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1. ®oH OLIEHOYHBIX CPEACTB JIsl TEKYIIEro KOHTPOJIsI YCIIeBaeMOCTH,
NMPOMEKYTOYHOM aTTeCTAIUM 00YUAIOIIUXCS 10 JUCIHUIINHE

Hacrosmuit  ®@onp onenounbix cpeacts (POC) mo muctuiummHe «[ eHeTHUeckas
JUArHOCTHKA B UMMYHOJIOTHI SIBJISIETCS HEOTHEMIIEMBIM MPHIJIOKEHUEM K paboueil mporpaMme
aucuuiinHel - «['eHeTnyeckass JAMAarHocTMKa B UMMyHojdorum». Ha  pganseii  @OC
pacpoCTpPaHsIIOTCS BCE PEKBU3UTHI yTBEpKIEeHUA, mpenacraBieHHbie B PIIJI mo panHoM
JUCLHUTLIIAHE.

2. IlepeyeHb OLIEHOYHBIX CPEICTB

Jlnst ompeneneHsi KayecTBa OCBOCHHSA OOYyYAarOIIMMHUCS Y4eOHOTO MaTepuasa I10
nucturnHe «['eHeTudyeckas IUArHOCTUKA B HMMMYHOJIOTHH»  WCIONB3YIOTCS CICAYIOIIHE
OIICHOYHBIE CPEJICTBA:

Ne OeHouHOE [IpencraBnenue
n/ Kpatkas xapakTteprucTrka OIEHOYHOI'O CPEJICTBA | OLIEHOYHOI'O CPE/ICTBA
CPElCTBO

- B ®OC
Cucrema CTaHIApTU3UPOBAHHBIX 3aJIaHNM,

1 Tecr MO3BOJISAIOIIAS] ABTOMATHU3UPOBATh MPOLEIYPY DoHJ TECTOBBIX
W3MEpPEHHS YPOBHS 3HAHUW U YMEHHI 3alaHui
oOyuaromierocs.

Crioco0 KOHTPOJISA, TO3BOJISIONIUH OIEHUTh
CuTyallMOHHBIC | KPUTUYHOCTh MBIIUICHHS U CTEIIEHb YCBOCHHUS
3a7a4u MaTepHaia, CnocoOHOCTh IPUMEHHUTh
TEOPETHUYECKHE 3HAHUS HA TIPAKTHKE.

[Iepeuens 3amau

CpencTBo KOHTPOJIS, OPTaHU30BAaHHOE KaK
crieragbHas Oeceqa mpenoaBaTens ¢
OGy‘IaIOH_II/IMCH Ha TEMbI, CBA3aHHBIC C H3y11aeM0171
JIMCIUITIIMHON, U PACCYNTaHHOE HA BBISICHEHHE
o0beMa 3HaHHI 00yJaromerocs 1mo
OIIPEACTICHHOMY pa3Jieny, TeMe, IpodsieMe U T.11.

Bomnpoce! o
TeMam/paszaenam
JUCITUTLIAHBI

3 CobecenoBanne

3. IlepeyeHb KOMIETEHIMI € yKa3aHMeM 3TANoB UX (JOPMHUPOBaHHS B polecce
O0CBOEHHA 00Pa30BATEJbHON IPOrpaMMBbl H BHI0B OLICHOYHBIX CPEACTB

Koo n Ortan KonTponupyemsbie pa3iesibl JUCIUILIHHBI O1LeHOYHEBIE
¢dbopmynupoBka |(HOpMUPOBAHUS CpeacTBa
KOMITCTCHIIMN | KOMIIETEHITUN
YK-1, YK-2, Tekymmit Paznen 1. MonekynsipHas TeHETHKA. TecToBbIC 3a1aHUS
YK-3, TIK-1 MonekynsapHO-TeHeTUYeCKre ucciieoBanus (CUTyalluOHHbBIE
T1IK-2 B MCIUIIUHE. 3aaun
T1K-3 Paznen 2. JlnuarHocTrka BpOKJIECHHBIX CobecenoBanue
11K-4 neeKToB UMMYHHUTETA. AHAIN3 U
ITK-6 KJIMHUYECKasi MHTEPIPETALNS TEHOMHBIX

TaHHBIX B IMATHOCTUKE BPOXKJICHHBIX
[I0JIOMOK UIMMYHHTETA.
MeauKo-reHeTHYECKOE KOHCYJIbTUPOBAHHE

VK-1, VK-2, IIpomexyroun [Pa3nen 1. MonekynspHas reHeTHKa. TectupoBanue
YK-3, TIK-1 b1 MoneKkyIapHO-T€HETUUECKHE UCCIICIOBAHUS
ITK-2 B MEJULIUHE.




T1K-3 Paznen 2. JluarHocTuka BpOXKIE€HHBIX
I1K-4 nedeKTOB MMMYHHUTETa. AHAIIU3 U
T1K-6 KJIMHUYECKasi UHTEPIPETals TEHOMHBIX

JaHHBIX B JUAaIrHOCTHUKE BPOXKICHHBIX
I[IOJIOMOK UMMYHUTCTA.
MGI[I/IKO-FCHGTI/I‘ICCKOC KOHCYJIBTHPOBAHUC

4. Coaep:kaHne OLEHOYHBIX CPEJACTB BXOJHOI0, TEKYIIEr0 KOHTPOJIS

Texymuit KOHTPOJIb OCYIIECTBIIETCS MpEToaBaTeIeM TUCIHUIUIMHBI TIPH MPOBEIACHUN
3aHITHIA B (pOpMeE: TECT, CUTyallMOHHAs 3a7a4a, coOeceI0BaHuE.
4.1. TecroBrle 3amanus mid onenku kommereHmii: YK-1, YK-2, VK-3, I1K-1 TIK-2 IIK-3 TIK-
4 TIK-6

1. HASBOBUTE OBA3ATEJIbHOE YCJIOBUE ITPU ITPOLUEAYPE 3ABOPA
MATEPUAIJIA JIS MOJIEKYJIAPHO-T'EHETUYECKOI'O UCCJIEAOBAHUA

1. AHanu3 caeTcst CTpOTro «HATOLIAKY

2. Marepuan 3a0upaeTcsi B OTHOPa30BbIe TPOOUPKH OJJHOPA30BBIM HHCTPYMEHTOM™

3. Marepuain 3a0upaeTcst B CTepUIIbHBIE TPOOUPKHU

4. MatepuasoM Ui UCCIIeI0BaHUS MOXKET CIYUYUTh TOJIBKO KPOBb.

2. KAKME METO/IbI ITIPEHATAJIBHOM JIMATHOCTUKU OTHOCSTCS K JIHK-
JUATHOCTUKE (803m0icHO HecKOIbKO 6apuanmos npasuibHblX 0meemos)

1. KapuotunupoBanue

2. MuKpoMaTpHuHBIi aHaIu3*

3. [1LpP*

4. HUIIT*

5. BuoxuMH4YecKuii CKpUHUHT

3. X-ClernIeHHbIN TOMUHAHTHBIN THI HACJIeIOBaHUS (BRIOEPUTE HECKOJIIBKO OTBETOB):

1) BapumaHT CIEIJICHHOTO C ITOJIOM HAclIeJOBaHUs MMPU3HAKOB (3a00JIEBaHMI1 ), CBSI3aHHBIX C
MyTalMsSIMHU B T€HaX, PacIoJIOKEHHBIX Ha X-XpoMocoMe™

2) MyXurHa ¢ TaKUM MpU3HAKOM (3a00sieBaHuEM) TiepenacT AeheKTHBIM I'eH BCEM CBOUM
noaepsam™

3) MyxunHa ¢ TAaKUM MPU3HAKOM (3a00JIeBaHNEM) TTepeaacT AePEKTHBINA T'eH BCEM CBOUM
CBIHOBBSIM

4) MyX4dnuHa ¢ TaKUM Tpu3HaKoM (3a0oeBaHneM) He TiepenacT e eKTHBIM IeH BceM
CBOHMM CHIHOBBSIM U JIOUEPSIM

4.X-CuernIeHHbIH PelleCCUBHBIN TUIT HACIe0BaHUs (BBIOEPUTE HECKOIBKO OTBETOB):

1) BapHaHT CLEIICHHOTO C TI0JIOM HACJIE0BaHUs PU3HAKOB (3a00JI€BaHM ), CBSA3aHHBIX C
MYTaIMsIMU B T€HAX, PACIOIOKEHHBIX Ha X-XpoMocome™

2) MyxX4rHa C TAKUM MPU3HAKOM (3a00JIeBaHUEM) ITepenacT Ae(PEeKTHBINM T'€H BCEM CBOMM
nouepsm™

3) MyxuuHa ¢ TaKUM NPU3HAKOM (3abosieBaHNEM) TiepeIacT JeEeKTHBINA T'eH BCEM CBOUM
CBIHOBBSIM

4) Myx4MHA C TAKUM TPU3HAKOM (3a00JIeBaHNEM) HE TIepeacT 1e(eKTHBINA TeH BCeM
CBOUM CBHIHOBBSIM U JI0UEPSIM

5) XKenmunHa nepenact AeEeKTHYIO KOMHUIO TeHa CBOMM JgouepsMm B 50% ciydyaeB™

5, Bpoxxnéunsle 3a00neBaHus (BEIOEPUTE HECKOJIBKO OTBETOB):
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2)
3)
4)
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00JIe3HM U TIOPOKHU PA3BUTHS, UMEIOIINECS Y YEIOBEKa yXKe MPH POKIACHUN ™
Hacle/ICTBEHHBIE 3a00s1eBaHus *

neeKThl HHIUBUAYaJIbHOTO BHYTPUYTPOOHOTO pa3BUTHSA™

TOJIBKO HACJIEACTBEHHBIE 1e(EKTHI

6. 'eneTnueckoe 3a0oseBanne (HaCAEACTBEHHOE 3a00IeBaHNe) (BEIOCPUTE OJUH MIIH HECKOJIBKO
OTBETOB)

1))
1))
2)
3)
4)
S)
6)

COCTOSIHUC, BBI3BBAHHOC U3MCHCHHUECM B XpOMOCOMax
COCTOSAHHC, BBI3BBAHHOC U3MCHCHHUECM B I'CHaX

MOXKCT HACJICOOBAaThCA U3 ITOKOJICHUA B ITIOKOJICHUC
MOXKECT BO3HHKATh B KJIICTKaXx 3ap0;[blmeBoﬁ JIMHHUHN
MOXKECT BO3HHUKATH B 3UI'OTC

MOKCT BOSHUKATh HA OUCHb PAaHHUX 3Tallax pa3sBUTHA
BCE€ OTBCThI HpaBI/I.HBHBIC*

7. denemus — 3T0:

1))
2)
3)

COCTOSIHHE, BBI3BAHHOE U3MEHEHUEM B XPOMOCOMAX
yIajaeHue OJHOro WK 0oJiee HYKJICOTUIOB B mocienoBarensuoctu JJHK*
yIajaeHue OJHOro WK 0oJiee HYKIICOTUIOB B mocienoBarensHoctu PHK

8. Kommayna-rerepo3urora (qBoitHas T€TEPO3UTOTa, TETEPOAIICTbHAST KOMOMHAIUS) 3TO:

1))
2)
3)
4)

OpraHu3M, HECYIIUH OTHOBPEMEHHO JIBE pa3Hble MyTalllH B OJHOM U TOM K€ reHe™
JIBa OPraHK3Ma, HECYyIlue OJJHOBPEMEHHO JIBE€ Pa3HbIe MyTAllUU B OJTHOM M TOM K€ T€He
OpraHu3M, HECYIIUH OJTHOBPEMEHHO TP pa3Hble MyTallUU B OJTHOM U TOM € I'eHe
OpraHu3M, HECYIIUN OJTHOBPEMEHHO YEThIpEe pa3Hble MyTalliU B OJTHOM M TOM K€ T€HE

9. PebGeHOK sIBISIETCS KOMITayH-T€TEPO3UTOTOM, €Clii (BBIOEPUTE HECKOJIBKO OTBETOB):

)]

2)
3)
4)

poauTenu 60JILHOTO peOCHKA HECYT pa3HbIe MyTallii B OJHOM M TOM ke rene (alal x
a2a2), *

pebeHok umeet Habop ala2*

pebeHok umeet Habop a2a2

pebenok nmeet Habop a2al

10. MaxxopHble MyTaIiu (BbIOEpUTE HECKOJIBKO OTBETOB):

1)
2)

3)

HanboJIee YacTo BCTPEUAIONINECS] MyTalli KaKOTO-TM00 TeHa B KOHKPETHOU
MOMYJISIIAn ™

Ma)XOpHBIE MYyTaIliU O3BOJISIOT MpoBoauTh JJHK-auarnoctuky 6onpimHCTBa
o0cienyeMbIX JIFO/IeH U3 JaHHOU MOmyasuuu ™

HanboJIee YacTo BCTPEUAIONINECS] MyTaIlH KaKOTO-TM00 T'eHa BO BCEX MOMYIISIUIX

11. Mukpogeneuusi 370 (BIOEPUTE HECKOJIBKO OTBETOB):

1))
2)
3)
4)
5)

MOTEPsl MAJIEHBKOT'O Y4acTKa XpOMOCOMBI ™

MOTEpsl MAJIEHBKOT'O y4acTKa reHa

BBI3BIBAIOT ClIEU(PHUECKHE TeHETUYECKUE CUHIPOMBI ™

MOTYT BBI3bIBAaTh HapyIIEHUS B pa00Te HIMMYHHON CUCTEMBI™*

MOTYT BBI3bIBATh HapyILIEHUs B pab0Te JbIXaTEIbHOM U CepIeYHO-COCYAUCTON CUCTEMBI*

12. MoHoresHoe 3a001€BaHuE ATO:



13.

14.

15.

16.

4.2.

