIHOCTH
MOP(}OIOTHUECKUX, IMMYHOJIOTUYECKUX M HEBPOJIOTHMUECKUX H3MEHEHHH, KOTOpPBIE SBIISFOTCS
CII/ICTBHEM JICJICIIMH JUTMHHOTO TIieua oHoW Koruu 22-i xpomocomsr — del 22q11.2 [1, 2, 3].

B kiaccuueckoM MOHSTHM 3TOT CHHAPOM IPEACTaBISET COOO0N KOMIUIEKC CHMIITOMOB,
COCTOSIIIIMM W3 MAaTOJIOTUU JIMIEBOTO CKejera (paclieluHbl TBEPAOro Heba), BPOMKICHHOTO
MOpOKa  Cepana, WMMYHOAC(UIMTA BCICACTBHE THIOIUIA3MM  (aljia3uu) THMyca U
THITOKATBIIUEMHUH, KaK PE3YJIbTAT TUIOIUIA3HH apaliuTOBHIHOM skese3sr [1, 3, 4].

Kak vu omun nppyroéi cunapom, cunapom del 22qll1.2 BapuabeneH B KOJIMYECTBE
MPU3HAKOB U CTENEHU WX BBIPAXKEHHOCTH, YTO U OOBSCHSET TOT (PaKT, YTO MCTOPUYECKU STOT
CUHIPOM B JIUTEpAType UMEET MOPSIKA JIECATKA Pa3IMYHbIX Ha3BaHWM, BKIIOYas CHHIpPOM Jln
I'eopra, CATCH 22, Benokapauodaumanbubii cuapom, llnpuntuena cunapom, Kaiinepa
CUHAPOM, CHHIPOM JIMIEBBIX U KOHOTPYHKAIbHBIX aHoMmanuii u T.n. Omgnako tepmun CII

NPUMEHUM K citydasim aesennu 22011.2 xpomocoMsl ¢ UMMYHHBIME aedekTamu [1, 4, 5].

1.2 DTHOJI0rMs U IATOreHe3

B ocHoBe 3a0oneBaHust JIEKUT HapylIeHHE GOPMUPOBAHUS OPraHOB, MPOUCXOAIMINX U3
TpeTbel kabepHOil Ayru (HUXKHSS 4acTh JIMIEBOTO CKEJIEeTa, TUMYC, NMapaliuTOBUIHAS JKEJe3a,
BEpPXHHUE OTJENbl CepAlla M MarucTpalbHbIX cOCyAOB). LluToreHermueckue M MOJEKYJSIPHBIE
MCCIIEIOBAHMsI MOKa3au, 9to aenenus 22ql1.2 asnsercsa senymei npuunHoit CAIT 1 Bo3HHUKaeT
criopagudecku O6ojee yem B 90% ciydaes [6, 7, 8]. B 10% ciyuaeB aenemust HaciaeIyeTcst OT
OJIHOTO W3 POAMTENEH, TaK KaK HacjelI0BaHUE MPOUCXOJUT ayTOCOMHO- JOMMHAHTHBIM IIyTEM
[1, 4]. B penkux ciaydasx CHHAPOM SIBISETCS MPOSBICHUEM MEPECTPOEK APYTHX XPOMOCOM, a
takxe myrtaiuu reda TBX1 [5].

Ananmu3 JIHK narmuentoB ¢ C/I" BeisiBiL, uTo B 85-90% ciydaeB BhIMaAarONIuil y9acTOK
ABIIeTCS OAHUM U TeM xke. JlepekT Haxomutcs Mexay D22S427 na 22q11.21 u D22S801 na
22q11.23. B aToM y4acTke JI0Kanu30BaHO He MeHee 40 T€HOB, YTO COCTABIIAET OKOJIO 3 MIIH Hap
HYKJIEMHOBBIX ocHOBaHUH. B 10-12% cimyuyaeB BcTpedaroTcsi 60see KOpOTKHE JIeIeUH, KOTOphIe
COCTaBJISIOT 1,5-2 MJIH mapHBIX OCHOBaHMWH. BbLIO OMMCAaHO HECKOJIBKO MAIMEHTOB C CUHIAPOMOM
nenenuu 22-i XpoMOCOMBI, UMEIOLNX JIeJIEUH 3a NpeJielaMyd HauboJiee 4acTo BBINAJArOIIUX

y4acTkoB [2, 6, 7]. Pe3ynbraThl MpPOBEACHHBIX HCCIEIOBAHUI CBHICTEIBCTBYIOT O TOM, YTO



CTENEHb BBIPAXKEHHOCTH (PEHOTHIIA HE KOPPEIUPYET C Pa3sMEpPOM JeNelHH, T.€. MAlHEeHT C
norepeit 1,5 MIH MapHBIX OCHOBAaHUN MOXKET MMETh TAKOW K€ MO TSHKECTH (DEHOTHII, KaK H C
Jenelei B 3 MITH napHbIX ocHoBaHwuit [3, 6]. Kpome Toro, Obu10 3aMe4eHO, YTO BapuadeIbHOCTh
(eHOTUNHUYECKUX MPOSIBICHUM BapbUpyeT KaK BHYTPU OIHOH CEMbH, TaK U MEXIY CEMbSIMH,
HECMOTpsI Ha UICHTUYHbBIC YYaCTKHU Jenenuu [6].

Jlenmerusi BBI3BIBACT BBIMAJICHUWE YydYacTKa, BKiIodaromero reH 7BX1, ren ¢akropa
TPaHCKPUIILNY, YYACTBYIOLIETO B Pa3BUTUH (papuHreabHbIX AYT [6, 7]. DTH M3MEHEHHS, B CBOIO
ouepenb, BEAYT K HapylmleHHI0O (OPMHUPOBaHMSA CEpAlla M MarucCTPalbHBIX COCYHAOB,
UMMYHOJIOTHYECKUM U3MEHEHMSIM, paclLIenICHHUIO HEOa u BEpXHEil r'yObl,
THIONIAPAaTHPEOUAN3MY, 33/IEPIKKE YMCTBEHHOTO Pa3BUTHSI.

Hecmotps Ha 1O, yTOo TBX1, 6€3 COMHEHHS, SIBISETCS TJIABHBIM I'€HOM, (hopMUpyIOIIHAM
(deHOTHN TpU CUHApPOME JAenenuu 22-i XpPOMOCOMBI, B pe3yibTaTe HCCIEI0BaHUNM ObLIN
BBISIBJIEHBl W JPYTrU€ TEHbI, HEJOCTaTOYHAas HSKCHPECCHs KOTOPbIX MOXKET HUIpaTh pojib B
¢dopmupoBaHnn (EeHOTHNUYECKUX TposiBieHNd. Hanmpumep, Hapymenne pabdotsl rena COMT,
JIOKAJM30BAaHHOTO B JTOM K€ peruoHe 22 XpPOMOCOMBI, OOBSICHAET PHCK Pa3BUTHSA
HOBEICHYECKMX M YMCTBEHHBIX IPOOJIEM y manueHTos [7, 8].

VYuuTeiBas pe3yabTaThl paboOT MO BBIACHEHUIO MOJIEKYJISIPHBIX OCHOB 3a00JIeBaHUs, SICHO,
9T0 B (QOopMHpOBaHUM (PEHOTHIIA WTrpaeT pOJb KOMIUIEKCHOE HapyIIEHHE SKCIPECCUH U
B3aUMOJICHCTBHS TEHOB, UX MOAU(DUKATOPOB W JPYTUX COCTABISIONIMX, YTO TPUBOIUT K
JaibHeHIIeMy HapyIIeHHIO0 SMOpHO- 1 opraHorexesa [5, 6, 9].

CoOTBETCTBEHHO, MpPH OTCYTCTBUM WM HAPYHIEHWU (DYHKIMHU U SKCIPECCUH T€HOB U
JATBHEHIINX TPOIIECCOB MPOUCXOAUT (POPMHUPOBAHUE ITOPOKOB PA3BUTHS, XapaKTEPHBIX JUIS

CIIT [1, 6].

1.3 DuuaeMuoa0rus

Cunapom penenuu 22-ii XpOMOCOMBI — OJTHA M3 CAMBIX YaCTBIX JIENIEIUI Cpen APYTHX
XPOMOCOMHBIX abeppaluii B 4eJI0BEYECKOM IeHOME, 10 YaCTOTe OHA YCTYMAEeT JIUIIb CHHIPOMY
Hayna, Tpucomuu 1o 21-i xpomocome. Yactora BcTpedaemoct Bapsupyet ot 1:4000 no 1:6000
HoBopokaeHHBIX [1, 2, 3, 4]. He wuabGmromaeTcss HH T[OJIOBOM, HH OTHHYECKOU
MPEIPaCIONOKEHHOCTH K JaHHOMY cuHApomy. bonsmuHcTBO mnanuentoB ¢ C/AIT umerot
MIATOJIOTHUIO JILIEBOTO CKEJIETa M BPOKIEHHBIM MOPOK CEpAlla M Pa3BUBAIOT TMIOKAIBLIUEMHIO
BCKOpe mocie poxaeHus [7]. IlamueHThl, He MMEIOIIME TaHHBIX CHMITOMOB, 3a4acTyl0 He

JAUAarHOCTUPYIOTCA B paHHEM BO3PacCTE, U HpaBI/IHLHBIfl JHUAarHo3 3HA4YUTCIBbHO 3aI1a31bIBacT.

1.4 KogupoBauue mno MKE-10

D82.1 — cunapom lu I'eopra



1.5 Knaccudukanus

B coBpeMEHHON HMMYHOJIOTMM HCIIOJIB3YETCS PA3LEICHUE CHHApPOMAa HA IIOJHBIA U

HEMOJHbIN (dacThunbii) [1, 4, 6, 9]:

<\

Kputepun [IOJTHOI'O CAI BirovaroT B ce0s cHmkeHue/orcyrcteue CD3+ T-kierok
(menee 50/MM*) 1 BCE M3 HUKECIIETYIOIIETO:

[TonTBepk€HHAsT aTUMUS B BHJE CHIDKEHUS paHHUX THUMHYECKUX MUTPAHTOB
(CD3+CD45RA+CD62L+ ki/mm® n/mmu TREC <100/100000 T-kinerok
['unonaparupeos

ITopok cepaua.

Tepmun «Yactuunblii cuapom /lu I'eopra» ucnons3yercss y malMeHTOB, €CIIM OHU
UMEIOT COYETAaHWE THUIHYHBIX TPHU3HAKOB, HO 0€3 TIPOSBICHUN BBIPAKEHHOTO
UMMYHOJIC(PHIINTA.