1) HacnmemcTBeHHOE 3a00JI€BaHNUE, BRI3BAHHOTO MyTallMel WM U3MEHEHUEM
nocienoBareabHocTu JIHK omgHoro rena*

2) HacneACTBEHHOE 3a00JIeBaHUE, BRI3BAHHOTO MyTanueil mocnemaoBarenpaocti JJHK
OJIHOTO T'eHa

3) HacnencTBeHHOE 3a00J€BaHNE, BRI3BAHHOTO U3MEHEHHEM TociieoBaTenbHocT JJHK
OJIHOTO T'eHa

[TomrHOT€eHOMHOE CEKBEHUPOBAHUE ITO:

1) amanm3 Bceit nmocnenoBarenbHocTy reHoMHON JIHK kietku 3a oguH pas,
obecrieunBarouil HanboJee MOJIHYIO XapaKTePUCTUKY TeHOoMa ™

2) ananm3 Bcei mocienoBarenbHocTH reHoMHOM PHK kietku 3a onun pas,
obecrieunBaroNuii HanboJee MOJHYIO XapaKTEPUCTUKY TeHOMA

3) ananm3 Bcel mocnenoBareabHOCTH TeHoMHOM JIHK KiteTku 32 HeCKOJBKO UCCIICI0BAHMM,
obecrneunBaroIInii HanOoJIee MOJHYI0 XapaKTePUCTUKY TeHOMA

Penkoe (opdannoe) 3aboneBanre 3TO (BBIOEPUTE HECKOIBKO OTBETOB):

1) yrpokaroiiee >KU3HH U 3I0POBBI0 XPOHIYECKOE 3a00IeBaHIE, KOTOPOE PEIKO
BCTpEUaeTCs B MOMYJISALUN HAcelleHUs (cTaTuctudecku peakoe - 1: 2000 nacenenus)™

2) sABIsETCA XPOHUYECKUM >KU3HEYTPOKAIOIUM*

3) BBI3BIBAIOIIMM MHBAJIUAUZHPYIOLINE paccTpoiicTBa™

4) TtpeOyer A CBOETo JIeUeHus crienupuieckue cpeacTpa®

5) He UMeeT JUIst CBOETO JICUCHHs CIICIIU(PHUECKUE CPENICTBA

CexBenupoanue o CaHrepy 3To:

1) meronm cekBeHUpOBaHUs (OMpeeIeHUS OCIeI0BATEIFHOCTH HyKIIeoTua0B) JJHK*

2) MeTOoJ CeKBEHUPOBaHUS (OMpPEneIeHHUs MOCIeI0BaTeIbHOCTH HyKieoTn108) PHK

3) MeTox cekBeHUpOBaHUs (ompeneneHus nocienoBatenbHocTH HykieoTuaoB) JIHK u PHK

®eHoTHIl 3TO (BbIOEPUTE HECKOIBKO OTBETOB):

1) COBOKYMHOCTH BCEX BHEUIHMX M BHYTPEHHUX IPU3HAKOB U CBOMCTB OpPraHU3Ma, KOTOpPbIE
OTIPENIeNIAIOTCS TEHOTUIIOM U YCIIOBUSIMH BHEIIHEH cpeibl™

2) W3MEHEHHs IeHOTHIIa HE BCer/ia MPUBOIAT K M3MEHEHUAM (QeHoTHuna™*

3) u3meHeHwus (heHOTHIIA HE BCeraa 00yCIOBICHB H3MEHEHUSIMU reHoTUna™

4) wW3MEHEeHUs TeHOTHIA BCETa NPUBOIAT K U3MEHEHHSIM (PeHOTHIIA

Cutyanmonnsle 3aaaun 1 ouenku kommnerennui YK-1, YK-2, VK-3, T1K-1 I1K-2 T1K-3

[1K-4 TIK-6
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TexcT Ha3BaHMA TPYA0BOIl QPYHKIMH/ TEKCT 3JIeMEHTAa MUHHU-Kelca
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HpOBe,Z[eHI/Ie AJUICProJIOrn4€eCKOro OGCHGI[OBaHI/I}I IIaITUCHTOB B LCJIAX BBISABIICHUA
AJUIEPTUYECKUX 3a00JIEBaHUH H/MJITM UMMYHOAC(HHUIIUTOB




O3HAKOMBTECH C CUTYAIIUEHN U JAUTE PA3BEPHYTHIE OTBETHI HA
BOIIPOCHI

Manpunk 10 et ot 3 - eif HopMaIbHO MPOTEKABIIEH OEPEMEHHOCTH, 2 - X CPOYHBIX
ponos (1 abopt). Bec npu poxnennn 3500. K rpynu npusoxen Ha 6 - e cyTku. B nepuone
HOBOPOXKJCHHOCTH - TeMOJUTHYecKas Oo0Jie3Hb HOBOPOXKIEHHBIX, KeNTyurHas ¢opmMa,
nerkoe tedeHue. Ha rpyanom BckapmiiuBaHuu 110 4 - X mecsiueB. Jlo roga B CBSI3U C
nogo3penuem Ha BIDKut He npuBuBaiics, B mOCIEAYIONIEM MOJIYYUI BaKIIMHALIUIO POTUB
MOJIMOMHUEITUTA )KMBOM MOJTMOMHEIUTHON BaKIIMHOM M BaKIIMHAIMIO ¢ peBakuuHanueit AJ{C
- M anatokcuHowm, B stHBape 2001 rojia — BaKIIMHALIMIO IPOTUB KOPH, PEAKIIUI HAa TPUBUBKHU
HE 0TMeYaIoch. B nmocnenyromue roasl p.MaHTy OTpuLiaTEIbHBIE.

HacneactBeHHOCTh: OpoHXHMallbHasE acTMa y mpa®alymku, 0alymiKu IO JIMHUH
MaTepu OpOHXHATbHAS acTMa, y MaTepHu OpOHXHATbHAS aCTMa U ATIHIICTICHSI.

[Tocne roma Gomen octpeiMu OpoHXUTaMu 4 - 5 pa3 B roj, C XpHUIaMH B JICTKHUX,
KOKIBIA B JIGYCHUHM HCIIONH30BAINCH aHTUOMOTUKH. B 2 - jeTHeM BO3pacTe mepeHec
aTO3HBIM CTOMATUT, 3aTE€M MOJUCETMEHTAPHYIO MMPAaBOCTOPOHHIOI OPOHXOIMHEBMOHUIO C
SIBJICHUSIMUA JIECTPYKLIMHM, PEHTIEHOJIOTMYECKU MOATBEPKIACHHYIO, JICUUJICS CTAllMOHAPHO.
3aTeM BHOBb TOBTOPUJIACH IPABOCTOPOHHSIS THEBMOHMS, PEHTT€HOJIOTUYECKU OJYEPKHYTA
MEXJII0JIeBasi TUIeBpa. B mocienyromeM MpPUCTYNbl yAyIibs Ha (OHE HOPMaIbHON
TeMriepatypbl 1 pa3 B 2 Hegenu, ¢ 3 - jeT yanie. [Ipu ammepronorudeckomMm o0CiIe10BaHIHI
(xoxxHoe TectupoBanue 1 MAST) ceHcuOunuzanuu He BbIsABIEHO. [Ipu oOcrmenoBaHuu B
CTallMOHAape BBISIBJIEH ayTOMMMYHHBIM rematut, xojecta3. C 3 - JeTHero Bo3pacta
MOCTOSIHHO OTMeuaeTcs TpuOKOBOE MOpaKEHHUE HOITEH W CIM3HMCTOM MoyiocTh pra. B
MOJIOCTU pTa- HENpaBWIbHBIA POCT 3yOOB, rumoriasus smMand. B cockobe ¢ s3bika
IOCTOSIHHO B TOCIEAYIOIIEM BBIICISUTUCH KOJOHHM JIPOXOKENOJO0HBIX TPHOOB poja
Candida B 6ombmom komumdectBe (10 S000 xomonwmit). OCMOTpEH 1epMaTOIOTOM, THATHO3:
KaH/IU103Hble OHUXUU U napoHuxuu. C 4,5 et - kaHau03 cror, ajoneuus toraibHas. C 4
- X JIETHETO BO3pacTa ypOBEHb KalblUs B KpoBU 2 MMouIb/J1. [losiBuiINCh KapnonenanbHbIe
CIa3Mbl, rapecte3us cToi. B 6,5 neT nmosBUIICSA €XEeIHEBHBIN pa3KUKEHHBINA CTYJ, CTaIU
OecrnokouTh 60JIM B )KMBOTE, Havaja MpOrpeccCUpoBaTh alonelus. bpll mocTaBieH AMarHo3
CHUHApPOMA MallbaOCOpPOIMK, BTOPUYHON JIAKTAa3HOW HEIOCTATOYHOCTH, XPOHHYECKOTO
SHTEpPUTA CPEAHEN TSKECTH, HEMIPEPBIBHO - PELIUINBUPYIOLIEro TeueHus. B nocnenyromee
MOBTOPUJIACH MPABOCTOPOHHSSI THEBMOHUS, BBISIBJICH JUCKOBHJIHBIN aTEIEKTa3 B BEpXHEU
Jone. bbUl MOCTaBlieH AMArHo3: JBYCTOPOHHHMI yMEPEHHBIM MHEBMOCKJIEPO3 Ha MOYBE
XPOHUYECKOTO OpOHXOJErOYHOro BocHaneHus (OpoHXHT, OpoHxwanpHas actMma). [lo
JaHHBIM UMMYHOJIOTUYECKOTO 00Cie10BaHusl ObUIO BBISIBJICHO CHM)KEHHUE OTHOCHUTEIHHOTO
u abcomoTHoro ynciaa CD3, CD4, CD20,CD16. B nocneayromieM ObUT BBISIBIEH CaXapHbIi
nuader 1 Turma.

[Ipennonoxure HanboJee BEPOSTHHIN THArHO3.

(@]

[lepBuunblii UMMyHOAEDHUIUT: AYTOMMMYHHAs NOJHMIHAOKPUHONATHS — KaHIWUAO3 —
HKTOZIepMaJIbHASL TUCTPOUSL.

OO06ocHylTe MOCTaBICHHBIN BaMu quarsos.

(@]

Ha ocHoBanumn Hannuus MHGEKIIMOHHOTO CUHApPOMA (XPOHUYECKOTO KOXKHO — CIU3HCTOTO
KaH/1/103a, XPOHHYECKOr0 OpOHXOJIETOYHOTO TMpoliecca); MPU3HAKOB 3KTOAECPMAIBHOM
JUCIUIa3UN-TUIIOIIA3UHU SMAJIA, TOTATBHON AJIONENNH; HAJU4Yusl SHJOKPUHHON NATOJOTHHU
- Tunomnaparupeo3a (KaproneaagbHble CIa3Mbl, THIEPCTE3Usl CTOI, CHUXKCHHE YPOBHS
Kalbllis B KPOBM) M caxapHoro nauabera 1 Tuma; ayTOMMMYHHBIX TOpaX€HUMN
(ayTOMMMYHHBIN T'elaTUT M caxapHbli quabder | tuma).
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Esxeroanblif 1a00paTOpHBII CKPUHHUHT U 00JIee YacThle JIAOOPATOPHBIC UCCICIOBAHUS Y
JTAHHOTO TTAIIEHTA JJOJDKHBI BKIIIOYATh

(@]

UccnenoBanne (yHKIIUM IIUTOBUIHOM >Keye3bl, HCCIeAOBaHHME (YHKIHUU TEYEHHU,
OlpesiesieHue YpPOBHS KOPTHKOTPONMHA M KOPTHU30Ja B CBIBOPOTKE KPOBH, YPOBEHb
napaTrropMoHa, YpOBEHb MHUKpoansOymuHypuu; 1 pa3 B 3 Mec — YpOBEHb
[JIMKO3UIIMPOBAHHOIO TeMOMI00nHa, nccieqoBaHue (GYHKIMU TIEYEHH, YPOBEHb KaJbIUs B
CBIBOPOTKE KpoBHU. KOHTPOJIb ypOBHS MIIOKO3bI B KPOBU €KEAHEBHO.

HameTpTe myTH MOCHHAPOMHOW TE€pAINU

(@]

JUis nedeHuss TPUOKOBBIX TMOPAXEHWH — TOCTOSHHOE MPHUMEHEHHE CUCTEMHBIX H
TONMYECKHUX NMPOTHBOIPUOKOBBIX IpemnapaTtoB. [ nedeHus GakTepruanbHBIX HHOEKINH —
NapeHTepalibHOE BBEACHHE AaHTHOAKTEPHAIbHBIX IpernaparoB, NpU HEOOXOAMMOCTH B/B
BBE/ICHUE IIPENapaTroB MMMYHOITIOOYIHHOB. 3aMeCTHUTENbHass KOPPEKUIUs SHIOKPUHHBIX
paccTpoiiCTB: caxapHblii 1rabeT — 00NII0CHO- Oa3UCHAast UHCYIMHOTEpAIHsl, THIIOTapaTHPE03
— ButamuH /I (neruaporaxucrepon o 10-15 kamens 3 pa3a B AeHb, Mpenaparhl KaJbIHs per
os 1 B/B 10% p-p; u1s TIe4eHUSI ayTOUMMYHHOTO TellaTUTa — IMMYHOCYIIPECCUBHAs Teparus
(crepounsr). Ilpu BBISIBICHMH HAANIOYEYHUKOBOW HEIOCTATOYHOCTH — MHIMBUAYAJIbHBIN
110100p 103bI ITTIOKOKOPTUKOCTEPOUIOB.

Omnpenennute MPOrHO3 MPHU TaHHOM 3a00JICBaHUH

7

[IporHo3 3aboneBaHus ONMPENENSIOT SHIOKPUHHBIC 3a00JI€BaHUS, THIIOKAIBIIEMHYECKUE
CYIOpOTH, XPOHHYECKUH ayTOMMMYHHBIM renmarutr. VIMMyHHas HEZOCTaTOYHOCTh HE
OTIpeIesIeT MPOrHO3 3a00JICBaHMS.

002

HpOBe,Z[eHI/Ie AJUICProJIOrn4€CKOro OGCHGI[OBaHI/I}I IIaIIUCHTOB B LCJIAX BBISABIICHUA
AJUIEPTUYECKUX 3a00JIEBaHUH H/MJITM UMMYHOAC(HHUIIUTOB

O3HAKOMBTECH C CUTYAIIUEN U JIAUTE PA3BBEPHYTBIE OTBETHI HA
BOITPOCHI

Manpunk. Ha 7 cyTkm ku3HH — OMQaIUT HOBOPOXKIECHHOIO, CENCUC, OCTPBIH
TYOYJTOMHTEPCTUIIMAIBHBINA HEDPUT.

[onmyyan anTHOakTepuanbHyo Tepanuio, [leHTarnobuH, reMoTpaHc(y3HOHHYIO Teparuio
C3I1, 3aMeCTUTENBHYIO TEPATTUIO

APUTPOLIUTHON Maccoi. JlaHHbIe TeMOrpaMMbl OTCYTCTBYIOT. MaJIbuMK BbIIIMCAH Ha 3 CYTKH.
B 2 mec. - opmanurt. [Tomyqan antubakTepuanpHyro Tepanuto. [Ipu ob6cneqoBanny BeIsIBICHA
HEUTPONIEHMS 10 arpaHyJIOUTO3a.

B 3 wMmecsma - NEpUTOHHUT, BSUIOTEKYIEE TEUYEHUE; MapanpOKTUT; OCTPBIM THOWHBIN
JIByCTOPOHHUI OTHT; peaKTUBHAs TenaTocIuieHoMerainus. B o0mem ananmse KpoBu
coxpansiack Tiryookass Hedtpomenus go 0x109/m. Ilposemena KMII u3 2-x Touek —
BbIpaKCHHAsI HEUTPOIIEHNUS C 3aJE€PKKOIM CO3pEBaHUs HA YPOBHE MUEIIOLUTOB.

Haxoawics Ha cTalilmoHapHOM JIEYEHHH, TIOJTy4Yall aHTHOAKTepUaIbHYIO, IPOTUBOTPHUOKOBYIO
TEpamnuio, nepeauBaHue JoHOpckux rpanynouutoB, [-KCD c¢ 6 no 30 mkr/kr/cyr, 6e3
reMaToJIorH4eckoro 3¢ dekra.

OO6umit ananus kposu (Ha ¢pone ctumysinuu ['-KC® 60 mkr/kr/cyt): H 83 r/m,
tpombonuTh 23 1x109/1, nevixoruTs 8,16x109/1, AKH 0,05x109/1, AKM 3,11x109/7,
AKJI 4,73x109/n, AKbB 0,04x109/1, AKD 0,23x109/1, COD 26 mm/gac




KonrenTpanus coIBOpOTOUHBIE UMMYHOTJIOOYITHHBI KPOBU

IgA, r/n- 1,11, IgM, 1/n1- 2,26, 1gG, r/n - 2,5.

PeGenky nmpoBenieHO MOJIEKYIsIpHO-TeHeTHUecKoe uccinenoanue reioB ELANE, HAX1,
BbIsiBUBIIKE MyTanuio reHa ELANE ¢.640G>A, G214R, B reTepo3UuroTHOM COCTOSIHHM.

YcraHoBuTe npenBapUTENbHBINA TUAarHO3

(@]

Ha ocHoBaHMM JaHHBIX 0OC/I€0BaHM ALMEHTY ObLI BHICTABIICH qUarHo3: Tsxenas
BpOKJIeHHast HeliTponienus (rereposurotHas 3amena B rene ELANE c.640G>A, G214R).

OO6ocHyiiTe TMarHo3

Kakyto Tepanuio HeoOXOAMMO NMPOBECTH, YUUTHIBAS HEOIATONPUATHYIO MYTAaIUIO B reHe?

7

TpchnnaHTaumo TeMaToOINmO3THYCCKHUX CTBOJIOBBIX KJIICTOK

JlucniancepHoe HaOIIOIEHUE MIPH TSKETION BPOXKJICHHON HEHTPOTIEHUU

JlaliTe pekOMeH1alluu 110 BaKIMHALIUU

- 1003

[TpoBeneHME a/IEPTroIOrHIecKOro 00CIeI0BaHUS MAIIMCHTOB B IEJISIX BBISIBICHUS
aIepruyeckux 3a00JIeBaHUN U/UITH UMMYHOE(UITUTOB

0O3HAKOMBTECH C CUTYAIIUEHN U JAUTE PA3BEPHYTHIE OTBETHI HA
BOIIPOCHI

B nmynpMoHOSIOTHYECKOE OTACIICHHE TOPOCKON OOTBHHUIIBI TOCTYIUI O0IBHOM 35 JeT ¢
XKaobaMu Ha CJIadOoCTh, KaIleNb ¢ OTJEICHUEM O0IbIIOro KomuecTBa MOKpOTHI (100-150
MJI B CYTKH) JK€JITO-3€JI€HOr0 1IBeTa, 00MIbHOE THOMHOE OTAensseMoe u3 Hoca. Temreparypa
tena 38,7 [1C. Cunuraet cebst 00JbHBIM B TeUeHUE 12-1 JIEeT, B TeUEHUE KOTOPBIX
OTMEYaroTCsl 000CTpeHusT OpoHXHUTA 4-5 pa3 B Tofl, 000CTPEHHUS MPOTEKAIOT TIKETIO,
TpeOyeTcst [UINTeNbHAs aHTHOAaKTepranbHas Tepamnus. PemMuccust XxpoHMYecKoro OpoHXHUTa
HECTOMKast, COXpaHsIeTCs MPOAYKTUBHBIN Kalllelb, yMepeHHas oapbIika. O00CTpeHus
XpPOHUUYECKOro raiMopuTa 110 6 pa3 B roa. [lepenec 6 nueBmMonuit. Jluaruos npu
MOCTYIJICHUN: XPOHUYCCKUN OPOHXUT B (haze 000oCcTpeHus, XpOHUUESCKUN TaiiMOPHT,
obocTpeHue.

Omneparuii, TpaBM He ObLI0. Y MaTepu OpOHXHAIbHAS aCTMa, Y OTIIa TUIIEPTOHUYECKAs
00J1e3Hb.

Aneproyioruueckuii anaMHe3 He oTAromieH. [IpodeccnoHabHBIX BpeAHOCTEH HE UMEET.
[Ipu pu3ukaTbHOM OCMOTpE: COCTOSIHUE OOJIBHOTO CPEHEH CTETIEHU TSKECTH.
Temneparypa tena 38,7°C. KoxHble TOKpOBBI YUCTHIE, BIaxHbIe. PocT 175 cMm, Bec 71 k.
[epudepuueckue 1/y3nsl mennsle 10 2,0 cM, wioTHsle, 6/6. IllutoBuaHas xenes3a He
yBenuueHa. ['pyaHas kietka HopMocTeHnueckas. [Ipu nmanpnamnuu rpyaHast KieTka
6e300se3nenna. YJ1 — 18 B MunyTy. ['paHUIIBI OTHOCUTENHEHON TYIOCTH CEpJILIA: B IPeenax
HOopMBI. [Ipu ayckynpTanum — qpIxaHue >KeCTKOe, MPOBOIAUTCS BO BCE OTEIbI,




BBICTYIIMBAETCS] YMEPEHHOE KOJIMYECTBO MEJIKO- U CPEHEIY3bIPYAThIX BIAXKHBIX XPHIIOB.
Tonsl cepana npuriymieHsl, putMuuHbie. [Tynsc 80 yi/MUH yIOBIETBOPUTEITHHOTO
HanonHeHus 1 HanpspkeHus. AJ] — 120/80 mm pt.ct. [Ipu nanbnanuu XUBOT MITKUH,
6e3001e3HEHHBIN. J[U3ypHYECKUX SIBIICHUN HET.

YcraHoBUTE MpeBapUTEIbHBINA TUArHO3

(@]

[NepBuunslii ntMMyHOAeduIMT. O0IIas BapradenbHas IMMYHHAs HEJOCTaTOYHOCTb.
XpOHUYECKUH THOWHBIA OPOHXHT, XPOHUUECKUI TraliMOpHUT, 000CTpEHHE.
JlumpoanenonaTusi.

KakoBbI kpuTepuu IMArHOCTUKU JAHHOM MaTOJIOTUH

7

[TaneHThl KEHCKOT0 HITH MY>KCKOTO T10J1a C 3a)MKUCUPOBAHHBIM CHIDKEHHEM (110 KpaiHei
Mepe 2SD HIKe cpeiHero 3HaYeHHS I JaHHOTO BO3pacTa) IBYX M3 TPEX MoKa3aTesei
ummyHorso0ynuHoB (IgG, IgA, IgM) u cOOTBETCTBYIOIINE BCEM HUKETIEPEUNCICHHBIM
KPUTEPUSIM:

1) Hauano nMMyHHOH HeOCTaTOYHOCTH Oosiee 2 JIeT Ha3al

2) OTcyTCTBHE TEMArTIIOTHHUHOB W/HWJIM TIJIOXO0M OTBET HA BaKITMHAIIMIO

3) Jlpyrue npuuuHbl THIOTaMMarjio0yJTuHEMUN UCKITIOUECHBI.

NMMmyHHBIE HApYILIEHUS XapaKTEPUIYIOTCS CTOMKUM CHH>KEHUEM CYMMapHOM
KOHIICHTPALMH UIMMYHOTJIO0YJIMHOB B CHIBOPOTKE KpoBHU HIke 300 mr/mi, B Tom uucine IgG
MeHee 250 Mr/mi1, 1 HOpMaJTbHBIM WJIM YMEPEHHO CHIDKCHHBIM YPOBHEM B- kiieTok. ¥ vactu
00bHBIX B-Ki1eTku MoryT oTcyTcTBOBaTh. Hauano nummyHoeduiTa B Bo3pacte crapiie 2
JIET.

C xakumu 3a6051€BaHUSMHI HEOOXOAMMO MPOBOAUTH MU (hepeHIInaIbHBIA AUAarHO3
THITOTaMMAarjioOyITHHEMHUH U TIOPAXKEHUH PECTIMPATOPHOTO TPAKTA.

7

1. C runorammaryio0OyTmHeMHUen, WHIYITUPOBAHHON JIEKapCTBaMHU (TJIFOKOKOPTUKOUIAMH,
COJISIMH 30JI0Ta, KallTOIIPUIIOM, IPOTUBOMAJISIPUIHBIME TIperapaTaMu, KapoaMazermuHoOM,
cynbdazaaTuHOM).
2. C runorammarioOyImHeMHEN IPY TeHETUYECKUX 3a00JI€BaHUAX, B TOM YHUCIIE TIPU
MEPBUYHBIX UMMYHOACPHUINTAX (aTaKCHsl — TeICAaHTUIKTA3Hsl, ayTOCOMHO — PEeIleCCUBHAs
¢dopma TsKEIOro KOMOMHMPOBAHHOTO UMMYHOAehuIHTa, runep — Ig M — cunapowm,
nedunut TpanckobanamuHa Il u runoramMmMarioOynuaemMust, X — ClieTIeHHAS
aramMmmarjao0ynuHemMusi, X — CHEIUICHHbIN TuMQonponudepaTuBHbINA CHHIPOM
(acconuupoBaHHBIN C BUPYCOM DmIITeH — bappa), X — CIeTIeHHBIN TSKEIbIA
KOMOWHHUPOBAHHBI UMMYHOJAEPHUIIUT, HEKOTOPBIE 1e(EKThl METa0O0IN3MA.
3. C XpoMOCOMHBIMHU aHOMATHSIMH (XPpOMOCOMHBIN 18q — cHAPOM, MOHOCOMUS 22,
TpucoMus 8, Tpucomus 21).
4. C undexnmonnsiMu 3a0oseBanusmu (BUY, BpoxaeHHas KpacHyXxa, BpOKICHHAS
[IUTOMETATOBUPYCHAsI MH(EKIH, BPOXKACHHAs! TOKCOIUIa3MEeHHas HH(eKIus, ¢ nHpeKuuei,
BBI3BAaHHOW BUpYycOM DmiTeiH — bappa)
4. C omyXxoJisiMu (XpOHHYECKHH TUM(OIUTAPHBIHN JIEHK03, MMMYHOAE(PHUIUT C TUMOMOIA,
nuMdorpanynemaTos, B — KJIeTouHbIE OIyXO0JIH)
5. C ummyHOAepULIMTAMH, O0YCIOBICHHBIMU THIIEPKATA00IM3MOM UMMYHOTTIOOYTMHOB U
TSDKEJION moTepelt UMMYHOTTI00YIMHOB (He(PPHUT, TsHKEIBIC 05KOTH, JIMM(paHTHIKTA3HS,
TsDKENas quapes).

6. [Ipu HanmMuMK MOpakeHU peCIUPaTOPHOTO TpaKTa MPOBOAUTCS MU epeHrnaIbHas
JIMarHOCTHKA C: C MYKOBHCIIHJI030M, TPAH3UTOPHON MIIaJICHYECKON
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TUIIOraMMarjo0yIMHEMHUEH, XpPOHNYECKOH IpaHyIeMaTo3HOW O0JIE3HbI0, C TAKEIBIM
KOMOWHHUPOBAHBIM UMMYHOIC(DUITUTOM.

HasnaubTe Tepanuio nanueHTy

(@]

1. 3amecTuTenbpHAs Tepanus mpenaparaMu IMMYHOTTIOOYIMHOB MOXKU3HEeHHas1. Tak Kak
JTMarHo3 MOCTaBJIEH BIEPBbIE U UMEET MECTO 000CTPEHNE XPOHUUYECKOTO OPOHXUTA U
XPOHMYECKOI0 TaiMOPHUTa HEOOX0IMMO HauaTh TEPAIUIO B PEKHME HACHIIIEHUS B J103¢€ 7,1-
14,2 r/kr 2 pa3za B Hegemo. [locne kynmupoBanust 000cTpeHU# U 10cTKeHUs ypoBHs 1gG 4-
6 T/11 He0OXOUMO TepEHTH Ha MOAJEPKUBAIOLIYIO T03Y 3aMECTUTENILHOM UMMYHOTEPAITUU
1 pa3 B mecs11 B noze 7,1-14,2 r/kr. [Ipenapatamu Boi6opa siBisirorest 10% p-pbl
UMMYHOTJIOOyTHHOB.

2. JAng KynupoBaHuUs 3130712 OakTepruaibHbIX MHPEKIUil aHTHOaKTepraibHas Tepanus
napeHTepaibHO OJTHOBPEMEHHO C 3aMECTUTENIbHOM NMMyHOTepanuel . Jl03b1 aHTHOMOTHKOB
BO3PaCTHbIE, OPUEHTHPOBAHBI HA TSKEJIOE U CPETHETSIKEN0E TeueHUE MHPEKIUH, CPOKU
Tepanuu B 2 — 3 pa3a AJIMHHEE CTaHJAPTHO PEKOMEH0BaHHBIX.

3. IIpu BeIsIBIEHNY TPUOKOBBIX MH(MEKIUI OyeT 100aBIeHAa aHTUMHUKOTUYECKAs TepaITusl.
4. ITpu BBISBIICHUY JIEPTUICCKUX MPOSBICHUN OyIyT 100aBIeHbI aHTUTHCTAMUHHBIC
npenapaThl.