BoiaeJgsiloT TpU rpynnbl JMArHOCTHYeCKUX KputepueB yactuunoro CAI:
JocroBepublii yacTuunblii C/AI' BrimrowaroT B ce0s cHmxkeHune/oTcyrctBue CD3+ T-
kieTok (Menee 500/MM®) B TeueHHE MEPBBIX TPEX JIET KU3HU M OAMH U3 CIEAYIOIINX
KPUTEPUEB:

KoHOTpyKTanmpHBIA MOPOK cepiia W J1adoparopHas WIM KIMHUYECKH BBIPOKEHHAS
TUTIOKAITBIIAEMUST

KoHoTpykTansHbIi TOpOK cepAua u aenenus 22q11.2 xpomocomsl

JlabopaTtopHass WM KJIMHUYECKH MaHU(ECTUPOBAHHAS TUMOKAIbIIUEMHUS H JAETEIs
22011.2 XxpoMOCOMBI

KoHOTpyKTampHBIA TMOPOK cepana u JiabopaTopHas WIM KIMHUYECKH BBIPOKEHHAS
runokanpiueMus u aenerus 22q11.2 xpoMoCOMBI.

Bepositnbiii yactuunslii CAI" Bkmovaet cHmwkenne CD3+ T-kierox (menee 1500/mm?)
B TEUEHHUE MEPBBIX TPEX JIET KU3HU U Aeneruio 22q11.2 xpoMocoMbl

Bo3mo:xublii yactuunbiii CAI Bkitouaet cHmkenne CD3+ T-knetok (menee 1500/mm?)
B TEYEHHUE MIEPBBIX TPEX JIET KUZHU U OJIUH U3 CIEAYIONIUX KPUTESPHUEB:

ITopok cepaua

JlaGoparopHast WM KIMHUYSCKU BBIPAKCHHAS THIIOKATBITAEMUS

JlrcMophu3Mbl I WK paciieruienne Héoa

1.6 Kiimauyeckasi KApTHUHA

CrekTp KJIMHUYECKUX TPOSBICHUM TIpU CHHApPOME Jeleuud 22- XpOMOCOMBI

A0CTAaTOYHO HINPOK:
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BposxaeHHblii TOpoK cepalia MpeacTaBiIeH He MeHee, ueM B 80% cirydaeB. Hekoropele u3
IIOPOKOB  SIBJIIFOTCSL 00jiee MaTOTHOMOHMYHBIMH: IpPEpbIBAHHE JAyTH aopThl, OOLIMiA
apTepuanbHbIi cTBON M Terpana damio sBiAOTCS HanOojiee YaCTHIMH Cpeld JaHHOM
rpymmsl gerei [7, 13].

HMMMmyHONOTHUECKUe HapyIIeHHs BCTpedatoTes B 77% ciaydaeB. OqHako HH(EKIIMOHHbIE
NPOSIBJIICHUST BCIIEJACTBHE Je(eKTa MMMYHHOH CHCTEMBI HHOTAA JEOIOTUPYIOT HE C
poxzenus. Yame Ipyrux 3BEeHbEB MOpaxkaeTcss T-KJIETOYHOE 3BEHO, YTO MPOSIBIISAETCS
IPEPACON0KEHHOCTBIO K T'PUOKOBBIM 3a00JIeBaHUSAM, MHEBMOLMCTHOM WH(pEKIuH,
HEKOTOPBIM 0aKTEepUaAIbHBIM U BUPYCHBIM nH(pekusm [1, 10, 12].
['nnokanpIeMus/TUIONapaTUPE03 MOXKET MPOSIBIATHCS CYIOPOKHBIM CHHIAPOMOM IpU
BBIPQKEHHOM JAe(uInTe KalblUs B MIIQJACHYECKOM BO3PacTe, CYIIECTBYET pHUCK
pasButus HedpokanpnuHO3a. B nmerckom Bo3pacte u 'y 20% B3pOCIBIX pa3BUBACTCS
THIIOTHPEO3, B IETCKOM BO3pacTe MHOTAA BCTpevaeTcsl runepTupeos. Peako ormedaercs
nedunut ropmona pocra [7, 14].

[TopasxeHre HOCOIIOTOYHOIO ammnapaTa BbISIBIEHO mpumepHo B 70% ciyyaeB u
HpPOSIBIISETCS B BUJE BeJopapuHIe€albHOM HET0CTaTOYHOCTH, PacIierieHnu HEOa, TyOsl,
pa3aBOEHUM y3A€YKM HEOA, THYCaBBIM OTTEHKOM TOJIOCA, TAK)KE ONMHCAHO CHIDKEHHE
OOOHSIHUS, KOHAYKTUBHAas W/WIM CEHCOHEBpaJbHAas TYroyxocTb. Bcnenctsue
BesoapuHreanbHoOl HenocTaToyHOCTH Yy 36% MalueHTOB OTMevaeTcs 3aTpyIHEHHe
rimoranus [7, 12, 15].

XapakTepHble 4epTbl Jula (yUIMHEHHOE JIMIO, MHKPOTHATHs WIM pPETpPOrHaTHs,
MIMPOKAs TIEPEHOCHIIA, MEJIKHE 3yObl, aCHMMETPHsI JIUIA TIPU TIIade, OMyIICHHBIE BHU3
YTOJIKU PTa, TIa3HON THIEPTEIOPH3M, HU3KO TOCAKEHHBIE U J1e()OPMUPOBAHHEIE YIITHEIE
pakoBHHbI, O0ynb0000pa3Hblil KOHUKK HOca) [3, 6, 12].

Hapymienne BbipaboTkn T-KIETOK MOXET mpeapacnojaratb K ayTOMMMYHHBIM
3a0oneBaHuAM. ONUCAaHbI TaKUE OCIOXKHEHUSI CUHAPOMA Jieleluu 22-if XpOMOCOMBI, KaKk
IOPA, XTII, AUT'A, B3K, Gone3ns ['peiiBca, ayTOMMMYHHBIH YBEUT, OpOHXHaJIbHAS
actMma [1, 2, 12, 16].

3anepxka (pU3MUECKOro pa3BUTHS YAacCTO HAOMIONACTCA y MAlMEHTOB C CHHAPOMOM
nenennu 22q11.2-it xpomocomsi [1, 2, 7, 12].

3agepKKa pe4YeBOro M ICHXOMOTOPHOTO pa3BUTUs Habmomaercss y 70—90% wu
TPOSIBIIIETCS. C BO3PACTOM, OJHAaKO TECTHPOBAaHHE MAIMEHTOB C 3aJICPKKOH Pa3BUTHS
UMEET CMBICII TOJIBKO B CIIy4asX COYETaHUM C JPpyrMMu npusHakamu. [loBeneHueckue u

NICUXUYECKHEe MpoOJIeMbl TakKe MOTYT BeTpedarbes y mamueHtoB ¢ CUAI. B merckom
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BO3pacTe OOBIYHO OTMEYAKOTCS THUIEPAKTUBHOCTh, TPEBOXKHOCTh, ayTHYECKHE U
addexTuBHBIC paccTpoiicTBa. B moapocTkoBoM U B3pociioMm Bodpacte y 10-30% ¢ CAT
OTMEYAIOTCS ~ OWMOJSIpHBIE  paccTpoiicTBa,  mm3odpeHus,  mu3oadQeKTHUBHbIC
paccrpoiictBa. [loBsien puck panHero crapra (o 50 ner) 6onesnu [lapkurcona [2, 3,

12, 17].

2. JIMarHOCTHKA

2.1 ’Kaao0bl 1 aHAMHE3

e PexoMeHayeTcsi BCEM IallMEHTaM C IIOJO3PEHUMEM HA CHHIPOM Jeneuuud 22-i
XPOMOCOMBI TIPOBOJUTH IMOAPOOHBIN cOOp kamob, cOop aHamHe3a 3a0oJeBaHMS,
CEMEIHOro aHamMHe3a ¢ IeNbl0 Bepu(UKAIMU TUIHYHBIX CUMIITOMOB U OLIEHKH TSKECTH
COCTOSIHUSL B CBSI3M C T€M, YTO >KajloObl M aHaMHeE3 3a00JeBaHUS MOTYT OBITh KpaiiHe
pa3Ho00pa3HBIMU M PA3IMYHBIMHE 110 CTCIICHU BhIpaKeHHOCTH [2, 4, 7, 11, 13, 14, 16],
Yposenb  yOenurenbHOcTH  pekoMenpgamuii C  (ypoBeHb  [10CTOBEPHOCTH

0KA3aTeJbCTB — 4)

2.2 Du3ukajJnbHoe 00CIe10BAHNEe

e PexoMeHayercsi BceM IallMEHTaM C TIOJO3PEHUEM HA CHHIPOM Jeneuuu 22-i
XpPOMOCOMBI TIPOBOAMUTH TMOJHBIA (U3UKAIBHBIA OCMOTP € LENbI0 BepUUKALUH
JMarHo3a, OLEHKHU TshKecTH coctostuus [1, 2, 3, 4,7, 11, 13, 15].

YpoBens  ybOenureabHOcTH ~ pekoMmeHaaumii C  (ypoBeHb  [I0CTOBEPHOCTH
0Ka3aTeJbCTB — 4)

Kommentapun: Qusuueckoe pazeumue OOIbUWUHCMEA NAYUEHMOE HU3KOe U
ouceapmonuuroe no eecy. Jluyesoii oucmopgusm u opyaue cmuemvl OUCIMOPUOLEHE3A WUUPOKO
eapuabenbHbl U He AGNAIOMCA NAMOSHOMOHUYHBIMU, OOHAKO Yauje Opy2ux NPU3HaKos oopawaom
Ha cebs GHUMAHUe 2NA3HOU 2unepmenopusm, OyIbO000paAsHLIl KOHYUK HOCA U HU3KO
nocaxcennvie u\ unu Oe@opmuposannvie YuiHvie pakosutvl. Mozym npoasiamvca npusHaKu
OvIXamenvHOU U cepOeuHoll HedocmamouHocmu. Taxk oice Mo2ym 6cmpeyamvcs NOPOKU
pazeumus ObixamenbHoll, NUWEBaApUMEeNbHOU, KOCMHO-MbIUEYHOU U Opyeux cucmem. 3adepircka
YMCMBEHHO20 U peueso20 pa3BUMUs BCMpedaemcs y NOOAGIAue20 Yucia NayueHmos c

OaHHBIM CUHOPOMOM.
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2.3 JIaGopaTopHass AUATHOCTHKA

Pexomenayercss BceM MalMeHTaM C TIOJIO3PEHHMEM HA CHHIPOM Jelenuu 22-u
XPOMOCOMBI TIPOBOJIUTH KIMHUYECKUH aHaIM3 KPOBH C JICHKOUUTApHOW (HOpMYIIOH,
HI0JICYETOM TPOMOOIIMTOB JIJIsi OLICHKH JIuMQonenu [3, 4].

YpoBenb  yOeaureqabHocTH  pexkoMeHaaumidi C  (YypoBeHb  J10CTOBEPHOCTH

0Ka3aTeJbCTB — 4)

Pexomenayercss BceM MalMeHTaM C TOJO3PEHHMEM HA CHHIPOM Jelenuu 22-u
XpPOMOCOMBI ~ TIPOBOJIUTH  MCCIICIOBAHUE  ypPOBHA  HOHM3WPOBAHHOTO  KaJbIIHS,
napaTUPEOUTHOTO TOPMOHA JIJIsl OIEHKHU CTEIICHH THItonaparupeosa [14].

YpoBenb  yoenurTeabHOCTH  pekomeHaanmii C  (ypoBeHb  IOCTOBEPHOCTH

0KA3aTeJbCTB — 4)

Pexomenayercss BceM DalMeHTaM C IOJO3PEHMEM Ha CHHAPOM Jenenuu 22-i
XPOMOCOMBI IPOBOJUTH UCCIICOBAHUE YPOBHSI TOPMOHOB MIUTOBHIHOM xene3bl (TTL u
T4 cBOOOAHBIIT) IS OLICHKU CTENICHU TUIIO- U TUIepTHpeo3a [14].

YpoBenb  yOenuresbHocTH  pekoMmengammii C  (YpoBeHb  JIOCTOBEPHOCTH

J0KA3aTeJbCTB — 4)

Pexomenayercss BceM DalMeHTaM C TOJO3PEHMEM HAa CHHAPOM Jenenuu 22-i
XPOMOCOMBI TIPOBOAMTH HCCIIEIOBAaHUE YPOBHEH CHIBOPOTOYHBIX HWMMYHOTJIOOYJIMHOB
IgA, IgM, 1gG u omeHKy KIETOYHOrO HMMYyHUTeTa (MMMYHO(DEHOTHIIHPOBAHUE
IUM(OIUTOB), BKIIOYAs ONpe/ieNIeHHe KOJIMYeCTBa HauBHBIX T-THMM(OIMTOB 17151 OLEHKU
BBIPAKCHHOCTH UMMyHOaeuimTa [1, 12, 18].

YpoBenb  yOenurtesbHOocTH  pekoMmengammii C  (YpoBeHb  JIOCTOBEPHOCTH

0KA3aTeJbCTB — 4)

Kommenrapun: V nayuenmos ¢ cunopomom Oeneyuu 22-ii Xpomocomwvl Modcem

ommeuanuvpcCA JluMd)Ol’leHuﬂ, 6blPAINCEHHOCMb KOI’I’lOpOIZ Mooicent 8apbuposantp. XapakmepHo

CHUdICEeHUe co0eparcanust pasauuHulx cyononynayui T-knemox. Coodepoxcanue UMMYHO2I00)YIUHO8

eapsupyem om 6blpa.?fC€HH012 2Uﬂ02¢lMMCZ2ﬂO6y]ZMH€Muu 00 HOPMAJIbHbIX KOJIUYECNBEHHbIX

3navenun. Obwee koruvecmeo CD3+ T-knemok modcem Obimb CHUNCEHO UNU 8 HOpME, 0OHAKO

¢ coomuowenue nausuovlx T-knemox / T-kniemoxk namsamu NOHUNCEHO. HOpMClJZbHO@ Koauvyecmeo

T-rumgoyumos unoz0a He Koppeaupyem ¢ UX HOPMAIbHOU (QYHKYuel u mpedyem

O0ONOHUMENbHO20 00CIe008aAHUS — 07’lp€a€]leH1/l}l omeena Ha MUmoceHvl U AHMUCEHbL.

PexoMenayercsi BceM ITalMEHTaM C MOJO3PEHUEM Ha CHHIPOM Jelenuu 22-i
XPOMOCOMBI IIPOBOAUTH MCCIIEIOBAHUE MUTOI€HHOIO OTBETA I OLUEHKHU T-KJIeTOYHOro

nponuQepaTiBHOrO OTBETa HA BO3/ICHCTBHE aHTUTEHOB [7, 18].
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YpoBenb  yOeaureqabHocTH  pexkoMeHaauuidi C  (YypoBeHb  J10CTOBEPHOCTH
J0KAa3aTeJIbCTB — 4)

Kommenrapuu: [lpu gvipasiceHHOU eunonaiasuu mumyca omeem JumM@oyumos nocie
CMUMYTAYUU MUMO2EHOM OMCYMCMEYem UL CHUICEH.

e PexoMeHnayercsi BCeM IallMEHTaM C IIOJO3PEHUMEM HA CHHIPOM Jeneuuu 22-i
XPOMOCOMBI MTPOBOJMTh HCCIICAOBAHUE TIOKa3aTeaeld crernuduueckux aHtuten (K
COOTBETCTBYIOLIUM BO30YIUTEISIM), €CIIH PEOCHOK WJIM B3POCIbIA BaKI[MHUPOBAH, IS
OLICHKM KayecTBa CIEHU(pUYIECKOTO OTBETa Ha aHTUIeHbl (OLIEHKA CIEeHU(pUIECKOTO
uMMyHHOro otBeta) [11, 12].

YpoBenb  yOenurenbHocTH  pekoMeHgamumii C  (ypoBeHb  [10CTOBEPHOCTH
J0KA3aTeJbCTB — 4)
KommenTapuu: Cooeporcanue Cobl8OpOMOYHBLIX UMMYHO2A00VIUHO8 MOMCEm Oblmb He

HAapyweHro, 00HAKO omeéem Ha UMMYHU3AYUIO YACMO CHUJICEH.

2.4 NHCTpYMEHTAJIbHAS AMATHOCTHKA

e PexoMeHayeTrcsi BCEM IallMEHTaM C IIOJO3PEHUMEM HA CHHIPOM Jeneuuud 22-i
XPOMOCOMBI TIPOBOJIUTh HccienoBanue DK st OleHKH AJIEKTPUUECKOM aKTUBHOCTH
ceparna [3, 13].

Yposenb  yOenurTenbHocTH  pekoMengamumii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB — 4)
KommenTapuu: 014 nayuenmog xapaxmephsi nopoxu cepoya.

e PexoMeHayeTrcsi BceM IallMEHTaM C TMIOJO3PEHUEM HA CHHIPOM Jenenuud 22-i
XPOMOCOMBI TIPOBOANTH uccienoBanue DxoKI' ¢ menpio BepuduKaluu mopoka cepama
[3,4,7,13].

YpoBenb  yOenutenbHocTH  pekoMenaaumii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB — 4)

e Pexomenayercsi BceM TNalUMEHTaM C TMOJO3PEHHEM Ha CHHAPOM jeneuuu 22-u
XPOMOCOMBI TPOBOJIUTH HcchenoBanre Y 3W opraHoB MOUYEBBIIETUTEIBHON CUCTEMBI JJIS
BepuduKkanuu mopokos paszsutus [12, 18].

YpoBenb  yOenurTenbHocTH  pekoMeHgamumii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB — 4)

e Pexkomenayercsi BceM TNalUMEHTaM C TMOJO3PEHHEM HAa CHHAPOM jeieuuu 22-i

XPOMOCOMBI BBITIOJHATh HAa30(apUHTCATbHYIO JHIOCKOMUIO JUIsI BBISBICHUS TOPOKOB

nuneBoro ckenera [10, 12].
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YpoBenb  yOeaureqabHocTH  pexkoMeHaauuidi C  (YypoBeHb  J10CTOBEPHOCTH
0KA3aTeJbCTB — 4)

e PexomeHayercss BceM MalMeHTaM C TMIOJIO3PEHHMEM Ha CHHIPOM Jelenuu 22-i
XPOMOCOMBI BBITIOJIHATh ayJAMOMETPHIO JIJISl BHISIBJICHUS CHIDKEHHS cityxa [4].

YpoBenb  yOeaureqabHocTH  pexkoMeHaaumidi C  (YypoBeHb  J10CTOBEPHOCTH
0Ka3aTeJbCTB — 4)

e PexomeHayercss BceM MalMeHTaM C I[IOJIO3PEHHMEM Ha CHHIPOM Jelenuu 22-i
XPOMOCOMBI MPOBOJAUTH O(TaNbMOJOrHUYEecKoe o0cienoBaHue (BU3YalbHBIH OCMOTp, B
TOM YHCJIC C TIOMOIIBIO IIEICBOM JIaMITbI, OMPEASIICHUE OCTPOTHI 3PEHUS) I OLCHKHU
CHIDKCHUS 3pEHHS, IOPOKOB pa3Butus [3, 4].

Yposenb  yOenureqnbHOcTH  pekoMeHgamuii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB — 4)

e Pexkomenayercsi BceM DaUMEHTaM C [OJO3PEHHMEM Ha CHUHAPOM jejeuuu 22-u
XPOMOCOMBI MPOBOJUTH OLIEHKY (DPU3MUYECKOTO Pa3BUTHSI C LIETBIO BBISBICHHS 3aJCPKKU
pazButus [1, 3, 18].

YpoBenb  yOenurtenbHocTH  pekoMeHpganumii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB — 4)

e PexoMeHayeTcsl MalyeHTaM C MOJAO3PEHUEM HAa CHUHIPOM JeNeluH 22-i XpOMOCOMBI, B
3aBUCHUMOCTH OT KJIMHUYECKUX mposiBieHuid, mposeaenrne MPT/KT mo mokazanusm ans
BBISIBJICHUE XPOHUYECKHX 09aroB HH(MEKIHH, ITOPOKOB pa3BuThs [12].

YpoBenb  yOenurTenbHocTH  pekoMeHaaumumii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB — 4)

e PexoMeHayeTcsl NalMeHTaM C MOJO3PEHMEM Ha CHUHAPOM JAeNenud 22-i XpOMOCOMBI
NpoBeJeHNE aHTHOrpad K MPH MOT03PEHUN Ha TIOPOKH Pa3sBUTHS cocynoB [12].
YpoBenb yOeauresbHOCTH  pekoMengaumii C  (ypoBeHb  /10CTOBEPHOCTH

0KA3aTeJbCTB — 4)

2.5 UHasi TMarHoCTHKA

e Bcem manmueHTaM ¢ TOJO3PEHHEM HA CHHIPOM JAeNenuu 22-ii  XpOMOCOMBI
pexoMeHayeTcs1 ipoBeneHue (aroopecieHTHONM rudpuauzanuu in situ (FISH) ¢ JTHK-
soaom TUPLE 1 (HIRA) ¢ nensio Bepudukanuu reHerndeckoro aedekra [5, 7, 9, 10,
20].