5. IlpomMbIBaHKE MPUAATOYHBIX MA3yX HOCA AaHTUCENTUICCKIMHE PACTOBPAMU O]
OTPULTENILHBIM J1aBJICHUEM.

6. Canarnmonnbie Oponxockonuu Ne 3 -5 3a rocnuTanM3anuu, €KeTHEBHBI BUOPAIIHOHHBIA
Macca)k U OCTYpaJIbHBIN APEHAK.

Omnpenenute MporHo3 Mpy JaHHOM 3a00JI€BaHUU

(@]

[Tporuo3 onpenenseTcss ayTOMMMYHHBIMU 3a00J1€BaHUAMU, TSXKEIBIMA UHPEKIUSAMU U
37I0Kau€CTBEHHBIMUA HOBOOOpa3oBaHUsAMH. [Ipu npoBeneHNH peryaspHOi 3aMeCTUTEIbHON
MMMYHOTEPAIIUH POTHO3 OTHOCUTENIBHO OJIarONpUsTHBIN

004

[TpoBeneHue amIeproIorHuecKoro 00CIeI0BaHus MAMEHTOB B IIEIISIX BHISIBICHHSI
aIepruyeckux 3a00JIeBaHUN U/UITH UMMYHOIE(UITUTOB

O3HAKOMBTECH C CUTYALIMEN U JIAUTE PA3BBEPHYTHIE OTBETHI HA
BOITPOCBHI

bonbnoii C., 6 mecsieB. Poauics B yCTaHOBIEHHBIN CPOK, Macca Tejna npu poxkaeHuu 3220
r, poct Slcm.

B nepBbie AHM KU3HU MTeTeXHUaJbHbIe KPOBOUBIIUSAHUSA B KOXKY Ha JIOY, KOTOpBIE
pacCMaTpUBAIMCh B CBA3U C pOJAaMHU. Ha TpGTBGI\/'I HCACIIC ) KU3HU — YaCTbIC PUHUTHI, OTUTHI,
JIBYCTOPOHHW KOHBIOHKTHUBHT. B KOHIIE TPEThETO MecsIa )KU3HHA — IK3eMa, CEOOPECHHBIN
JIEpPMAaTUT Ha JIUIE, TeJIe U KOHEYHOCTSAX 0COOEHHO BhIpaxkeH. [leprnoaudyecku oTMEYeHO
BO3HHUKHOBEHHE KPYITHBIX CHHUX MATEH, KPOBOM3IUSHUI B KOKY ITPU HEOOJIBIIUX TpaBMax,
KOTOpbIE paclpeesuIuch 0 BceMy Teny. B Bo3pacTe 6 Mec mpoBeI€HO CTallUOHAPHOE
obcreoBaHUE TIO MPUYKMHE YACTHYHO MOKHYIIIEH UentyifuaToi sk3embl. HeoqHokpaTHO
nepeHec TOH3WUIUTHI, CHHYCUTBI, OpOHXUTHI, THeBMOHUH. HeT 3¢ dexra oT ropMOHOB 1

antubnotukoB. [IpuBuBka BI)K npoBenena, Ha MecTe MPUBUBKYU pyOUHKa HET.
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CeMeliHbIil aHaMHe3 0€3 0COOCHHOCTEH.

O0nexTuBHO: Bo3pact 6 mecsies, Bec 7700, pocT 66 cM. MaTbYiK OCCIIOKONHBIN, CUITbHBII
3yA. ACHMMETPHYHBIC KPYITHBIC TSI THUCTHIC BHICHITIAHUS KOPUYHEBO-KPACHOTO 1IBETA HA
JUIE U KOHEYHOCTSIX. BBIpaykeHHBIN JepMaTUT C YelIyH4aTbIMU JKEATHIMU KOPOUKaMH Ha
ronose. CHIBHBIN IEpPMAaTUT B TaXOBOM 00siacTu. MecTtaMu neTexXuanbHbIE KPOBOU3TUSHUS
B KOXXY TOJIOBBI U TeJa.

KpymHast remaToMa B 0071acTH IEBOTO KOJIEHHOTO CcycTaBa. [leueHp u cene3eHka He
yBenuueHsl. [lanbnupyroTcest mumpaTuiecke y3ibl.

JlaGopaTopHbIe UCCIIEI0OBAaHU: KapTUHA KPOBU — IpanyioruToneHus — 1200,
tpombonuronenus — 8000, anemus — remoryioouH 85 1/, mumponenus. Pazmep
TpoMOoHTOB: 1,84+0,2 MKM.

Nmmynonorudeckoe oocienopanue: Ig M - wer, Ig G 2,95 1/, Ig A 0,4 r/n. Conepxanue
obmiero IgE 400 KE/mn.

YcraHoBUTE MPENNON0KUTEIbHBINA TUAarHO3

(@]

[epBuunbIit KOMOMHMpOBaHHBIK MMyHOAepuuUT. CuHIpoM Buckorra-Onapuya.

OO06ocHyliTe TUarHo3

(@]

Jlnarno3 mocTapiieH Ha OCHOBAaHWU HAJIMYUS TPUAJBI y MAIMEHTa MY>KCKOTO I10JIa,
XapaKTepHOU ISl 3TOr0 UMMYHOIeULINTA!

1. Hannuus remopparuueckoro cuHapomMa (TeTeXruanbHbIi KPOBOU3IUSHUS C IIEPBBIX
JTHEH KU3HH )

2. Hannuws 3x3emMbl

3. NupekronHoro cuuapoma (MoBTOHbIE OPOHXUTHI, CAHYCUTHI, TOH3ULJIUTHI,
MTHEBMOHUH )

Taxxe xapakTepHbIM siBiigeTcs Hanuuue Tpombonuronenuu (8000 — menee 10% HOpMBI) U
MaJIeHbKUX pa3mMepoB TpoMOonuToB 1,8+0,2 mxm npu Hopme 2,3+0,21 MKM.

J171s mepBUYHBIX KIMMYHOIE(UIIUTOB XapaKTEPHO MOPAKEHUE BCEX KPOBETBOPHBIX POCTKOB,
YTO UMEET MECTO y JJAHHOTO MAallUeHTa — aHeMUsL, HeUTpONeHHs, TUM(OTICHuS,
TPOMOOIIUTOTICHHUS.

[Tpu nmmyHONOrHUECKOM 00CIIeIOBaHUH BBIsIBICHO cHkeHue Ig G 1o 2,95 r/m,
otrcyrcTBHe Ig M, moBbIieHHOE conepskanne oomiero IgE.

Kaxoe nonosauTensHoe o0caeaoBaHue HEOOXOMMO TTPOBECTH.

7

[TockonbKy nepBUYHBIE UMMYHOIE(PUIIUTHBIE COCTOSIHUS SIBISIFOTCS] TEHETHUECKUMHU
3a6OJIeBaHI/I}IMI/I, AUarHo3 HGO6XOI[I/IMO MNOATBCPAUTDH ITYTEM I'CHECTHYCCKOI'O O6CJI€,Z[OBaHI/ISI
— BBISIBJIICHUS MyTaluu reHa WAS, pacnoyioxK€HHOro Ha KOPOTKOM I1Ieue X- XpOMOCOMBI.
BriaButs HapyHICHUC ITPOAYKIIMHA AHTUTECII B OTBCT HA MOJIMCAXAPUJIHBIC aHTUT CHbL
CTPENTOKOKKOB, KHIICYHOH MaJOYKH, CAIbMOHEIIBI IPOTHBOBUPYCHBIE aHTUTENA.

AHanu3 KpoBH Ha KJIETOYHBIH UMMYHHUTET.

AHTHUTENa K TPOMOOLIUTaM /JIsl BBISIBICHUS ayTOUMMYHHON TPOMOOILIUTOTIEHUH.

ITouck AYTOUMMYHHBIX HOpa)KeHI/Iﬁ KHIICYHUKA, ITOYCK, CYyCTaBOB, 3JIOKAYCCTBCHHBIX
HOBOOOpa30BaHM, 04aroB WH(MEKITHH.

Bo3MoxHOCTH 1 HEOOXOAMMOCTh BaKIIMHAIIMHK MPU JAHHOMW MaTOJIOTUH

(@]

[Ipu npoBeneHNU MOCTOSSHHOW 3aMECTUTEILHOM TEpanvy BaKIIMHALIUS HE HY)KHA. BBegeHue
JKUBBIX BaKIIMH MPOTHUBOMNOKa3aHo0. OHAKO €KETOJHO HEOOXO1Ma BaKITUHAIIVS IPOTHB
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TpUMIa, TaK KaK MMMYHOTJIOOYJTMHBI MOTYT HE COJIepKaTh aHTUTEN IPOTHUB aKTyaJIbHBIX
IITAaMMOB BUpYcCa IpuUIa.

[Tpu muraHupOBaHUM MTPOBEACHUS CIICHIKTOMHHU JJIS1 TPOPHUIAKTUKU ITHEBMOKOKKOBOTO
cercuca TpeOyercst MpoBeleHNe BaKIIMHAILIMY TPOTHB MHEBMOKOKKOBOH MH(EKINU CHavasa
KOHBIOIMpoBaHHOU BakiMHOM «IIpeBenap13» ¢ nmocnenyromum BBeieHnEM 23 — BaJICHTHON
nosicaxapuaHoi BakiuHbl («[TaeBmo 23» nnn «IITHeBMOBakcay), a TakKe BaKITUHAIIUN
IPOTHB MEHUHIOKOKKOBOH nH(pekunu (MeHakTpa) u reMopuiabHON HH(peKun Tumna b.
PexomeH1yeTcst Takke POBOAUTh CKPUHUHT NOCTBAKIIMHAJIBHBIX aHTHTEIL.

Omnpenenute MPOrHO3 MPHU TaHHOM 3a00JICBaHIH

7

Hebnaronpustasiii. [Ipuunaa cMepTH- KPOBOTEUCHHS, TSDKENIbIE HH(EKINH,
3JI0KaueCTBEHHBIC HOBOOOpa3zoBaHus. B ciiydae npoBenenns TKM mporuos Moxer craTh
OJIarONPHUSTHBIM.

005

HpOBe,Z[eHI/Ie AJUICProJIOrn4eCKOro OGCJ’IGI[OBaHI/ISI IIaIIUCHTOB B LCJIAX BBISABIICHUA
AJUIEPTUYECKUX 3a00JIEBaHUH H/MJITM UMMYHOAC(HHUIIUTOB

o No Pl o~ >

Oka3zaHue MEUIIMHCKOM MTOMOIITY TAIMEHTY B SKCTPEHHOU opMme

O3HAKOMBTECH C CUTYAIIUEN U JIAUTE PA3BBEPHYTBIE OTBETHI HA
BOITPOCHI

Bonbhas 19 net BeI3Basa Kapety ckopoii momoury. JKaao0sl Ha 3aTpyAHEHHOE JIbIXaHHE, OTEK
B oOnactu mieu, jauma. OTek pa3BUIICS MOCTE IKCTPAKIIMKU 3y0a, KOTopast Oblja MmpoBeAcHa 5
yacoB Ha3aja. bonbHO# ObUT HAa3HAYEH TaBerwi B/M 2 M, HO OTEK IPOIOJIKAJ HapacTats,
YCUJIMJIMCH OJBIIIKA, KallleJIh, OCUIUIOCTh T0JIoca.
ITIpu ocmortpe: cocrosiHue Tspkenoe. KokHble MOKPOBBI M KOHBIOHKTHBBI OiieiHble. B
oOyactu nuua, men 6JeAHbIN IOTHBIN OTEK, MPY Ha/IaBITUBAaHUU HA HETO HE OCTAETCS SIMKU.
B nérkux npixanue BesukyispHoe, xpuroB HeT. Y/1J] — 18 B MuH. ToHBI cep/nia ocnadiieHsl,
PUTM MPAaBUIbHBIH, IPU ayCKYJIbTAIlMK BBICTYIINBAETCS CUCTOIMYECKH IIIyM Ha BEPXYILIKE
cepaua u 1o yesomy kparo rpyaunbl. YCC — 110 yn.B mus., AJl — 110/70 mm prt.ct. XKupor
MSTKHH, MpU nanbrnanuu 0e300Je3HEHHBIM BO BcexX oTnaenax. lledeHb M cene3eHKa He
yBenuueHbl. CHMIITOM TIIOKOJQYMBAaHUS IO TMOSICHUYHOH OONAacTH OTpULIATEIbHBIN.
OU3NOIOTUYECKUE OTIIPABJICHUS B HOPME.
[Ipu manpHelneM paccnpoce YCTaHOBJIEHO, 4TO y 00bHOI ¢ 8-10 seT pa3BUBANINUCH OTEKH
pa3IUYHOM  JIOKanMu3alMKk,  BO3HUKHOBEHHME  KOTOPBIX  BCErJa  CBSI3aHO €
IICUXOAMOLIMOHAJIBHBIM HAIIPSDKEHUEM WM TPaBMOW U HHUKOIJA HE CONPOBOXKIAIOCH
KpANMMBHUIIEH U 3yJIOM.
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Kakoe 3a0oseBaHue B MepByIO OYepeab CIEAyeT 3aloJ03pUTh y JaHHOUW OonbpHOM. Kakue
CBEJICHHSI enle He0OX0MMO JONOTHHUTEIBHO BBISICHUTb.

7

Heo0xoammMo yTOuHUTS:

- €CTh JIM y NALUCHTKH 3y,

-eCTh JIn y OOJIBHON Kakue- 100 ajuiepruueckue 3a00ieBaHus, MHUILEBas U JIEKAPCTBECHHAS
HEIEPEHOCUMOCTb, B YACTHOCTH, UMEIOTCA JIM B aHAMHE3€ yKa3aHUs Ha HEIIEPEHOCUMOCTh
MECTHBIX aHECTETHKOB,

- He OBLJIO JIM Yy POJCTBEHHHUKOB CIYy4aeB CMEPTH OT OTEKa TOPTAaHU MJIM OTEKOB Pa3IN4HOM
JIOKaJIM3allnH,

-ObUIM M paHee FOCIUTAIU3ALUY 10 TOBOAY KIMHUKHU «OCTPOrO )KUBOTa»,

- IPUHUMAET JIU MalnueHTKka HHruouTopsl AI1D,

- €CTh J11 3a00JIeBaHuUs IOYEK,

- €CTh JIU Y NAIlUEHTKU TUIIOTEPHO3.

Ecnn Het 3yna, BeICHIIAHUI Ha Koke (KpalnMBHMIBI, TUIIEPEMUN KOXH), U OTCYTCTBYET
3pPEKT OT aHTUTMCTAMUHHBIX IPENapaToB MOXHO 3aMOJ03PUTh HACIEACTBEHHBIH
anrnoneBpotuueckuii otek (HAO).