YpoBenb  yOenurTenbHocTH  pekoMeHgammii C  (ypoBeHb  [10CTOBEPHOCTH

0KA3aTeJbCTB — 4)

15



KOMMeHTapI/[I/I: HeKomopbvle «amunudHsvle) Oeﬂeuuu He nonaoarom 6 PECUOH,

onpeoensiemvlii. memooom FISH-eubpuouzayuu. B smux cayuasx neobxo0umo uUcnonb308amo

XMA (cpasnumenvuyro eenommnyio eubpuousayuio (ACGH)) [2].

[TaruenTam ¢ MOAO3PEHUEM Ha CUHJIPOM JejIeluu 22- XpOMOCOMBI U OTPULIATEIIbHBIM
pe3ynbTaTOM TP HCMOJdb30BaHMM Meroaa FISH-rubGpuamzanuu pexoMeHayeTcst
MPOBEJICHUE XPOMOCOMHOTO MHKpOMaTpuuHOro ananuia (XMA) unu cpaBHHUTEIbHAs
renomHas rubpuamzanus (ACGH) ¢ menpo BepuUKalMu TeHETHYECKOro JedeKTa.
Taxoke BO3MOXHO HCIIOJIb30BaHKe BMecTo Metoaa FISH-rubpumuzanuu [2, 10, 20].

YpoBenb  yOeaureqabHocTH  pexkoMeHaauuidi C  (YypoBeHb  J10CTOBEPHOCTH

0KA3aTeJbCTB — 4)

Bcem mamueHTaM ¢ [OJO3pCHHMEM HA CHHAPOM Jeienud 22-d  XPOMOCOMBI
pPeKOMeH/IyeTcsl MPOBEACHHE MYJIbTUIUICKCHOH nurasHoi ammiudukaiuun (MLPA) c
1eNbIo BepuduKaly renernieckoro aedexra [2, 7].

YpoBenb  yoOenurTeabHOCTH  pekomeHmanmii C  (YpoBeHb  IOCTOBEPHOCTH

0KA3aTeJbCTB — 4)

[TanuenTam ¢ MOJO3PEHHMEM HA CHUHAPOM Jelieuu 22-# XpOMOCOMBbI PeKOMEHIyeTcs
IpOBE/IEHUE, TpU OTCYTCTBUH IOJIOKUTEIBHOIO pe3yibTaTa BbIIIEONUCAHHBIMU
METOaMH, METO/A MpsiMOro cekBeHupoBanus o Cenrepy reHa TBX1 unu onpenenenue
neneuuu/nynaukanun B reHe 1BX1 meromom MLPA ¢ nenbio  Bepudukanuu
reseTuyeckoro aedekra [8].

Yposenb  yOenurtenbHocTH  pekoMengamumii C  (ypoBeHb  [10CTOBEPHOCTH

J0KA3aTeJbCTB — 4)

Pexomenayercsi BceM TalMeHTaM C TOJO3pEHHEM Ha CHHAPOM jenenun 22-i
XpPOMOCOMBI KOHCYJIBTALMM CHELIUATUCTOB, JJISI OIEHKU TSHKECTH COCTOSHHA U
comyTCTBYMOIICH naronoruu [1, 4, 11].

YpoBenb  yOeaureqabHocTH  pexkoMeHpaumidi C  (YypoBeHb  J0CTOBEPHOCTH

J0KAa3aTeJIbCTB — 4)

KommenTapun:
o Koncynomayusa kapouonoea
o Koncynemayusa ummynonoea
o Koncynemayus uenrocmmuo-nuyego2o xupypaa
o Koncynomayusa snooxpunonoza

o Koncynemayusa JIOP-epaua
o Kouncynomayus ogpmanvmonoeca

o Koncynemayus nesponoea/ncuxuampa
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©) KOHchmeal/;u}l ceHemuka

@) KOHC)/JmeaI/[MM Opyeux cneyuaiucmoes no nOKA3anuAm

3. Jleuenue

3.1 KoucepBaTuBHoOe JieYeHHE

Llenv neuenus: KOpPeKyus HCU3HEYSPOICAOWUX MOPPOon0cULecKUX 0ehekmos, KOHMpOb

3a qu)eKT/;MOHHblMM MUZ00aAMU U Komnencayust UMMYHOJI02UYECKUX Oeqbekmoe, KOHmMpOJlb 34

aAymouMMYHHbIMU  OCIIOHCHEHUAMU, obecneyenue npu6ﬂMDfC€HHblx K HOpMAlbHbIM pocnty U

pazeumuto pebenka, obecnedenue xopouie2o kavecmaa xcusnu nayuenma [1, 2, 3, 4, 11, 12].

Pexomenayercs nanueHTaM ¢ CHHIPOMOM JI€TEUU 22-i1 XpOMOCOMBI B 3aBUCUMOCTH OT
CTEMEeHH BBIPAKEHHOCTH MMMYHOJIOTHYECKOro nedekTa 3amectutenbHas Tepanus BBUT
B no3e 0,4-0,6 r\kr 1 pa3 B 3-4 nenenu. B ciyuae camxenus ypous 1gG mo3a BBUT
noxoupaeTcs ¢ y4€ToM MpeTpaHcy3MOHHOTO YpOBHsS HE MeHee 6-7 r/n. HeobOxomum
€KEeMECSIYHBI KOHTPOIb MPEeTPaHCHY3UOHHOTO YpPOBHS (TOJIBKO TEM, KTO MEPETUBACT
BBUI'). Ilpu HapymeHun crnenu@uueckoro aHTHUTEN000pa30BaHUS WU HOPMAaIbHOM
yposue 1gG cpeansist 1o3a uist peryssipaoro BBeaeaus BBUTI - 0.5 r/kr maccsr Tena [1, 3,
4,12, 21].

Yposenb  yOenurTenbHocTH  pekoMengamumii C  (ypoBeHb  [10CTOBEPHOCTH

J0KA3aTeJbCTB — 4)

Pexomenayercst manueHTaM ¢ CUHIPOMOM JAeNenuu 22- XpOMOCOMBI, B 3aBUCUMOCTH
OT CTENEHU BBIPAKEHHOCTH MMMYHOJOTMUYECKOro Je(eKTa, Ipu HATUYUU JTUMQOIECHHUH,
BBIPQXCHHOM CHIK€HUM MHUTOIC€HHOI'O OTBETA, COMYTCTBYIOLIUX XPOHUYECKUX OYarax
MH(pEKINY, Ha3HaYeHHe MNPOPMIAKTUYECKON aHTHOAaKTepUalbHOM, MPOTHUBOIPUOKOBOM
tepanuu [3,4,11].

YpoBenb  yOenurtenbHocTH  pekoMeHgamumii C  (ypoBeHb  [10CTOBEPHOCTH

0KA3aTeJbCTB — 4)

KOMMCHTapHI/I: Haubosee yacmo ucnojvizyembvle aHmuGaKmepuaﬂbeze npenapamsl Ha

6ecb nepuoo IUMGboneHuU 8 603pacmublx 003UPOBKAX

1. Ko-mpumoxcazon (Cynvghamemoxcazon+Tpumemonpum)** - 5 me/ke/cym &
0sa/mpu npuema — 3 paza 6 Heodeno (Oepanuuenue 6 npumeHenuu y oemetl 00 3
nem,).

2. Asumpomuyun™* 10 me/xe/cym 1 paz 6 oewv — 3 pasa 6 Hedenro (0cpaHuieHue 8

npumeHnenuu y demeti 0o 12 nem u maccoul mena menee 45 xe)
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3. Amoxcuyunnrun+kiagynanosas kucioma™** ¢ ooze 40 me/ke/cymku 6 06a npuema -
eHCceoHesHo,

Ilpomueozpubrosas mepanusi.

1. @nyxonazon™* 6 me/xe/cym x 1 paz 6 oeno.

e PexoMeHayeTcsl MalMeHTaM C CHHIPOMOM JeJelMH 22 XpOMOCOMBI IpU HaJIWYUH
rUIonapaTupeo3a Ha3HAYEHME KalbLUs XJIOpUZa B BO3PACTHBIX JIO3MPOBKAX JJIs
KOPPEKLUH YPOBHS JIEKTposinToB [4, 11].

YpoBenb  yOenureabHOCTH  pekoMmeHaaumii C  (ypoBeHb  [IOCTOBEPHOCTH
0KA3aTeJbCTB — 4)

Kommenrapumn: V  uacmu oOemeu ¢ memabonuueckumu U 21eKMPOIUMHBIMU
HapYWeHUsAMU, NPeUMyueCmeeHHo 6 6uoe SUNOKaIbYUeMuu, 6n10ms 00 SUNOKATbYUEMUYECKUX
Cyoopoe, iederue KI04aen 3amMecmumenbHyo mepanuno npenapamamu Kaibyus, 6 HeKomopbix
cnyuasax eumamuna D. Pekomenoosano monumopuposanue yposHs Kaibyus 8 meyenue HCusHu ¢
nocneoyouetl koppekyuei 003 npenapamos [1,2,4,11,12].

e PexoMeHayeTcsi IalueHTaM C CHUHAPOMOM Jelenuu 22-i  XpOMOCOMBI: IIpH
BO3HUKHOBEHUH ayTOMMMYHHBIX OCJIOXKHEHHUI NPOBEIECHUE TEpaluu B COOTBETCTBUHU C
COOTBETCTBYIOLIMMH MPOTOKOJIAMH ayTOMMMYHHBIX 3a0oneBanuii [1,6,12].

YpoBens  ybOenureabHOCcTH  pekomeHaaumii C  (ypoBeHb  [I0CTOBEPHOCTH
JI0KA3aTeJILCTB — 4)

e PexoMeHnayercsl naiueHTaM ¢ CUHAPOMOM JI€JeUH 22-i XpOMOCOMBI: IPU OTCYTCTBUU
WIA HE3HAYUTEIHbHOM HMMYHOJOTHYECKOM Je(eKkTe He MpPOBOIUTH CHEUU(UUYECKYIO
TEeparmuio, MPOBOTUTCS KOHTPOJIb HHPEKIIMOHHBIX 3a0oseBanuii [1, 4, 6, 12].

YpoBens  ybOenureabHOcTH ~ pekoMmeHaaumii C  (ypoBeHb  [I0CTOBEPHOCTH

0KA3aTeJbCTB — 4)

3.2 Xupypruuyeckoe JeyeHUue

e PexoMeHnayeTcsl MalMeHTaM ¢ CUHAPOMOM Jelenuu 22-i XpOMOCOMBI B 3aBUCUMOCTH OT
CTETICHHU TSDKECTH MOPOKOB cep/Iiia Xupyprudeckas koppekuwus [1, 2, 4, 10, 11, 23, 25].
YpoBenb  yOenurTenbHocTH  pekoMeHgamumii C  (ypoBeHb  [10CTOBEPHOCTH
J0KAa3aTeJIbCTB — 4)

Kommenrtapuu: Kax npasuno, camviii mssxicenvlii. nepuoo MHCuHu Oisi oemel C
cunopomom Ju I'eopea obycnosenen cmeneHvio NopadzceHus cepoedHo-cocyOUcCmou CUCHEMDbL.
Koppexyus  nopokoeé  cepoya  npogooumcsa  no  cOOMBEMCMEYIOWUM — KIUHUYECKUM

PEKOMEHOAYUAM.
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PexomeHnayeTcsl MareHTaM C CHHAPOMOM JieNieliud 22-i XPOMOCOMBI, B 3aBHCUMOCTH
OT CTCNEHH BBIPAKEHHOCTH ITOPOKOB JIMIIEBOIO CKEJIeTa W TOPTaHH, XUPYpruyecKas
xoppekuwus [1, 4, 10, 24, 25].

YpoBenb  yOenurTenbHocTH  pekoMeHgamumii C  (ypoBeHb  [10CTOBEPHOCTH

0KA3aTeJbCTB — 3)

KommenTapuu: Haubonee uacmo xoppexyuu noonedxcum pacujenjieHue Héoa u eepxmeti
2y0bl, Jleuenue KOmopulx HeoOX00UMO Npo8ooUms 8 MAKCUMAIbHO KOPOMKUE CPOKU C
yenvlo NpohuIaKmuKy acnupayuu, nposoyupyloweli pasgumue ungexyui. Koppexyus
HOPOKO8 JULUeso20 cKelema npogooUmcs Nno COOMEEMCMBYIOWUM — KIUHUYECKUM

DPEKOMEHOAYUSIM.

3.3 UHoe J1eyenne

Pexomenayercsl manueHTaM C CHUHIPOMOM Jelieluu 22-i XpOMOCOMBI IPU HaIUYUU
BbIpaskeHHOro T-kietoyHoro aedekra y namueHtoB ¢ noaHsiM CIT, deHoTHNHYECKH
IOXOKUM Ha TOKETYI0 KOMOMHUPOBAaHHYI0 HMMMYHHYIO HEJAOCTaTOYHOCTb, C
BBIPR)KEHHBIMH WMMYHOJIOTUYECKAMHU HApYIIEHUSMH ¥ BBICOKHM PHCKOM JIETaJIHHOTO
UCXO0J1a B JIETCKOM BO3pAacTe MPOBEJCHNE TpaHCILIaHTalus Tumyca [26-30].

YpoBenb  yOenurTenbHOCTH  pekoMeHgauumii B (ypoBeHb  [10CTOBEpHOCTH

JI0KA3aTeJILCTB — 2)

Pexomenayercsi manueHTaM 0 6 MECSYHOTO BO3pacTa C CHHAPOMOM Jenenuu 22-i
XpPOMOCOMBI TIpH Tpo0iieMax ¢ KOPMJIGHHEM M TJIOTaHHEM BCICICTBHE JedeKra
Beslo(aprHTeaIbHON HEJIOCTATOYHOCTH YCTaHOBJICHUE racTpocToMsl [11, 24].

Yposenb  yOenurTenbHocTH  pexkoMengaumii C  (ypoBeHb  [10CTOBEPHOCTH

JI0KA3aTeJILCTB — 4)

Pexomenayercsi TanueHTaM JIOIIKOJIBHOTO BO3pacTa C CHHIPOMOM Jeneruu 22-i
XPOMOCOMBI TIpH 33JIepiKKE pa3sBUTHSL PEUd Tepanusi U CONPOBOKACHHE HEBPOJIOra,
joromena, ncuxuatpa [12, 17].

YpoBenb  yOeaureqabHocTH  pexkoMeHaaumidi C  (YypoBeHb  J0CTOBEPHOCTH

JI0KA3aTeJbCTB — 3)

Kommenrapuu: [7aenoil npobnemou 8 wiKOIbHOM 803pacme AGIAIOMCA Npobiembl ¢

oboyuenuem u nosedenuem. Cunopom oeuyuma HUMAHUS, SUNEPAKMUBHOCb, AYMUCTNIUYECKUE

3abonesanus, Goobuu ecmpeuaiomcs dawje, vem 6 odwel nonynaiyuu Ooemeu. bonvuuncmeo

Ooemeli KOHCYZIbmUupyromcs y HeBpol0206, NCUXO010206 U NCUXUAMPOSE. B&’pOCﬂble nayuermol

HaOII00aMcs ¢ OUACHO3AMU «NCUXO3» UNU «WUZ0PPeHUs», «Oenpeccusy, «OUnonapHslil

CUHOPOMY.
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4, PeaOnauranus

PexoMenayercsi conuanbHas W ICHXOJOTHYECKas peaOWiIMTanus BCeM MaIMEeHTaM ¢
CHHIPOMOM JeJeuuu 22-i XpOMOCOMBI. BONBIIMHCTBO MAalMEHTOB HAOIIOJAIOTCS
IICUXOJIOTAMM M TICUXMATPaMU B TEYEHHE BCEH XHU3HU B CBSA3U C IOBEIEHYECKUMU
npobieMaMu pa3uuHoro xapakrepa [17].

YpoBenb  yOenurenbHocTH  pekoMeHgaumii C  (ypoBeHb  J10CTOBEPHOCTH

JI0KA3aTeJbCTB — 3)

PexomenyeTcst peabuInTaIHs TIOCIIE XMPYPTHUECKON KOPPEKIMU TIOPOKA CEPALA W/UiTH
KOPpPEKIuK Je(EeKTOB JIMIEBOIO CKeJIeTa, TOPTAaHH IMAlMEHTaM ¢ CHHIPOMOM JEJIEIUH
22-ii XpOMOCOMBI B paMKaxX KaTaMHECTHYECKOrO HaOJIOJEHHs CIEenUaIuCTaMu
cootBeTcTBYyomiero npoduis [10, 24, 25].

YpoBenb  yOenureabHocTH ~ pekoMmeHgammii C  (YpoBeHb  [IOCTOBEPHOCTH

J0KA3aTeJbCTB — 4)

5. IpodpuiakTuka u AucnaHcepHoe HaldJII0IeHHE

Crnenuduueckas npouIaKTUKa JAHHOTO 3a00JIEBaHUS OTCYTCTBYET.

PexoMenayercsi BceM TMamuMeHTamM ¢ Jenenuel 22-i XpoMOCOMBI JAHCHaHCEPHOE
HaOJNIOZIcHUE Teauarpa/TepaneBTa MO MECTY JKUTENIbCTBA [IJISi OLIEHKH COCTOSHUS
3mopoBbs [1,2,7].

Yposenb  yOenurtenbHocTH  pekoMengauumii C  (ypoBeHb  [10CTOBEPHOCTH

JI0Ka3aTeJIbcTB—4)

Pexomenayercss manMeHtaM Cc  genenued  22-i XpOMOCOMBI  IOJy4YarOUIUM
cnenuduueckyro Ttepanuto (BBUI') nucnancepHoe HaOmoeHME HMMYHOJIOTra s
KOHTPOJIS IPOBOJIUMOI! Teparuu, olleHK! 3G deKTHBHOCTH Tepanuu [ 1, 2].

YpoBenb  yOenurTenbHocTH  pekoMengaumii C  (ypoBeHb  [10CTOBEPHOCTH

I0KA3aTeJbCTB — 4)

Pexomenayerca wuccnenoBanne OAK ¢ moacueroM JneikouuTapHOd — GOpMYIIBI,
ornpezelieHue ypoBHEH uMMyHOTIIo0yiimHOB A, M, G, Kalblus ManueHTam ¢ Jelerueit
22-1f XpOMOCOMBI ¢ 4acTOTOH He pexe | paza B rox. IlamueHTam ¢ MOJHBIM CHHIPOMOM
Jlu Teopra o0s13aTeNIbHO ompejieneHue npeTpancdy3noHHoro yposHs 1gG mepen kKaxapiM
cienyroum BBeaennem BBUT [1, 7].

YpoBenb  yOenurteqbHOocTH  pekoMeHaamumii C  (ypoBeHb  [10CTOBEPHOCTH

A0Ka3aTeJbCTB—4)
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e PexoMeHayeTcsl TPOBECHNE WHCTPYMEHTAIBHBIX METOJOB UCCIICIOBAHUS TAIUCHTAM C
nenenuen 22-i XpoMOCOMBI, 10 MMOKa3aHUSIM (HAIHYHE JKaj00 CO CTOPOHBI JKEITYIA0YHO-
KHUIIIEYHOTO TpPaKTa, CO CTOPOHBI CEPACYHO-COCYAUCTON CHCTEMBI, CO CTOPOHBI
MOUYEIOJIOBOM CUCTEMBI, KaIllellb, TOJIOBHBIC OOJHM) IS OICHKH OOINEro COCTOSIHHS
NalMeHTa, HAJIWYUS WM OTCYTCTBHS XPOHUYECKMX OYaroB HH(MEKIMH, a TaKkKe
HaOJII0IeHNE COMYTCTBYIONIEH marooruu [1, 2, 7].

YpoBenb  yoenuteabHocTH  pekoMenaaumii C  (YpoBeHb  [10CTOBEPHOCTH
JI0KAa3aTeIbCTB —4)
KommenTapum:

. IOKI'— 1 pas 6 200

. Y3U oprowmnoii nonocmu, nouex, 3XO-cepoya — 1 paz 6 200
. Hencumomempus — I pas 6 200
. Penmeenoepagus epyonoii knemxu, KT, MPT — no noxazanusm.