C kakumu  3a0osieBaHUAMH  cienyeT — nuddepeHIupoBaTh  HACIEICTBEHHBIN
AQHT'MOHEBPOTUYECKUN OTEK.

(@]

1. Ilpuobperennas ¢opma anrmoreka (IIAO)- orHOcuTCs K ¢eHokornmu HAO, umeer
cxonuyto kaptuay ¢ HAO, HO He HaciemyeTcs, a mproOpeTaeTcsl B mpolecce Ku3Hu. B
nedeHu 3PGEKTUBHBI TTIOKOKOPTUKOUIBI U ITUTOCTATHKH.

2. AHTHOTEKH, OCHOBHBIM MEIMATOPOM KOTOPBIX SIBJISETCA TUCTAMUH :

B 50% cnysaeB AO comnpoBoxaaercss kpanuBHuLeld. OTEK rops4uid, rUHIepeMUpPOBaHHBIN.
Kak mpaBumo, ormewaercs xopommid 3ddexkr ot BeaeHus cuctemMHbix [KC,
AHTUTUCTAMUHHBIX cpeAcTB. CodeTaHue oTeka ¢ pe3KuM CHibkeHueMm AJl, KpanuBHULEH,
OpoHxocma3MoM, OOJIIMH B JKHBOTE, AcdeKarueil, MOYEHCIyCKaHUEM, KPOBSHUCTHIMHU
BBIJICTICHUSIMH M3 BJIATAIHINA — SBIISETCS MPU3HAKOM aHADUITAKTUIECKON PEeaKIIHH.
AHTHOOTEKH, 00YCIIOBICHHBIE JIEKAPCTBAMU (aJUIepruell U HEMePEeHOCUMOCThIO: BO3HUKAIOT
M30JIMPOBAaHHO WJIM C KpalMBHUIIEH BCKOpe mocie Ha3HaueHus mpenapata (HIIBC,
AHTUOMOTHKOB, PEHTT€HOKOHTPACTHBIX MPENapaToB U T.1.)

4. AHTHOOTEKM, CBS3aHHbIE C THUIIEBOM HENEPEHOCUMOCTBIO: HMMEETCS 4YeTKas |
BOCIIPOM3BOJMMAs CBSI3b C PUEMOM OIPENEIECHHOTO NMPOAYKTA, pEaKUsl Ha IPOIYKThI WIH
nunieBble 1006aBku B Buae AO u/uinu KpanuBHUIIBL.

5.I1oCTOSIHHBIN OTEK KOXKH JIMIA U IICH.

OH wMoxeT OBITHP CBsSI3aH CO CJaBJICHUEM BEpXHEW 1mosoi BeHbl. [loka3aHo
PEHTIE€HOJIOTMYECKOE UCCIIEIOBAHUE TPYTHOM KIIETKH JUIsl BBISIBIICHUS OITYXOJIH, PACIIUPEHUS
CPENOCTEHHS.

6.Cunznpom Menbkepccona-Po3zenrains.

[TocTOSIHHBIN TIJIOTHBIA OTEK JIMIA, CKIAAYaThii si3bIK. [Ipu Omoricum mopakeHHOW TKaHHU
00HapyXUBAIOT TPaHyJIEMaTO3HOE BOCTIAJICHUE.

7.AHcapka.

8. 'mnotupeos.

9.VpTukapHblii BaCKYJIUT.

KaxoBa knaccudukarus HAO?

(@]

HAO 1-ro tuma (85 % cunyuaeB). Ormeuaerca nepuuut Cl-uHruOutopa B IJIa3Me,
00yCJIOBJICHHBIN HEPYHKIMOHUPYIOUM TeHOM. [Ipu 3Tom ypoBeHb C1- HHrHOUTOpa MOXKET
BapbHUpPOBATh OT Heonpeaeassemoro 10 MmeHee 30% 0T HOpMaJIbHOTO.
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HAO 2-ro tunma (15 % cnydaeB). Ypoenbp Cl-uHruburopa B mpenensax HOPMBI HIIH
MOBBIIICH, OTMEYAETCs CHIKEHUE QYHKIIMOHATBHOW akTUBHOCTH C1-uHTHOUTOpA.

HAO 3-ro tuna (HAO ¢ HOpManbHbIM ypoBHEM C1-uHrnOuTopa) (penko

BcTpevaronuiicss tunm HAQO, pacmpocTpaHEHHOCTh HEW3BECTHA) (DCTPOTEH3aBHUCHMBIN).
Cunraercs, uro pasButue aHruoorekoB npu HAO III Tuna cBA3aHO C TE€HETUUYECKUM
HapymeHnueM KoHTpodisi XII dakTopa cBEpThiBaHMS KPOBH. OTIMYUTEIHHON 0COOCHHOCTHIO
HAO 3rtuna sBnsercs HopMmanbHBIH ypoBeHb Cl-mHruburtopa M ero (GyHKUHOHAIHHOH
aKTUBHOCTH. KiMHHMYECKHE CHMIITOMBI HMJEHTHYHBI TaKOBBIM IIPU IIEPBBIX [BYX THIIAX
HACJIE/ICTBEHHBIX aHTHOOTEKOB. ET0 0COOEHHOCTBIO SBIsIETCS

3aBUCHMOCTb CHMIITOMOB OT BBICOKOT'O YPOBHS 3CTPOI€HOB M, COOTBETCTBEHHO, [UISl HETO
XapakTepHbl O0OOCTpEHHs BO BpeMst OepeMEHHOCTH, NPH NPUMEHEHUH IepOpabHBIX
KOHTPALICITUBOB ~ WJIM  3aMECTUTEIBHOM  Tepalmuu  JCTPOTr€HaMH IPU  JICYECHUU
KJIMMAaKTepHUuecKkoro cuuapoma. IlpemmyrnecTBeHHO OONECIOT >KEHIIMHBL. (OCHOBaHUEM
IIOCTAaHOBKHM JIMarH03a CIyKUT TUIIWYHASA KJIMHUYECKas KapTHHa 3a00J1€BaHNs B COUETaHUH C
BbIsABIICHHEM MyTalruii B reHe XII ¢pakTopa cBEPTHIBAHUS KPOBH M/WIIM HAJTMUYUEM CEMEWHOTO
aHaMHe3a.

KakoBbl mokazaHus K KOHCYJIbTAallUM CIICIHUAJINCTOB

(@]

BonbHbIx ¢ tuarnozom AO HanpaBIISIIOT K aJUIEProJIOTy Uil POBEACHUS
nudepeHIaIbHON TUarHOCTUKHA pa3HbIX BHAOB AQ, M omnpeneneHus BO3MOKHOCTEH
00ciIe10BaHus ¥ TAKTHKU JICUCHUS.

BobHOrO € OTEKOM TOpPTaHW TOCHUTAIU3UPYIOT B OTOPUHOJIAPUHTOJOTHYECKOE WU
pEaHMMALlMOHHOE OTACIEHUE B OCTPOM CHUTyallUM C IIOCIEAYIOIIEH KOHCYJIbTallUeH
aJIeproJIora-uMMYHOJIOTa TIOCIIe CTAOMIIM3AIIN COCTOSTHHS.

[Ipu abgoMHUHATEHOM CHHAPOME HEOOXOAMMAa KOHCYIbTAIUS XUPYPra.

Koppeknus comyTcTByOIIed MNaTOJOTHU, TaK KaK 3TO MOXKET MPUBOAUTH K YTSIKEICHUIO
teuenuss HAO

Kymuposanue octporo npuctyna HAO (mpu TsHDKEIOM U KU3HEYTPOIKAIOIIEM OTEKE)

7

Heornoxnas Tepanust HAO npoBoautcst 6€3 0OTMEHBI IpenapaToB 0a3uCHOM Tepamnuu.

1) IToaxoxuoe BBenenune nkarndanta (PUPA3UP): 3 mu (30 mr). B 6onpmmHCTBE ciydaeB
OJTHOKPATHOTO BEJICHMs IpenapaTa JAOCTaTOYHO A KynupoBanus cumrnrtomoB HAO. B
cirydae HemocTatouHou addextuBHOCTH nin peruaua HAO, nkatnbGaHT BBOASIT TOBTOPHO
B 03¢ 30Mmr uepe3 6 yacos. Ecnu nmocie noBropHoro BBeAeHUs npenapara cumnromsl HAO
coxpansroTcss wim npuctyn HAO peuunuBupyeT, TpeThbs 103a Ipemapara MOXKET ObITh
BBeJIEHa elle uepe3 6 yacoB. He pekoMeHyeTcst IpeBhIIaTh MAKCUMAIIBHYIO CYTOYHYIO 103y
npenapara — 90 Mr (3 UHBEKIINH).

2) B/B BBenenue xkonuentpata Muaruduropa Cl- (moHOpCKHiA MM peKkoMOMHAHTHBIN) -500-
1500 EZI. B Poccun mpoXoauT perucTpanuio.

3) CBexxast Wi CBE)Ke3aMOpOKEHHAss HaTUBHAs T1a3Ma B oobeme 250-300 mut.

4) AHTUGUOPUHOIUTHYECKHE TTPETIapaThl:

- TpaHeKcaMoBasi KucioTa B 03¢ 1r — 1,5 r. BHyTpb Kaxasble 3-4 yacaD.
-g-aMUHOKAMpOHOBasi KMc0Ta B/B KanenbHo B o3e 5-10r (100 -200 mu 5% pacTtBopa), 3aTeM
B 03¢ 5T (100Mm11 5% pactBopa) Kaxsie 44 iy 7-10 r/cyT BHYTpb 10 TOTHOTO KYTUPOBAHUS
o0oCTpeHusi ¢ TUHAMUYECKH KOHTPOJIEM KOaryjaorpaMMbl.

5) Ilpu orcyrcTBUM JOCTOBEpHBIX AaHHBIX O Hamuunu HAQ, cBsi3aHHOrO C MATOJIOTHEH
CHUCTEMBbI KOMIUJIEMEHTa, BO3MOXHO BBeaeHue cucteMHbix ['KC. [Ipu xu3Heyrpokaronmx
0TeKaX BO3MOXKHO JIOMOJHUTENbHOE BBeIeHHEe (hypocemua B fo3e 40-80 mr B/B.
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Heobxonmuma rocnutanmusanust OonbHoro B JIOP-oTheneHune wiM peaHMMAIIMOHHOE
OTJIeJIeHHE, TaK KaK MOXKET [MOHAI00UThCS TPaXeOCTOMUS WIIM UHTYOAIHs.

6) IMamuentsr ¢ III Tumom HAO He orBeuaror Ha Tepanuto mHruOutopom Cl- actepasbl
YyeJlioBeYeCcKol U aHTU(UOPUHONIUTUYECKUMU MpenaparaMu. [ 1aBHas 1enb Tepanuy B TaKOM
CUTyalldd COCTOWT B TOJJCPKAHUHM MPOXOJUMOCTH JbIXaTeNbHBIX TyTeH, oObeMa
MUPKYJTUPYIONIEH KpOBU (CUMIITOMaTHYECKAasl Tepanusi) 1 OTMEHE MPHEMa SCTPOTEHOB.

A

/

0 [TpoBeneHHe aICProJOTHYECKOTO OOCJICIOBAaHUS IMAIMCHTOB B IEIAX BBISBICHHS
| [priepratecknx 3a00JIeBaHUI W/WUITH KMMYHOAEUIIUTOB

8

A

/ |Ha3HaueHue Je4eHHs] U KOHTPOJh ero 3()pQPeKTUBHOCTH U OE30MacCHOCTH MAIMEHTaM C
0 |amnmepruueckumMu  3a00NEBaHUSAMH  W/UITU  OOJIE3HSMH,  ACCONMHPOBAHHBIMU  C
2.[ummyHOEpUTIHTAMU

8

A

/ [llpoBenenne u KOHTPOIb AS(PGEKTUBHOCTH MEPONPHUATHH 1O NPOPUIAKTHKE U
0 |popMupoBaHHIO 3T0POBOTO 00pa3a KU3HU U CAHUTAPHO — TUTHCHHYECKOMY ITPOCBEIICHUTO
5.|HaceneHus

8

O3HAKOMBTECh C CHUTYALIMEM U JIAUTE PA3BEPHYTBHIE OTBETHI HA
BOITPOCBHI

JHeBouka 4-x net, oT 1 GepeMEeHHOCTH, MPOTEKABIIEH C XPOHUUYECKON THUIIOKCHEW IIona,
rpunmiom B 1 Tpumectpe, HepomnaTuei Ha 5 Mecalle, aHeMue Ha 7 Mec, | CpOYHBIX POJIOB.
Bec npu poxxaenuu 3500, poct 51 cMm, onenka no mikane Anrap 9/10. Co cnoB marepu Ha 1
rofly *HU3HH pa3BUBajaCh COOTBETCTBEHHO BO3PACTY, HEBPOJIOTOM HE OCMaTpHUBAIach.

Matb: 24 roma, orie 24 roma, 3A0poBhL [IpodeccroHambHBIX BpPEIHOCTEH Y
ponuteneil HeT. JKUIHUIIHO-OBITOBBIE YCIIOBUSI YIOBIETBOpUTENbHBIE. HacieqcTBeHHOCTD:
HE OTATOLIEHA.

B Bo3pacTe 1 rona, korja peOeHOK Hayaj1 XOAUTh, MaMa OTMETHJIA, YTO IMOXOIKa ObLIa
HEYBEPEHHOW, TMONIAThIBAJIACh, CTOS OTKJIOHAACHL Hazan. (CumTOMaruka wumena
BOJIHOOOpa3HOe TeueHue, Oe3 BBIpaXeHHOTo yxyameHus. C 6 MecsueB oTMeyanach
n30bITOYHAS canuBanus. Jleunnach Mo MecTy *KUTEIbCTBAa HOOTPOMHBIMU IIpenaparaMu, 6e3
cToiikoro 3¢dekra. [IpuBrUBamace B COOTBETCTBUHM C KalleHIapem 10 2 JieT. 3areM He
MPUBUBAJIACh B CBSI3U C HAJIMUMEM aJUIEPrUYeCKUX peakluil Ha JeKapCTBEHHBIE Mpenaparhbl
(memMoKCHH, aKTOBETHH).

Yactota OP3 1 — 2 pasza B rox. IlHeBMOHMSMH, OpOHXHUTAMH, JIETCKUMH
uHpeKIuIMu He Oosena.