Ilpu Hanuyuu conymcmeyroweli namoiocuu 603MOJHCHA 0olee yYacmoe NposedeHuU
UCCIe008anull N0 NOKA3AHUAM Y3KUX CREeYUATUCTOB.

e PexoMeHayeTcsl TIPOBEACHHE IEPUOJUICCKHX KOHTPOJBHBIX OCMOTPOB CMEKHBIMHU
CICIUAINCTAMH IS TTAlIMEHTOB ¢ Jelieluedl 22-i XpOMOCOMBI, JJIsi OLIEHKH OOIIero
COCTOSIHHS 37I0POBBSI H KOHTPOJISI COMYTCTBYIOIEH matosoruw [1, 2, 7, 24, 26].

Yposenb  yOenurenbHocTH  pekoMengammii C  (ypoBeHb  [10CTOBEPHOCTH

JI0Ka3aTeJIbCTB — 3)

KommenTapun:

. Ocmomp epaua-xupypea — 1 paz 6 200

. Ocmomp eépaua- cmomamornoza — 1 pas 200

. Ocmomp eépaua-omonapuneonoza — I paz 6 200

o Ocmomp eépaua-kapouonoza — I paz 6 200

J Ocmomp eépaua-zacmposnmeponoza — 1 pas é 200
. Ocmomp epaua-ogpmanvmonoza — 1 paz 6 200

. Ocmomp epaua-nesponoza — 1 paz 200

Ipu Hanuuuu conymcmeyiouell namoiocuu 603MONCHA Oolee YACMAs KOHCYIbMAyUs.
CNeyuanucmos, 8 3a8UCUMOCmyU Om NOKA3AHUL U COCMOANHUsA nayuenma. Yacmoma nocewjenus
MO20 UNU UHO20 CHeYyuanucma U 4acmoma aHAIU308 3a8UCUM OM KAUHUYECKUX NPOAGIeHUl
oannoco cunopoma. OOHAKO edce200Has OUCNAHCEPU3AYUS DPEeKOMEHOO08AHA OJisi KOHMPOIs
UHMEKYUOHHOU 3a001e8aeMOCMU, UMMYHOLOSUYECKUX NOKazamenel U @QYHKYuti OCHOBHbIX

cucmem opeanusma.

21



e PexoMeHnayeTcsl ManueHTaM ¢ Jenenuen 22-ii XxpoMocoMbl IIPOBEACHHUE NIEPUHATAIBHON
JTUArHOCTHKYU U T€HETUYECKOEe KOHCYIbTHPOBAHUE, C IIEJIbI0 MPEJOTBPAIICHUS POXKICHUS
NpyruX JeTei ¢ JaHHbIM 3a0oseBanueM [ 1, 2, 20].

YpoBenb  yoenuteabHocTH  pekoMenaaumii C  (ypoBeHb  [10CTOBEPHOCTH
0Ka3aTeJbCTB — 4)

Kommenrapuu: /lereyus 22-ii xpomocomsl Haciedyemcs aymocoOMHO-0OMUHAHMHO, C
seposimnHocmoulo nepedauu namonoeuu 6 50%. Ilpu smom ommeueno, umo y nNOmMomcmea
cuHOpom bonee svipadiceH, wem y pooumeins. borvuwuncmeo ciyyaes ¢ cunopomom deneyuu 22-u
XPOMOCOMbI HOCUM Cnopaouyeckuil xapakmep, u ¢axkmopul pucka neuzgecmusl. llpenamanvras
OUACHOCMUKA PEKOMEHO08AHA, eCilu 00UH U3z pooumereli umeem oeneyuio 22 xpomocomwl, 8 50%
cyyaes namosno2us Hacaeoyemcs ¢ Oonee maANCeNbIMU KIUHUYECKUMU nposereHuamu. Taxowce
npu evisenenuu CHI y pebenka pexomenoosano obciedoganue pooumeneii U cubIuH208 0is
uckmouenusi C/I" y nux. I[Iposooumcs FISH-ouaenocmuxa del22 unu onpedenenue mymayuu 6

eene TBXI nocne gvinonnenus amMHuoyernmesa uiu 36160]?61 B0pPCUH XOPUOHA.

6. I[OHOJIHHTCJILH&H I/IH(l)OpMaIII/ISI, BJINAIOIIAsA HA TCYCHHUE U UCX0Q

3a00/1eBaHUA
[IpenynpexaeHne OCIOXHEHUH, XapaKTEPHBIX JUIs Pa3HOTO BO3PACTHOrO IEpHOJa, U
aJIeKBaTHAs Teparusi 00eCIeYnBaIOT JYUIIHIA IPOTHO3 TalueHTy [1, 2, 7].
Baknunanus
BaknuHanuu mpoBOAWTCS BCEM MalMeHTaM (B3pOCIHBIM M JAETAM) C Jenenuei 22-i
XpPOMOCOMBI, 3a HUCKItoueHueM manueHToB ¢ mnoiubiM CJI. Jlns omenku 3ddexkTuBHOCTH
BaKIIMHAIIMA HEOOXOTUM KOHTpOJb  crnenuduuecknx AT K BakIMHHBIM  IITaMMaM

MuKpoopranuzMoB. Ha ¢one 3amecturensHoil Tepanun BBUIT BaknunHanus He nenecoobpaszHa

[31, 32, 33, 34].

7. OpraHu3anusi MeIUIIMHCKOMW MOMOIIH
Iloxa3zanuga 151 NJIAHOBOM rOCMUTAJIN3ANMMN
e [lanMeHTHl C CHHAPOMOM JeNeluu 22-i XPOMOCOMBI IOJKHBI OBITh TOCITUTAIN3UPOBAHBI
B CTalliOHAp JUIsl KOPPEKIMH IMOpOoKa cepiala W/wid JAedeKTOB IUIEBOTO CKeleTa, a
TaKKe I yriyOJIeHHOTO, B TOM 4YHCJE, HHCTPYMEHTAJIbLHOTO OOCIeoBaHUS IS
BBISIBJICHU A I/IH(i)eKI_[I/IOHHBIX nu leyrl/IX OCJIO)KHeHI/IfI HpI/I HaJIn4Ynn COOTBeTCTBYIOIIleﬁ
CHUMIITOMATHUKMH.

IMoxa3anus NI IKCTPEHHON rOCHUTAINU3ALMHU:
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e [lpu momo3penun y maumenta noinoro C/I, ¢enorunuuecku cxomanoro ¢ TKHH, c
LEJIBI0 M30JSLMOHHBIX MEpOIpPUITUH M 00CiIeloBaHMs IIOKa3aHa rOCHUTalIu3alus B
CTEpPHIIbHBIN OOKC.

e [Ipu BO3HUKHOBEHUHU MH()EKLNOHHBIX HJIM AyTOUMMYHHBIX OCJIOKHEHUH JJIs1 HA3HAUCHUS
KOMIUIEKCHOW TEepaIuu.

IToxa3zaHus AJis BBINMCKH U3 CTALMOHApA:

o JlocTikeHUE CTa0MIM3AIMH COCTOSHUS.
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KpnTeplm OLICHKHU Ka4YeCTBa OKa3aHUuA MeIlHIII/IHCKOﬁ nmomMouu

Kpurepuii kayecTBa

YpoBeHb
JAOCTOBEPHOCTH
JA0Ka3aTeIbCTB

YpoBeHb
y0eauTeabHOCTH
peKoOMeHIanuii

IIpoBeneH Ha JTane MNEPBUYHOM JUATHOCTHKHU (IIpH
MOJO3PEHUH Ha cuHIpoMm neneruun  22(11.2) cbop
aHamHe3a ¥ kano0, (usmkanpHOE 00CIeI0BaHNE

C

4

[lpoBeneHo Ha  JTame  TNEPBUYHOH  JHATHOCTHKH
yrayOleHHoe J1abopaTopHOE obcnenoBaHue  JyIst
OINPENENICHUsI TSHKECTH HMMMYHOJIOTUYECKOTO JieeKTa
(onpenenenne wummyHornoOymuno IgA, IgM, 190G
CBIBOPOTKH KPOBH, CIEIU(PUUECCKUX MOCTBAKIUHAIBHBIX
aHTHTEI, OLIEHKa KIJIETOYHOTO UMMYHHTETA
(MMMYHO(EHOTUTTUPOBAHUE nuMpouTOB KPOBH),
MHUTOTCHHBIH OTBET)

[IpoBeneHo Ha  JTame  MEPBUYHOW  JAMATHOCTUKH
yriayOJIeHHOE WHCTPYMEHTAJIbHOE oOciieoBaHUE /ISt
BBISIBJICHUSI UH(EKIIMOHHBIX U JAPYTrUX OCIOXHEHUU MPH
HaJU4YUM  COOTBETCTBYIOIIEW  CHUMNTOMATHUKH) — —
KOMIIBIOTEpHAsI TOMOTpadus JIETKUX U OPTaHOB OPIOLTHOM
I10JIOCTH, YEJIFOCTHO-JIMIIEBOT'O CKeJleTa

[lpoBeneHo Ha  9JTame  TMEPBUYHOHM  JHATHOCTHKH
BBISIBJICHHE JENEeIMU y4yacTKa 22 XpPOMOCOMBI METO/IOM
duroopectienTHol rrOpuau3anuer in situ (FISH) wu
XPOMOCOMHOTO MHUKpPOMAaTpU4HOro aHanuza (XMA) win
cpaBHHTENbHAss TeHoMHas rubOpumusanus (aCGH) wm
meronoM MLPA. Ilpu orpuuarensHoM pe3ynbraTe —
METOJI MpsIMOTo cekBeHupoBaHus no Cenrepy rema TBX1
WJIY TIOUCK JIeJIelliu B 3ToM reHe merogom MLPA

[Tpy HamUUUKM TOpOKA Cepala W AHOMAIHMHA JIHIICBOTO
CKeJieTa, MpOBeleHAa KOHCYNbTAIlUs KapAHOXHpypra H
YEIOCTHO-JIMIIEBOTO XHPYypra sl pEeIIeHUs BOIpoca O
HEOOXOJUMOCTH M 00BbEeME XUPYPTUUYECKOW KOPPEKIIMH
nedexra(oB)

NpoBE/eHAa 3aMECTHUTENbHAs Tepamusi IpernapaTamu
BHYTPUBEHHBIX UMMYHOIJIOOYJIMHOB B CIIy4ae BBISIBICHUS
CHIDKCHUS  YpOBHS  HMMyHornoOymuHa G w\wim
HapylIeHUs crenuuIecKoro aHTUTENI000pa30BaHMs

OTCYTCTBI/IC THOMHO-CeNTUYECKUX OCIIOJKHEHUM Ha

MOMCHT BBIIIMCKHU M3 CTallTMOHApa

Ha srane naGmoneHus Ipu HATUYUKM PELUANBUPYIOIINX
MH(EKIIMOHHBIX 3a00JIeBaHUAX Ha3HA4Y€Ha
aHTUOAKTEpUAIbHOW, TMPOTUBOIPUOKOBOM TEpamuu C
npoUIAKTHYECKON LENbI0
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IIpunoxenune Al. CocraB padoueii rpynnbl

PymsinueB Agexkcanap I'puroppeBHY - [TOKTOp MEIMIMHCKMX HaykK, HIpodeccop,
akageMuk PAMH, npesunent HaumonanbHOro o0miecTBa 3KCHEPTOB B OOJIACTH MEPBUYHBIX
UMMYHOJe(PHUINTOB, YieH HannonaapHOTO 00IIecTBa JETCKUX I'e€MaTOJIOTOB  OHKOJIOTOB, WICH
EBponeiickoro o61ecTsa reMaToa0roB

Hlepouna Auna FOpbeBHA — JOKTOP MEIMIIMHCKUX HAyK, UCIIOJTHUTEIbHBIA TUPEKTOP
HanmonanpHoro o0mecTBa 3KCHEPTOB B 00JacTH MEPBHYHBIX WMMYHOJC(PHIIMTOB, UJICH
HarnmonansHOTO 001IIECTBA IETCKUX I'eMaTOJIOTOB M OHKOJIOTOB, WieH EBporielickoro obmiecTBa
UMMYHOJE(PHUIIUTOB

Kysbmenko Haraiusa bopucoBHa — KaHAMIaT MEIMLMHCKUX HAayK, WIEH
HanmonaneHoro o0miecTBa AKCHEPTOB B 00JacTH TMEPBHYHBIX HWMMYHOJC(HHUIMTOB, ICH
HanmonansHOTO 001IIECTBA IETCKUX I'eMaTOJIOTOB M OHKOJIOTOB, WieH EBporielickoro obmiecTBa
UMMYHOJE(PHUIIUTOB

JlarbimeBa Tatbsina BacuibeBHa - JOKTOp MEAMLMHCKUX Hayk, mpodeccop, djieH

npesuauyma Poccuiickoi acconyanuy ajuieprojaoroB ¥ KIMHUYECKUX UMMYHOJIOTOB.

IBen Ouiecsi BacuiabeBHa - wieH HaunonanbHOro oOmiecTBa 3KCHEpPTOB B o0nacTu
NEPBUYHBIX MMMYHOAEPUIMTOB, wieH HanumonanbHOro o0IiecTBa AETCKMX I'€MAaToJIOroB U
OHKOJIOTOB, wieH EBponelickoro oduiecTBa MUMMYHOE(PHUIIUTOB

Kongauxkrt unrepecon:

[lTepbuna A.}O. B TeueHue MOCIENHUX 5 JIET OCYILECTBIUIA JIEKTOPCKYIO AESITEIbHOCTD
npu mnoxanepxkke kommanmii CSL  Behring, Kedrion, Biotest, Pdapm, sBistonmecs
W3rOTOBUTEIAMU\TUCTPHOBIOTOPAMH  TIPETIAPATOB BHYTPUBCHHBIX HMMMYHODNIOOYIMHOB. He
y4acTBOBAJIA B IPUHATHH OKOHYATEIbHON PEJaKLUU pa3/iena JCUECHHUs.

Ky3pmenko H.b B Teduenune nocineaHux S €T OCYIIECTBIISAIA JEKTOPCKYIO AEATEIbHOCTh
npu noazepkke komnanuii CSL Behring, siBnstroineiicss H3roToBUTENEM MpenapaToB
BHYTPHUBEHHBIX IMMYHOITIO0yIMHOB. He yuacTBOBaia B IpUHATHH OKOHYATEIbHOMN pelakiiuu

pa3aciia JICUCHUA.



IIpunoxenue A2. MeronoJiorus pa3padoTKki KJIMHHYECKUX PEeKOMEH A i

HeseBasi ayTuTOPUS JAHHBIX KIMHUYECKUX PeKOMEH 1AM

Nmmynosnoru 14.03.09
[Tenuatpsr 14.01.08

Bpauu o6meit npaktuku 31.08.54

Kapanosnoru 14.01.05

1
2
3
4. I'emaronoru 14.01.21
5
6

Hesponoru 14.01.11

Taoauna I11 — YpoBHU 1O0CTOBEPHOCTH JI0KA3aTEIbCTB

YpoBensb
JOCTOBEPHOCTH

HcTOoUyHMK 10KAa3aTEILCTB

1(2)

[IpocniekTHBHBIC paHAOMH3UPOBAHHBIC KOHTPOJIMPYEMbIC UCCIICOBAHUS
JloctaTouHOE KOJWYECTBO HCCIICAOBAHUM C JIOCTATOYHOW MOIIHOCTBIO, C
ydacTHEM OOJBIIOr0 KOJMYECTBA MAIMEHTOB M TOJyYeHHEM OOJbIIOTO
KOJIMYESCTBA JAHHBIX

KpymnHbie MeTa-aHanu3sl

Kak MHHMMYM OJHO XOpOIIO OpPTraHW30BAHHOE PaHIOMHU3UPOBAHHOE
KOHTPOJIUPYEMOE UCCIIEJOBAaHUE

PernpesenTaTiBHas BBIOOpKA MAIUEHTOB

11 (2)

[IpocriekTuBHBIE ¢ paHAOMHU3aIMEN WK 0€3 HCCIeI0BAaHUSl C OTPAaHUYEHHBIM
KOJIMYECTBOM JIAHHBIX

Heckonbko nccnenoBanuii ¢ HEOOIBIIMM KOJTMYECTBOM MAIIMEHTOB

XO0poI1110 OPraHN30BaHHOE MPOCIIEKTUBHOE UCCIIEJOBAHUE KOTOPTHI
Mera-aHanu3bl OrpaHUYEHbI, HO POBEJEHBI HA XOPOIIIEM YPOBHE

Pe3ynbrarhl He Mpe3eHTATUBHBI B OTHOILIIEHUH TEJI€BOM MOMYJISIINT

XO0poI110 OPraHN30BaHHbIE UCCIIEIOBAHUS «CIy4al-KOHTPOJIbY

11 (3)

HepannoMuznpoBaHHbIE KOHTPOJIUPYEMBIE HUCCIIEIOBAHUS

Hccnenosanus ¢ HEIOCTATOYHBIM KOHTPOJIEM

PangomusupoBaHHble KIMHUYECKHE MCCIEAOBAHUS C KaKk MHUHHUMyM |
3HAUYUTENIbHOM WM KaK MUHUMYM 3 HE3HAUUTEIbHBIMU METOJI0JOTHYECKUMHU
omuOKamMu

PerpocrniexkTrBHBIE WM HAOTIOJATENFHBIE UCCIIEIOBAHUS

Cepus KIMHHYECKUX HAOIIOIEHUH

[IpoTuBOpeUnBLIC NaHHBIE, HE MTO3BOJISIIOIINE CHOPMHUPOBATH OKOHUATEIHHYIO
PEKOMEHTALINIO

IV (4)

MHuenue 3KCHCpTa/IIaHHLIC nus3 OoT4cCTa 3KCHCpTHOI7I KOMUCCHHU,
OKCIICPUMCHTAJIBHO MMOATBCPKACHHBIC U TCOPCTUICCKU 000CHOBaHHbBIE




Tabauua I12 — YpoBHU yOeIUTETEHOCTH PEKOMEH AN

Yposenr, Onucanue Pacuu¢poska
y0euTeJIbHOCTH
Pexomenpanus OCHOBaHa Ha
BBICOKOM YPOBHE JOKa3aTEIbHOCTH
(kaxk muHUMYM | yOemutenbHas | Meroa/Tepanus MepBOW JIMHUU, JIUOO B
A nyOIMKanus I YPOBHS | COUYETaHUU co CTaHJApTHOM
JIOKA3aTeIbHOCTH, IIOKA3bIBAIOMIAS | METOAUKOM/Tepanuen
3HAYUTEIILHOE IIPEBOCXOJCTBO
110JIb3bI HaJl PUCKOM)
Pexomennanus OCHOBaHa Ha
CpeIHEM YpOBHE [I0Ka3aTEeIbHOCTH | MeTon/Tepanust BTOPOM JIMHUH; JIMOO
(kaxk MuHUMYM 1 yOenurtenbHas | IpU OTKa3e, MNPOTUBONOKA3aHUM, WIIH
B nyOnuKanus I YPOBHS | HEAPPEKTUBHOCTH CTaHJapTHOU
JIOKa3aTeIbHOCTH,  I1OKa3bIBAIOLIAsl | METOIMKU/TEPAIIUH. Pexomennyercs
3HAYUTEIIbHOE IPEBOCXOJICTBO | MOHUTOPHUPOBAHNE TIOOOYHBIX SBICHUH
10JIb3bl HaJl PUCKOM)
Pexomennanus ocHoBaHa Ha ciabom | Her  Bo3pakeHMH TIPOTHB — JTaHHOTO
YPOBHE JOKa3aTeJbHOCTH (HO Kak | METO/a/Tepanui WIM HET BO3PaKEHUH
MUHUMYM 1 yOenuTenbHas | IPOTUB POJOJKEHHUS JAHHOT'O
myOIUKaIus 11 YPOBHS | METOa/Teparuu
C JI0Ka3aTeNbHOCTH,  IOKa3bIBaroulas | PekomennoBaHo pu OTKa3ze,
3HAYUTEIILHOE IIPEBOCXOJCTBO | IPOTUBOIIOKA3aHUH, WIH
M0JIb3bI HAaJl PUCKOM) UU He?((HEKTUBHOCTH CTaHJapTHOU
HeT YyOeIUTEeNbHBIX JAHHBIX HU O | METOJUKU/Tepanuy, TpH  YCIOBUHU
10JIb3€, HU O PHUCKE) OTCYTCTBHSI MIOOOYHBIX Y3PPEKTOB
OrcyrcTBUE yOeauTeNnbHbIX
nyonmukauit |, 1l wim Il ypoBHs
JIOKa3aTEeNIbHOCTH, IOKa3bIBAIOIINX
3HAYUTEIbHOE MIPEBOCXOJICTBO
D nojab3bl  Haj — puckoMm,  Jubo | He pekomeHnoBaHo

yoenutenbHuple nyoOmukauuu |, |1l
win |l ypoBHS moKazaTelbHOCTH,
MIOKa3bIBAIOIITHE 3HaYUTEIbHOE