[TocTynuia B oTieseHNE IICUXOHEBPOIOTHH U SMUJIETICUU C jKajl00aMH Ha MIaTKOCTh
MOXOJIKH, 33/IEP’KKY PEUEBOT0 PAa3BUTHUS, OBBIIICHHYIO CAJIUBAIUIO.

O6nexktuBHO: poct 104 cMm, Bec 15 kr. duznmueckoe pa3BUTHE CPEIHEE, TAPMOHUYHOE,
nponopuroHanbHoe. TenocioxkeHne HopMocTeHndeckoe. Ha ocMoTp pearupyet
anexkBaTtHO. Koka OmemHasi, yMepeHHOW BIaXHOCTH. HOrTM M BOJOCHI HE HM3MEHEHHI.
BuguMmbie cnu3ucThbie pPO30BbIE, YHUCTHIE, YMEPEHHO BIaXHble. B 3eBe CIOKOHHO,
TUTIOTIIA3Ksl HEOHBIX MUHIAMH. He0obI10oe KoJIM4ecTBO TeJICaHTUAKTA30B Ha OyIb0apHOi
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KOHBIOHKTUBE. [IOAKOXKHO — JKUPOBOM CIION pa3BUT yMepeHHO. [lanbnupyroTcs ImIeHHBIE,
MaxoBble, MOAMBIMIEUHbIE JI/y31bl 10 0,3 cM, HeclmasHHbIE C OKPYKAIOIMIMMHU TKaHSAMHU,
Mmsirkue, 0\0. Mplimeunas cucrema paszButa. Cwia M TOHYC MBI CHIDKEeHBI. HocoBoe
IbpIXaHue cBoOogHOe. B nerkux apixanue Be3ukyasipHoe. CepaeyHo — coCcyaucTasl cucteMa
— Oe3 maronoruu. JKuBoT Mmsrkuii, 6/0. Ileyenp u cene3eHka y kpas peOepHOil nyru.
HapyxHbie mosnoBsie opranbl cHopMUpoBaHbl HpaBuibHO. CTyl W MOYEHCIYCKaHHE B
HOpMe. MEeHMHIeabHON CUMIITOMAaTUKU HET. BBIABIEHBI Ia30ABUTaTEIbHbIE HAPYLIECHUS,
CHIDKEHHE TITyOOKHX pe(]IIeKcoB.

B o6mem anamuse kposu: HB 123 1/m, sp 4,4*1012, Tpombomutsl 498 ThIC,
nerkoruThl 3,6 Thic, C-37%, 2-4%, JI —42%, M — 15%, b-2%. COD 28 mm/4ac.
OO6mwmit ananu3 Moyu- 6€3 MaToJIOTHH.
OcMOTp HEBpOJIOTA: MOAKOPKOBO — MO3KEUKOBBIM CHHAPOM. 3aJepKKa MCUXOMOTOPHOTO
pa3BUTHSL.
B otnenenun nepeneciaa ocTphlil KarapadbHbIA OTHUT, B JICUCHUU aHAYPaH.
3arem Oblia BhIABIEHA MH(EKIUS MOYEBBIBOJAIINX MyTeH, nmonydana Gpyparut. AHaIU3bI
MOYHU HOPMaJIM30BaJIUCh.
Brinrcana mo KOHTakTy ¢ OOJTbHBIM BETPSTHOM OCTION.

[TocTaBbTe peaBapUTEIBHBINA THAarHO3 C 000CHOBAaHUEM

(@]

Hanuune MO03)K€4KOBOM aTakcHM, CHUXKEHHUS TIyOOKHX peduieKcOB, I1a30/IBUTaTEIbHBIX
HapylIeHUH,  CIIOHOTEUEHHS  CBUAETEIBCTBYET O  MOBPEXKACHUUM  MO3KEUKa,
JIETeHEPaTUBHBIX MOBPEXKJCHUSIX B CIOMHHOM MO3Tre, CTBOJIE MO3ra M IepudepudecKux
HepBax. Hanmuume TeneanrmdkTazuil Ha  OyabOapHOM  KOHBIOHKTHBE BEHO3HOTO
MPOUCXOXKICHUSI CBUJETENBCTBYET HAa HAPYIIEHHH CUCTEMBbI KpOBETBOpeHUsA. CoueTaHue
aTaKkCUW M TENEaHTUIKTA3WH IO3BOJSET 3aMOJ03PUTh MEPBUYHBIH HMMYHOIEPUIIUT —
cunapom Jlyn — bappa. OGpamiaer BHUMaHUE TUMOIUIA3Us TUM(OUTHON TKaHU (MEIKHE
TuMDOY3IIbI, TUIIOIIa3Us HEOHBIX MUH/IATNH ).

JlnarHo3 DOpeANnoNOKUTENEH y MNAalMeHTOB JKEHCKOrO0 WM MYKCKOro Iosia ¢
MPOTPECCUPYIONIEH MO3KEUKOBOM arakcueu, umeromux 1 u3 4 u3 ciaeAyronmx Npu3HaKoB:
- TEJIEAHTMIKTa3Uil Ha KOHbIOHKTUBE WJIH JINLIE

- cHmkeHue ypoBHs IgA Gonee 2 SD ot Bo3pacTHON HOPMBI

-noBBITIIEHUE aNbda-heponporenHa 6osiee ueM Ha 2 SD 0T BO3pacTHON HOPMBI
-TIOBBIIIICHWE YPOBHS XPOMOCOMHBIX aleppanuidi W JOMKOCTH XPOMOCOM MpH
IIUTOT€HETUYECKOM 00CIeI0BaHN

H 2 |Kakoe oOcienoBanue emie peKoMeHIyeTcs MpoBecTu?

1.MccnenoBanue ypoBHs aab(eTonpoTenHa U KapIuHOAIMOPHOHATBHOTO AaHTUTEHA.

2. VccnenoBanue moka3aTesei KIeTOYHOTO U TYMOPAJIbHOTO 3B€HA UMMYHHTETA.
3 - [3. PenTrenorpaMmma rpyiHO#M KJIETKH U MIPUAATOYHBIX MTa3yX HOCA.

4. MPT ronosHoro mo3sra.

5. 'ereTnyeckoe o0OceqOBaHUE.

PesynbraThl 1000CHE10BAHNUS:

Ypoenr anbpa — Peromporenna 229, 26 en/mn (mopma 9,05), ypoBeHB
H 3 |kapurHOSMOPHOHAILHOTO aHTUTEHA B HOPME.

IgG -5,75 v/n, 1gA-1,20 t/n, IgM -3,86 1/m.
PenTrenorpaMmma rpyiHo# KJIETKH: OTCYTCTBYET TEHb BUJIOYKOBOM JKEJIE3bI.
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I1o magubiM MPT- runonma3us Mo3keuka.

['eneTnueckoe obcnenoBaHuE:

[IpoBeneHo uccienoBaHne CEMbH C MCIOJIB30BaHUEM MOIMMOPQHBIX MapkepoB D11S384,
D11S1294, D11S1294, cuemnennbix ¢ reHom ATM, Myranuyd B KOTOPOM MOPHUBOIAT K
pasButuio cuaapoma Jlyu — bap.

JlaiiTe 3aKkyIrOueHE TIO pe3yabTaTaM 00CIe0BaHUS.

7

[ToBbIIeHNE YpOBHS anb(ETOMPOTEHHA U KapPIIHHOIMOPUOHAIBHOTO AHTHIEHA SIBIISIIOTCS
Han6osee nH(HOPMATUBHBIMU TOCTOSHHBIMU J1a00paTOpHBIMU MapKepamu cuHapoma Jlyn —
bappa.
OtcyTcTBHE TEHM BMJIOYKOBOM JK€JI€3bl Ha PEHTIEHOrpaMMa TIPYIHOW KIETKH TaKxke
CBUJICTEILCTBYET O TUIOIIIa3UU TUM(OUTHON TKAHHU.
['unormnasus mMo3xkeuka 1mo mAaHHBIM MPT cBuaeTenbCcTByeT 00 HMCUE3HOBEHHH KIIETOK
[lypkuHbe Nnpu MOBPEKICHUN MO3KEUKA.
BrisiBieHne MapkepoB, CLEIUIEHHBIX € MYTaHTHbIM TreHoM ATM, perynupyronmm
penapauuio JIHK, mnoaTBepkpaer auarHo3, 4YTO MO3BOJISIET OTHECTH JIaHHBIN
UMMYHOAEHHUIUT K rpyrnne uMMmyHoaehuuToB ¢ Hapymenuem penapanuu [JHK. Cembs
SIBJISICTCSI MH()OPMATUBHOMN TSI IPOBEJCHUS TPEHATAIBHON JUATHOCTHKH.
VYposenb I1gG 5,75 r/n cHMXKEH B CpaBHEHHH C BO3PAcTHOM HOpPMOH, comepkaHue IgA B
HopMe, IgM — moBbIteHo 110 3,86 1/11.

® [lo kpacHeil Mmepe 2 U3 CIEaYIOMMNX

® - [J1a30- KOXKHBIE TEJICAHTUIKTA3UU

¢ [loBeimenue anbda -peronporenna (B 10 pa3 BepxHelt HOPMBI)

¢ Jlumdonuts A-T kapuorun (Tpanciokanus 7, 14)
I'mnomnasus mo:xeuka Ha MPT

H 4 [Kakue meponpusiTusi peKOMEHIyeTe B CBSI3M C KOHTAKTOM IO BETPSIHOM OcCTI€.

| |[lockonbKy npu NEpBUYHBIX HUMMYHOAE(UIUTAX BBEIEHHE KMUBBIX aTTCHYHMPOBAHHBIX
| |Bakuun mpoTuBoOIIOKa3aHO, HEOOXOIMMO BBECTH HMMYHOTIIOOYIIHH.

B 5 [Onpenenute nytu Tepanuu. HyxxaaeTcs v naliieHT B UMMYHOKOPPEKIUU?

7

Tepanus ocCHOBaHA Ha MPUHIUIIAX MOCUHAPOMHOMN Teparuu

[Ipu nHbekuIx — aHTHOAKTEpUANIbHBIE, IPOTHBOBUPYCHBIEC Mpenaparsl 0 CTaHIaPTHBIM
MOKa3aHUSIM

[Tpu mumdonponudeparnBHBIX 3a00JIE€BAHUSIX — XUMHOTEPAITHSI HHAUBUAYATHHO
PentrenoBckoe 00ydeHHE C TOBBIIIIEHHON OMACHOCTHIO

dusnorepanus — s NPEIYIPEKACHUS PA3BUTUS MBIIICYHBIX KOHTPAKTYP, MOAACPKAHUS
MBIILIEYHOTO TOHYCA

OOydeHne MeTogaM NaJaCHUS

Perynspnoe obciienoBanue y OHKoJIoTa

[TockonbKy MamMeHTKa PEAKO U HETsoKeno OonieeT MHPEKIUsSMH U conepkanme IgG
CHUKEHO YMEPEHHO, 3aMEeCTUTEIbHAs

UMMYHOTEpanus InpenaparaMi UMMYHOTTIOOYJMHOB B HACTOSIIEE BpeMs HE IMOKa3aHa.
MMMyHOMORynupytomiasi Tepanus Takxke He TpeOyeTcs.
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HpOBeI[eHI/Ie AJJICPTOJIOTUICCKOTO O6CJI€,Z[OBaHI/I$I INallUCHTOB B ILCJIAX BbIABICHUSA
aJUIepPTUYECKHUX 3a00JIeBaHUN W/WIIH UMMYHOIE(UIIUTOB

Haznauenue nedeHus W KOHTPOJIb €ro 3(QekTuBHOCTH M 0E30MACHOCTH MALMEHTaM C
aJuleprud4ecKuMu  3a00eBaHUsIMH ~ W/WJIM  OOJIC3HSIMH,  ACCOIMUPOBAHHBIMH  C

.[ammyHOnNEPpUIIMTAMU

[IpoBenenne © KOHTPOIb AHPEKTUBHOCTH MEPONPHUATHH 1O NPOPUIAKTUKE U
dbopMUPOBAHUIO 3I0POBOTO 00pasa KU3HU M CAHUTAPHO — THTUEHUYECKOMY TTPOCBEIICHHUIO

.[HaCCJIICHU

o No ~PploVo ~PploNNo Pl o~ >

OxkazaHune MEIUIIMHCKOW MOMOIIY MAIMEHTy B YKCTPEHHOU (popme

O3HAKOMBTECh C CUTYALIMEU M JIAUTE PA3BEPHYTHIE OTBETHI HA
BOIIPOCHI

Huxkura, 6 net, nocTynui B OTJEJIEHUE TeMaToJIOTUH U3 UH(PEKINOHHON OOJNbHULBI, Kyaa
MNOCTYNUJI C *ajdo0aMu Ha KEJITYIIHYI0 OKpacKy KOXXKH U CKjiep, TeMHy0o Mouy ¢ 10
OKTsI0ps. 14 OKTs0ps KenTyxa yCWiIWJach, HOBBICHIAch Temreparypa ao 38C. B
MH(EKIIMOHHOM CTallMOHAPE BUPYCHBIE IeMaTUThl ObUIH HCKIIIOUEHBI.

CocrosiHue npu nocTyruieHuu Tspkenoe. [onoc rHycaBbiii. Koxka yMepeHHOH JKENTYyIIHON
OKpAacKHu, FeMOpPparndecKrue 3JIEMEHThl Ha HOTaX, KPOBOTOYMBOCTh AeCeH. MKkTepnyHOCTh
ckiep. JI/y3mel manenupyroTcs B 3aHE-IICHHON TPYIIe, cleBa B OAMBIIICYHOW 00IacTH
10 2 cM. YUIMHEHHOE JIMIO0, MUKPOTHATUs WJIM PETPOTHATHs, IIMPOKas IMEPEeHOCHULa,
MeJIKHE 3yObl, ACHMMETPHUS JIMIIA TIPU TIa4e, ONMYIIEHHbIE BHU3 YTOJIKU PTa — «PBIOHH pOT»,
[JIa3HOW THNEPTEI0pU3M, HU3KO MOCaXKEHHBIE U Ae(OpPMUPOBAHHBIEC YIIIHbIE PAKOBUHBI. B
3eBe- pa3lBOEHUE y3[Aeuku Heba. JIpIXaHWe HEeCKOJbKO OCNabieHOo, XpHUIbl He
BBICIYIIMBAIOTCA. TOHBI cepAla MPUIIYIIEHbl, HAJl BCEH MOBEPXHOCTHIO BBICIYILIMBAETCS
rpyOsIii cucronuueckuii mym. Iledenp He mnanbnupyercs. Cerne3eHka W3 —I0J Kpas
pebGepHoit 1yru Ha 2 CM.

OO6mmit ananu3 kposu: He 88r/1, 3p.3,08 10 12, us. 1o 0,88, nefikorutsl 0,8 ThIC, T — 15%,
C -67%, J1-18%, co3 40 mm/4ac.

OO6mwmii ananu3 Mo4Yu — O€3 MaTONOTUH

buoxumudaeckuit ananmm3 kposu: AnAT -0,26 (Hopma 0,1 — 0,67), AcAT-0,45 (vopma 0,1 —

HacnenctBeHHOCTB: Yy ABOIOpOAHOW Oalymiku mo oty ymep wmaiasuuk ot BIIC, y
POJICTBEHHHKOB T10 OTILY BPOXKJICHHAsI CJICTIOTa, y 0a0yIIKK MO0 MaTepy — TUIIEPTOHUYECKAs
00JIe3Hb.

Ponutenu 3n0poBsl. [IpodBpennocTeit HET.

Manpuuk ot 1 6epemeHHOCTH, TpOTeKaBIel Ha ¢oHe OakTepraIbHOrO BarmHo3a. B pomax
Ha 41 Hexmene OEpPEeMEHHOCTH MAaJIOBOAWE, U3IUTHE OKOJIOIUIOAHBIX BOA. Bombl
MEKOHUaJIbHbIE. Macca Tena npu poxkaeHuu 4146r, quna 54 cm. OueHka no mkajie Anrap
1/3 6anna. K rpynu He npukiaapBajics B CBSI3U C BPOXKICHHON PACHISIMHON TBEPAOTO M
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MSITKOTO He0a, BPOXKJIEHHOTO MOpoKa cepama (nedekTa MEeKKETyI0UKOBOW MEPETOPOIKH ).
BrigaBnena HenmosHas CUHIAKTIIINAA 3 U 4 maiblleB JICBOI CTOIEL.

B nepuone HOBOPOXKACHHOCTH JICYHIICS 110 MTOBOLY BHYTPUYTPOOHON MHEBMOHUH, TOKCHKO
—  TUIOKCHYECKOTO  TMOpaXKeHHs I[HC, OJKTOAEPMAJIbHOW  JAMCIUIa3UH, aHEMUH
HOBOPOXKJICHHBIX. B mnepuoje HOBOPOXKIEHHOCTH OTMEUAIMCh HEOHATallbHbIE Cynoporu. B
poaaome He MpuBHUT. OTMEUaNoCh MO3JHEE BOCCTAHOBIEHHE Macchl Tena kK 1 mec 1 Hexerne.
Beinucan Ha 42 cyTkH.

Ho 3,5 mec monydan CIEXKEHHOE TpyqHOE MOJIOKO, 3aT€M IMEpPEBEAEH Ha CMEIIaHHOE
BCKapMmiiMBaHue, ¢ 4 Mec Ha HUCKyccTBeHHOE. C pPOXIEHUsS OTMEYaliach IOBBILICHHAS
BO30yIMMOCTh peOCHKA, CHMKCHHUE allleTUTa, IIoxue nprudaBku B Bece. [IpodnpuBuBKu
MoJlydall C ONO3/JaHHMEeM, peakluid He oTMedanoch. llepeHec BeTpsiHyl0 ocmy 0e3
OCJIO)KHEHUH.

C 4 Mec peuuIuBHPYIOT OOCTPYKTHBHBIE OpPOHXUTHI, MPOTEKABIIHE C IUTEIbLHBIM
cyodedbprmmureToM. B MeXpenuauBHBINA TEPUOJ] MTIEPUOTUIECKU OSCTIOKOMIT TMTOBBIIICHUE
Temneparypsl a0 QeOpmibHbIX 1Hpp. B 9 Mec mnomydanm snedeHue MO TMOBOLY
O0akTepuanbHOTO DJHAOKAPAWTA, MEAUACTHHAIBHOM JIUIOMBI, AUCTPOPUU 1O THITY
runorpodun, paxura 2, KaTapalibHOro OTUTa, OpoHxHTa. bbula auarHocTupoBaHa
WH(DEKIMs MOYEBBIBOAIINX MyTei. bbuta BEIsIBIEHA MOAKOBOOOpa3Has MOYKa, YABOCHHUE
YJIK cnesa. beut yrounen nuarao3 BIIC. B ananu3ze kana BeicestHo 24 000 kosoHMHM TpuOOB
pona Kanmuna, mporeii. B 3 roma 11 mec mepeHec canbMOHENIE3, IMOCIE YEro
chopMupoBaCcs XPOHUYECKHI DHTEPUT C YaCThIMH OOOCTPEHHSIMH, AHcCaXapuiHas
HEJI0CTAaTOYHOCTh, BO BpeMs KOTOphIX jeuriicss B HUM neTkoit racTpo3HTEPOIOTHH.

B 5 net onepupoBan, npoBeneHa ypaHOIUIacTHKa. 3aTeM npoBeaeHa miactuka BIIC.

B oraenenun remaronoruu ObLI TMOCTABJICH JWArHO3: ayTOMMMYHHAs T€MOJIHTHYECKas
anemusi. BIIC. Bpoxnennas aHoManusi pa3BuTus modek. Penuagusupyromue OP3,
JApUHTOTPAXCOOPOHXUTHI, peMHCCHs. Pe3unyanbHO—OpraHUYecKoe TMOpaKeHUe IIHC,
CHUHJpPOM THIEPBO30YAMMOCTH, 3aJiep>KKa IICUXO — PEYEBOT0 Pa3BUTHSL.

OcMoTp aneproyiora: XpOHUYECKUN JaPUHTOTPAXEUT

Ocmotpe ¢rTu3marpa: mpodba MaHTy OTpuUIAT, AaHHBIX 3a TyOepKyne3 J/y3JoB JIEBOM
MOJIMBITIIEYHOU 00JIaCTH HET.

OcMoTp oOHKoOJIOTA: Ha 6 CYTKH TIOCJI€ OTKPBITOM OWOICHH TOIMBIIIEYHOTO JI/y3J1a
MPUIYXJIOCTh 32 CUET CKOILJICHUS JINKBOPA.

V31 BUIOYKOBOM KEJI€3bl: CTPYKTYPHBIX U3MEHEHU HE BBISIBIICHO.

VY31 n/y3noB: sxorpadguueckre MpU3HAKU YBEIMYEHUS JI/y3J0B IIEH M IMOIMBIIICYHOM
obrnacTH.

VY31 opraHoB OpIONIHON MOJOCTH: CIFICHOMEranus, (PMKCUPOBAHHBIN MEPerud >KeTIHOrO
My3bIps, MOAKOBOOOpa3Has MOYKa.

PentreHorpamMmma TpymHOW KJIETKHA: 0€3 JOMONHHUTEIBHBIX TEHEH, JIETOYHBbIC IO
BO3/YILIHBI.

Buorncust mogMeIeqHOro J1/y3ma: peakTUBHAs (POJUTHKYISIpHAS] TUTIEPIIIa3Us.
TpenanobunTar rpeOHs MOAB3AOIMIHON KOCTH: KapTHHA TUIIEPIIIIa3uK KOCTHOTO MO3Ta.
MuenorpamMmmMa:  KOCTHBIM ~ MO3T  YMEPEHHO Oorar  KIETOYHBIMH  JEIMEHTAMH.
I'panynouuTapHbiii poCTOK CHIKEH. OTMe4aeTcsi HapylIeHUE CO3pEBaHUS HA CTaIuM
obOpaszoBanusi ¢/ HeHTpodmioB. OTHOCUTEIHHOE KOIHYECTBO JTUM(MOIMTOB CHHKEHO.
KonnyecTBo MerakapuouuToB CHUXKEHO.

Pe3ynbraTel TOMOTHUTEILHOTO O0CIEIOBAHNS:

AHTHTENA K TPaHYJIONUTaM ayTOMMMYHHbBIE, aJUIOUMMYHHbIE HE OOHAPYKEHBI.

AHTHTENa K TUM(OIUTaM ayTOMMMYHHbBIC, aJUIONMMYHHBIE HE O0HAPYKCHBI

Antutena k neHarypupoanHoit JIHK orpunar

O6mmit ITE 14 ME/mn, 1gG 4,0 -14 v/n, IgA 2,13 — 1,63 v/n, IgM 0,8 — 2,0 t/n




20

[IpoBeneno neuenue: ummyHornoOynua B/B Ne 10. [Ipu BBepeHMH HMMYHOITIOOYyIMHA
OTMEUAJIOCh TOSBICHUE KPANWBHUIIBI, KOTOpas KyIMHPOBAJIach TOJIBKO IOCIE BBEICHHS
aMUHOKAIPOHOBOM KHUCIIOTHI, TaK KakK MPeIHU30oH B/M sddexra He nan. Ludpan,
nudirokan, kinadopaH, aMUKaAIlMH, HU30PaJl, MYJIbMUAKOPT.

[TocraBbTe MpeaBapHUTEILHBIN AHATHO3 ¢ 000CHOBAHHEM

(@]

['unokanpuyeMusi, BpOXKICHHBIH NOPOK CEpAlla, U XapaKTEPHbIE YEPTHI JIMLA [TOMOTaoT
3am003PUTh CUHIIPOM JIeJICIIUU 22-1 XPOMOCOMBI B HEOHATaJIbHOM MEPUOJIE.

VY JlaHHOrO MNalMeHTa CyJOpOTM OTMEYAJIMCh TOJBKO B IEPUOJE HOBOPOXAEHHOCTH, HO
BIIOCJICJICTBUU OH HAOJIOJANCs Y HEBPOJIOTa C pe3uayaJbHO—OPTaHUUYECKUM OpaKEHUEM
I[HC, CUHJPOMOM THIIEPBO30OYAMMOCTH, 3aJI€PKKOM ICUXO — pPEUYeBOr0 pa3BUTHUSA, YTO B
COBOKYMHOCTH C IPYTUMHU CUMIITOMAMH XapaKTEepHO ISl JAHHOTO UMMYHOAe(UIIUTA.
Hanuuue BpOXXIEHHOTO MOpOKa cCepilla CBUICTENBCTBYET O Je(eKTe 3aKJIaIKU ISTOTO
»KaOepHOTO KapMaHa.

[Topoku pa3BUTHA TULEBBIX CTPYKTYpP (YAJIUHEHHOE JINLIO, MUKPOTHATHS HJIM PETPOTHATHS,
HIMPOKasi TEePEeHOCHIIa, MEJIKUEe 3yObl, aCHMMETpHUs JIMLa MpHU Ijlaue, OMYyIIEHHbIE BHU3
YIOJKA pTa — «pbIOMA poT», TIIa3HOW THIEPTENOPU3M, HHU3KO IOCAXKECHHBIE H
nehopMUpOBaHHBIE YIITHBIE PAKOBHHBI), BPOXKICHHASI pacilieliiHa TBEPAOTro U MITKoro Heba
SBIIIOTCS PE3YIBTATOM Je(eKTa 3aKIaAKH IIEPBOTO U BTOPOTO kKaOEepHBIX KapMaHOB.
Hanuure MHOTOYMCIIEHHBIX YPOJCTB (HEMOIHAS CUHIAAKTIUINS 3 U 4 maibIeB JIEBOU CTOIIHI,
nojKoBooOpa3Has nouka, yasoernne UJIK ciea) Taxxe CBUIETENBCTBYIOT O T€HETHUECKOM
nedexre.

HmeeT MecTo Takxke 3a/1ep>KKa HE TOJIBKO ICUXOMOTOPHOTO, HO M (PU3UYECKOTO Pa3BUTHSL.
KinHndeckue nposiBICHUS HMMYHHOM HEIOCTAaTOYHOCTH — TSDKENbIe, CKJIOHHBIE K
XpoHHU3auu (6aKTepruaIbHbINA SHIOKAPIUT, PEIUINBUPYIOLINE 0OCTPYKTUBHBIE OPOHXHTHI,
XPOHUYECKUHN JaPUHTOTPAXCUT, XPOHUUCCKUA YHTEPHT).

AytouMMyHHBIE 3a0ojeBaHHs (y NAHHOTO MAalMEHTa ayTOMMMYHHash TeMOJUTHYECKas
aHEMHs) Pa3BUBAIOTCS B PE3yabTaTe 3aJepKKU CO3PEBaHUS M Pa3BUTHS PETYIATOPHBIX
¢ynkumii T-KI€TOK, 4TO MPUBOJUT K MOSBICHHUIO ayTOPEAKTUBHBIX T- TUM(POIHUTOB.
Takum 00pa3oMmM, HWMEET MECTO TMEPBUYHBIN, MNPEUMYIIECTBEHHO T-KJICTOYHBIN
UMMYHOJE(DULIUT: CHHIPOM Jeneuun 22-ii xpomocomsl (cunapom Ju Jxopmxu). BIIC.
Bpoknennas pacmieniHa TBEpAOro  MATKoro HeOa. AyTOMMMYHHasi TeMOJIUTHYEcKas
aHeMusd.  XPOHHUUYECKUH  JIApUHTOTPAXEUT.  XPOHUYECKUH  DHTEPUT.  3aiepiKKa
IICUXOPEYEBOIO PAa3BUTHSL.

[To- BuAUMOMY, UMEET MECTO HEmoNHas (opMa CHHAPOM AeNeruu 22-i XpOMOCOMBI, TaK
KaK CYIOpPOTH IIOCI€ MNEPUOoJa HOBOPOXKIACHHOCTH HE MOBTOPSIUCH. TeM He MeHee,
HEOOXOAMMO J000CIeI0BaHUE C LIETbIO BBISBICHUS MOPAXKCHHS MAPAIIUTOBUIHBIX XKele3
(ucciienoBaHue ypOBHS MapaTTOPMOHA, YPOBEHb TOPMOHOB IIUTOBUAHOMN KeJIe3bl, YDOBEHb
MOHU3UPOBAHHOI'O KaJbIIHA).