IMPEBOCXOACTBO PHUCKA HA MOJIB301

IMopsiniok 00HOBJIEHUS KIIMHUYECKUX PeKOMEeHAan i

Mexasanzm

OOHOBJIIEHHUS  KIIMHUYECKUX

pEeKOMEH A

npeaycMaTpuBaeT  HX

CUCTCMATUYCCKYIO aKTyaJIM3allui0 — HE PEKC UCM OIWH pa3 B TPpHU IoJa WA IPU TOABJICHUN

HOBOM I/IH(I)OpMaI_II/II/I O TAaKTHKC BCIACHHA MAIIMCHTOB C JaHHBIM 3a0oseBanueM. Permrenune 00

obHoBieHnn npuHuMaeT M3 P® Ha oCHOBE TpeMJIOKEHUH, MPEICTABICHHBIX MEIUIIMHCKUMU

HEKOMMEPUYECKUMHU TpodecCHOHaIbHBIMU opranuzanusiMu. CPopMUpOBaHHBIE MPEITIOKEHHS

JOJIXKHBI

MEIUIIMHCKUX

YUYUTBIBATL  PE3YJIbTAThI

HU3JCINH, a TaKXe

30

pe3yabTaThl

KOMILJICKCHOM  OIIEHKH JICKAPCTBCHHLIX  MPCIapaToB,

KJIIMHUYECKOU ampoOarum.




punoxenue b. AiropurmMsel BeieHUs MalMEHTA

Cunapom del22

OueHKa T 1 B KNeToYHOro 38eHa MMMYHUTETA, KOHLLEHTPaL,MA UMMYHOTN06YAUHOB
v I
Otcytcreme T aMmdounToB MoKa3aTenun CHUMKEeHbI Bce nokasaTenu B Hopme
KO/IMYECTBEHHO
MonHbIi cuHapom Anxopasu | | 3amecTuTenbHas Tepanua BBUM
Mnoxoi nporHo3s! MpodurnakTMyeckan NPOTUBOMUKPOOHasA
fl fl Tepanus
N
MNanuaTueHaa Tepanus || PeweHue v
sonpoca o OueHKa MUTOreHHOro OTBETa,
BO3MOKHOCTH cneundUUECKOt aHTUTENONPOAYKLMM
TpaHCNAaHTaLUu 7
TMMyca ¥
CHUXeHbI Hopma
He Tpebyet
MMMYHO/IOTMYECKOro
neyeHun




Hpuiaoxenue B. Undopmauus A4 nanueHra

Cunapom genenuu  22-i XpOMOCOMBI — 93TO COBOKYITHOCTH MOP(HOIOTHYECKHUX,
MMMYHOJIOTHYECKUX M HEBPOJIOTMYECKUX HW3MEHEHMH, KOTOpBIE SIBIISIFOTCA CIEACTBUEM
BPOXKICHHOTO TEHETHYECKOTO AeeKTa: NeIelUU JUIMHHOTO Tuieda | xomuu 22-i XpOMOCOMBI —
del 22911.2.

B knaccuueckoM MOHMMaHHUM 3TO COYETAHUE MATOJIOTHH JIMLEBOTO CKeleTa (paciieuHbI
TBEpAOro Heba), BPOXKICHHOTO MOPOKa Cep/lla, HeJAopa3BUTHs (WM OTCYTCTBHE) TUMYyca (Kak
CIIEZICTBUE — HMMMYHOAC(UIINT) W CHUKECHUS YPOBHS KalblUsi B KPOBU B pe3yibTare
HEIOPa3BUTHS MAPAIIUTOBUIAHOM Kene3bl. 3a00JeBaHIE MOXKET MEepeaBaThCs IO HACIEICTRY.

ChoexkTp KIMHMYECKMX NPOSBICHUN TMpU CHHAPOME Jelenuu 22-d  XpOMOCOMBI
JIOCTATOYHO IMUPOK. J[J1s1 3TOr0 CUHIpOMa XapaKTepHO MpeobdiajaHne TeX WIM UHBIX MPU3HAKOB
B 3aBHCHUMOCTH OT BO3pacTa MauueHTta. Tak, y JeTeil mocie poKAEHHs Ha IEpBOM MECTE I10
TSKECTH Npeo01aaloT BPOKICHHBIA MOPOK Cep/lla U CHU)KEHUE YpPOBHSI Kanblus B KpoBu. C
BO3pPAcTOM TMOSBISAIOTCS MPOOJIEMBI JIPYroro Xapakrepa: 3aJepKKa YMCTBEHHOTO pa3BUTHS,
WH(}EKIMOHHbIE U AyTOUMMYHHBIE OCIIOKHEHUS.

OcCHOBHbIE CUMIITOMBI U IPU3HAKU CUHAPOMA JeJIelnn 22-11 XpOMOCOMBI:

e BpoxkeHHBI MOPOK cepAlla MpeAcTaBlieH y OONBIIMHCTBA MAIMEHTOB (IIpephIBaHUE
Jyra aopThl, 00NN apTepuaIbHbIN CTBOI U TeTpaja damio u apyrue).

o CynopoxHblii CHHAPOMOM (OPU BBIPAKEHHOM AeDUIUTE KaIbIKsA/HEJOPA3BUTHH
MapalMTOBUIHON KEJIE3bl).

e [lopaxkxeHue HOCOIJIIOTKM Yy OOJBIIMHCTBA MAIMEHTOB (paciueruieHue HEOa, TyObl,
pa3BoeHHE y37€UKH HEOa, THYCaBbIi OTTEHOK rojl0ca, MOYET BCTPEYATHCS CHUKECHHE
OOOHSHMUS, CITyXa).

e XapakrepHble uepThl JMla (YAJIMHEHHOE JHUI0, HEAOpa3BUTHE WM HENpPaBUIbHOE
pAacIIONIOKEHHE YENIOCTHBIX KOCTEH, IIMpOKas MEePeHOCHIa, MEJIKHE 3yObl, aCHMMETPUS
JUIa OpH Iuladye, OIMYIIEHHbIE BHU3 YIOJKHM PTa, IIMPOKO MOCAKEHHBIE IJa3a, HU3KO
MOCaKEHHBbIE U JAePOPMUPOBAHHBIE YIIHbIE PAKOBHUHBI, HEMPOMOPIHOHAIBHO OOJIBIION
KOHYHK HOCA).

e Hapymenus uMMyHHTETa OTMEUalOTCS y OOJBIIMHCTBA MAIMEHTOB, B pe3yJibTaTe
KOTOPOTO MOTYT pPa3BUBAThCA TPUOKOBBIC 3a00JIEBaHMs, IMHEBMOIIMCTHAS WHQEKIIHS,
Ipyrue OaKkTepuaabHbIe U BUPYCHBIE HH(EKITHH.

e B pesynbrare HenpaBUJIbHOM pabOThl HMMMYHHOM CHCTEMBl MOTYT pa3BHUBATHCA

ayTOMMMYHHBIC 3a00JIeBaHHs, TaKHe KaK FOBCHWIbHBIN peBmaTouanblii aptput (FOPA),
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BOCMAIMTENbHBIE  3aboneBanus  kumieuynuka (B3K), ayroummyHHBI  yBewr,

OpoHxuanbHas acTMa.

e 3azepxka (pU3NUECKOrO pa3BUTHUA HEPEAKO HAOIIOAAaeTcs Yy MAlUEHTOB C CHHAPOMOM
neneunu 22q11.2-i1 XpoOMOCOMBI.

e 3ajepkKa pPEUEBOTO U TICUXOMOTOPHOTO pa3BuTus HaOmomaercs y 70—90% wu
nposiBiIsgeTcss ¢ Bo3pacToM. IlamueHTsl HaOMIOAAIOTCS C JUMArHO3aMH «IICUXO03» WU
«u30(peHUs Y, «IEpeccus, «OUMOISIPHBII CHHIPOM.

Jlnarno3 mMOATBEP)KJIAETCsl OINpeAeICHUEM TeHETHYEeCKOro nedeKTa: MHKPOJCICLUUU B
Xpomocome 22q.

B Hacrosimiee BpeMsi He CyIIECTBYET METOJIOB TE€PANUU JaHHOTO 3a00JI€BaHUsI, KOTOPBIC
MOTYT MPHUBECTH K BBI3IOPOBICHUI0. B KauecTBe 3KCHEPUMEHTAIBHOTO METOJa HMCIONb3yeTCs
TpancmanTaus Tumyca npu nmoiaaoM CJIT. Tepanus manueHTOB ¢ CUHAPOMOM Jeienuu 22-i
XPOMOCOMBI HalpaBjieHa, TJIaBHBIM 00pa3oM, Ha JICYEHUE OCIIOKHEHHH, BO3HUKAIOMIUX B TOT
WIA MHOHM TEePHOA KU3HH MaruenTta. [IpoBoaUTCsS XUpyprudeckoe JIeYeHne TOPOKOB Cepala H
JUIEBOr0 CKejleTa. B 3aBUCHMMOCTH OT CTENEHU BBIPAXKEHHOCTH MMMYHOJIOTHUECKOTo JedeKTa
MNAlMEHThl MOTYT HYXKIAThCS B PETyISpHOW (€KEMECSYHON) Tepanud BHYTPUBEHHBIM
UMMYHOTJIOOYTHHOM, TPO(PHUIAKTHUECKONW TPOTHBOMUKPOOHOH Teparnuu.

[Tpy BO3HUKHOBEHUH ayTOMMMYHHBIX OCIIOKHEHHI MTPOBOIUTCS UX JICUCHHE.

[TaneHTBl € JaHHBIM CHHIPOMOM HaOJIOAAIOTCS PA3IMUHBIMU  CIELUAIHUCTaMH,
OPOXOJAAT AMArHOCTHYECKHE MPOLEAYpbl B 3aBUCHUMOCTH OT BBIPAXXEHHOCTH TE€X WJIM HHBIX
KJIMHUYECKHX TPOSIBIICHUH 3a00JIeBaHHUS.

Haubonee 3nHaunmMblie npoOaemMbl — NCUXUATPUUECKOTO TUIaHA.

BeiObop npodeccun ompenensieTcss YMCTBEHHBIM  pPa3BUTHEM M MCUXUYECKUMHU
OTKJIOHEHUSIMH.

Bo3mokHO TTpoBeieHHEe TUarHOCTUKY B MEPUO/ BHYTPUYTPOOHOTO Pa3BUTHS TIJI0IA.
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