Takxke HOaHHOMY MalMEHTY HEOOXOIUMO HCCIEAOBaHME IOKazareieil KIETOYHOIo
MMMYHHUTETA, a TAKXE YPOBHSI NMOCTBAKLMHAJIBHBIX aHTUTEN. OKOHYATEIbHBIM IHUarHo3
MOKET OBITh MOCTaBJIEH TOJIKO MOCJE MPOBEIEHUS T'€HETHUUECKOro o0cienoBaHus (TecT
meTonoM duryopectienTHor rubpunmsanueit in situ (FISH) ¢ JJHK-3omgom TUPLE 1
(HIRA), oOHapyxeHHE JIOKYyCOB C OTCYTCTBHEM T'€HETHUYECKOTr0 MaTepuaja METOJOM
NOJMMMEPAa3HOM  IIeMHOM  peakuMu H  3JeKTpodope3a ¢  TMOMOLIBI0  aHAIKM3a
MUKPOCATEJUINTHOTO MOJUMOpGU3Ma IO OIpeAeIeHHbBIM JIOKycaM, MepeKPhIBAIOIINM
oOmactp nenenuu 22-if xpomocomsl, Mytanuu B rene TBX1
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OOmue NpUHIKIBI Tepanuu cuHapoma Ju Jxopmxmu.

(@]

B HacTosimiee BpeMs HE CyHIECTBYET KypaHTHMBHOW Tepamvu 3TOro CUHApoma. Tepamus
HaIlpaBJICHA Ha KYIUPOBAaHUE OCJIOKHEHHUH, KOTOPbIE BO3HUKAIOT B PAa3JIMYHbIC IIEPUOIBI
)ku3Hu. I[IpoBoautcs koppekumsi BIIC w anomanuii numeBoro ckenera. Tepanwus
AyTOMMMYHHBIX 3a00JIeBaHUN TPOBOJUTCS IO COOTBETCTBYIOUIMM TpoTokonaMm. [lpu
BBIPKEHHBIX HUMMYHOJOTHYECKUX Je(deKTaX IMoKa3aHa 3aMECTHTENIbHAs Tepamnus B\B
UMMYHOIJIOOYJIMHAMH, aHTHOAaKTepHalbHas, AaHTUMUKOTHYECKas, MPOTHBOBUPYCHAS
Tepanusi.

Koppexkius T-KJI€TOUHBIX HAapyHIEHWH M.0. ITOCTUTHYTa HMyTEM Iepecajgku (eTalbHOro
tumyca. Ho npu Hanuuuu TsKeabIX BPOXKACHHBIX TOPOKOB, KOTOPBIE OMPENESIOT IPOTHO3
py JaHHOM 3a00JI€BaHMHU, 3Ta ONEpalys CYUTAETCS HE0OOOCHOBAHHOM.

Hyxnaercs 7nu manueHT B JAWCIAHCEPHOM HAOMIONEHWH, B COLHAIBPHOU U
TICUXOJIOTMYECKON peaduIuTaum?

7

YacToTra MOCemeHHs] TOTO WJIM WHOTO CIICIMATUCTa M YacTOTa aHAIM30B 3aBHCHT OT
KIIMHUYECKUX HpO}IBHeHHﬁ JAaHHOI'O0 CHUHApOMA. O,Z[HaKO rogoBasg AUCIIAHCCPpHU3ALUA
HeoOXxomuMa Il KOHTPOJIS WHQEKIMOHHON 3a001eBaeMOCTH, HMMYHOJIOTHYECKUX
nokasaresei u GyHKIIMH OCHOBHBIX CHCTEeM opranu3Ma. Hanbonee 3HaunMbIie TpoOIeMbl —
MCUXUATPHUICCKOI'0 IIJIaHaA. HaI_II/IeHTBI Ha6J'IIOI[aIOTC$I C JUAarHo3aMmn <«IICHXO03» HJIN
«MU30PPECHUS», «ICTIPECCUs», «OUTONSAPHBIA CHHIApPOM». Tepamus B OOJBIIMHCTBE
ClIydacB HC OTIIMYACTCA OT TaKOBOU OT OGBI‘IHBIX JIIOI[GI‘;I, OJHAKO Yy HAaHHBIX MMAIUCHTOB
00JIbIIIe BBIpaXXeHA PE3UCTEHTHOCTh. ECM MMeeT MeCTO TUIOKaIbIUEMHUs, TO OHA JJOJDKHA
OBITH CKOPPEKTUPOBAHA, TAK KaK OHA CAMOCTOSTEIILHO MOXKET CIIPOBOIIMPOBATH 000CTPEHUE
ncuxo3a. YMCTBEHHOE pa3BUTHE M IICUXHYECKHE OTKJIOHEHHS OMpPEIENSIIOT BBIOOD
npogdeccuu.

I[OKa)KI/ITe H€O6XO,Z[I/IMOCTB TCHCTHUYCCKOI'O KOHCYJIbTUPOBAHUSA CCMbU

(@]

N3BecTHBIM (haKTOPOM pHICKa SIBISETCS HAIWYUE OJHOTO W3 POAMUTENEH C CHHAPOMOM
nenenun 22-ii XpoMOCOMBI, TaK KaK HaclleJOBaHUE SIBISIETCS ayTOCOMHO-TOMHUHAHTHBIM.
CnenoBarenbHo, 50% BepoATHOCTH TOrO, 4YTO mHaroyorus Haciaeayercsa. llpu 3Tom
00Hapy»KeHO, YTO Y MMOTOMCTBA CUHAPOM OoJiee BhIpaXKeH, YeM y POAUTEN. bolbIIMHCTBO
CIy4aeB C CHUHAPOMOM Jiefleluu 22-i1 XpOMOCOMBI HOCUT CHOPAJAMYECKHN Xapakrep, U
(bakTOpHl prCKa HEU3BECTHBI.

[IpenaranpHas MUarHOCTUKAa HEOOXOMUMA, €CIIM OWH U3 POJUTENICH MMEEeT nenenuto 22
XpoMOCOMBI, Tak kKak B 50% ciyyaeB marojiorusi Hacienyercss ¢ Oojiee BbIpaXKEHHOU
TSXKECTHIO.

IIpoBoautcs FISH-nnarnoctuka npu BeIMOJHEHUH aMHHOIIEHTE3A.

JlaiiTe peKOMEeHJaluK 110 BaKIIMHALIMK JAHHOTO MMal[MEeHTa

(@]

[TpoTrBOIOKa3aHO MPUMEHEHHUE KUBBIX OAKTEPHAIBHBIX U BUPYCHBIX BaklMH. [lockonbKy
YPOBHH aHTUTE HOPMaTbHbIE WK MOBBIIICHBI, TH MAIIUEHTH MOT'YT OTBEYATh BEIPAOOTKON
AQHTUTE] Ha BBEJECHUWE HHAKTUBUPOBAaHHBIX BakuMH. [loaToMy, eciau He Tpebdyercs
MPOBEICHUE TMOXKU3HEHHON 3aMECTHTENIbHOH WMMYHOTEpanmuu IpemapataMd  B/B
MMMYHOTJIOOYJIMHOB, BaKIIMHAIUSA 11esiecooOpa3Ha npoTtus nommomuenurta (UI1B), mpotus
THEBMOKOKKOBOW MH(pekuu (13 — BaneHTHast KOHBIOTUPOBAaHHAs BaKIIMHA, Yepe3 2 Mec —
23 — BaJleHTHas NOJIMCaXapuJHas BaKIMHA C TOCICAYIONEeH peBaKIMHAIIMEH), TPOTHB
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rpurnma ¥ T.71. [1o snuamokazanusM BMECTO KUBBIX BAKIIMH MPUMEHSIETCS UMMYHOTJIOOYIIHH.
PexomeHn0BaHa BaKLIMHALMS CEMEWHOTO OKPYXEHUS (KUBYIO MOJMOMHUEIUTHYIO BaKIIMHY
3aMEHHUTh HA HHAKTUBUPOBAHHYIO).

4.3. Bomipocs! miist cobecenoBanus 1yist onieHku komnereniuid YK-1, YK-2, YK-3, T1K-1 ITK-2
[IK-3 [1K-4 I1K-6

1. CoBpeMeHHBIE MOJIEKYISIPHO-TEHETHICCKNE METObI HCCeqoBaHuM ((hparMeHTapHbBIN
ananms, ououutnsl, [1L{P, cekBenupoBanue JIHK u mpou.).

2. MonekynsipHO-TeHeTHYeCKas TUarHOCTHKA BPOXKJACHHBIX OIIMOOK HMMMYHUTETA.

3. MoHoreHHbIe (HOPMBI BPOXKIEHHBIX OMMOOK UMMYHHUTETA.

5. Conep:kaHne OLEHOYHBIX CPEICTB MPOMEKYTOYHOM aTTeCTAIUI

[IpoMexxyTouyHas arTecTanusi IPOBOJAMTCS B BUJE 3a4€Ta.

5.1 TlepedyeHb TECTOBBIX 3aJlaHUNl M WHBIX MAaTEPUAIOB, HEOOXOIUMBIX ISl OIEHKU
3HAHWW, YMEHUI, HABBIKOB 1 OTIBITA AESATEIbHOCTH: TECTOBBIC 3aJIJaHHS 110 pa3eiaM TUCIUIIINHEI.

5.1.1 TecToBble 3a1aHus K 3a4€Ty MO JUCHUIUIMHE «[ €HeTHYecKasi AMarHOCTUKA B
UMMYyHosIorum» 1s oleHku komrnerenuuit YK-1, YK-2, VK-3, [1K-1 [1K-2 [1K-3 [1K-4 [1K-6:

1. [TauneHTy Myxckoro nosa 6 mecsues ¢ nogo3peHuem Ha X —cuemiennsii TKMH
HE00XO0IUMO MPOBEJIEHUE T'eHETUUECKOro uccienoBanusi. HazoBure reubl, MyTalui KOTOPBIX
IPUBOJAT K Pa3BUTHUIO JaHHOM (hOpMBI IEpBUYHOTO MMMYyHOAeuuTa (Beibepure
HECKOJIBKO npaBuiibHBIX OTBETOB)

1) RAGI

2) RAG2

3) BTK

4) ADA

5) STAT3

6) MHC II

7) IL2R*

2.V neBOUYKH 5 MECALIEB ¢ NOPAXEHUEM KOXHU B BUAE IPUTPOJIEPMHH, KOPOUEK HAa BOJIOCHUCTOU
YaCTH TOJIOBBI, TSHKEIOW MTHEBMOHMEH, TMMQoaneHonaTuen, 303uHOPUITHEH,
TUIIOraMMarjio0yIMHEMHUEH, pe3kuM cHuxkeHueM ypoBHs CD3+, CD19+ - Heo6xoanmo
IPOBE/IEHUE FeHETHYEeCKOro uccnenopanus. Kakue rensl Hac Oyayt nntepecoBats? (BriGepute
HECKOJIBKO npaBHJIbHBIX OTBETOB)

1) RAG1*

2) IL2R

3) NBS

4) RAG2*

5) Artemis*

3. ¥V pebenka 4 mecsiteB ¢ pe3kum aeduiurom maccsl Tena, BIDK-undexnueit, maeBMonuei
HE00X0IMMO MOI03pEBaTh

1) TsDKETyr0 KOMOMHUPOBAHHYIO MMMYHHYIO HEJOCTAaTOYHOCTh *

2) cunnpom Buckorra-Onapuua

3) X-cueneHHbli auMdonponrdepaTuBHEINA CHHAPOM

4) cunapom Huiimeren

5) 6one3ns bpyrona
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4. HABOBUTE OBA3ATEJIBHOE YCJIOBUE I[1PU ITPOLUEAYPE 3ABOPA MATEPUAJIA
JUISI MOJIEKYIJISIPHO-TEHETUYECKOI'O UCCJIEJJOBAHUA

1) AHanmu3 caeTcst CTPOro «HATOIIAK

2) Marepuain 3a0upaeTcst B 0IHOPa30BbIe MPOOUPKH OJHOPA30BBIM HHCTPYMEHTOM ™

3) Marepwuain 3abupaercs B CTEpUIbLHBIE TPOOUPKHU

4) MatepuanoM Ui UCCIIEI0BAHUSA MOKET CIYUYUTh TOJIBKO KPOBb.

5. KAKUE METO/Ibl IPEHATAJIBHOM JUATHOCTUKHN OTHOCATCS K JTHK-
JUNATHOCTUKE (B03MOXHO HECKOJIHKO BAPHAHTOB MPABMIIHHBIX OTBETOB)

1) Kapuorunuposanue

2) MukpoMaTpuyIHbIA aHATN3*

3) I1p*

4) HUIIT*

5) buoxumuueckuii CKpUHUHT

6. X-ClenIeHHbII JOMUHAHTHBII TUI HACJIeJ0BaHUs (BHIOEPUTE HECKOIBKO OTBETOB):

1) BapHaHT CLEIICHHOTO C T0JIOM HACJIE0BaHUs PU3HAKOB (3a00JI€BaHUI ), CBSA3aHHBIX C
MYTaIMsIMU B T€HAX, PACIOJIOKEHHBIX Ha X-XpoMocome™

2) MyK4MHa C TAKUM NMPU3HAKOM (3a00J1€BaHNEM) TIepeaacT Ae(hEeKTHBIN T'eH BCEM CBOMM
nouepsm™

3) MyxuuHa C TAaKUM MPU3HAKOM (3a00JIeBaHHEM) TTepeaacT AePEKTHBINA T'eH BCEM CBOUM
CBIHOBBSIM

4) MyX4nHa ¢ TaKUM Tpu3HaKoM (3a0oeBaHneM) He Tiepenact AeeKTHBIN IeH BceM
CBOHMM CHIHOBBSIM U JJOUEPSIM

7..X-CUEIJICHHBIN pelleCCUBHBIA TUIT HAaceA0BaHUs (BRIOEPUTE HECKOIBLKO OTBETOB):
1) BapumaHT CIEIJICHHOTO C ITOJIOM HAclIeIOBaHUs MMPU3HAKOB (3a00JIEBaHMI1 ), CBSI3aHHBIX C
MYTaIFsIMH B T€HAX, PACIIOIOKEHHBIX Ha X-XpoMocome™
2) MyxurHa ¢ TaKUM MpU3HAKOM (3a00sieBaHuEM) TiepenacT AeheKTHBIM I'eH BCEM CBOUM
nouepsm™

3) MyxuuHa ¢ TaKiUM MPU3HAKOM (3a00J1eBaHieM) TiepeaacT Ne(eKTHBIN TeH BCEM CBOUM
CBIHOBBSIM

4) Myx4MHA C TAKUM TIPU3HAKOM (3a00JIeBaHHEM) HE TIepenacT 1e(eKTHBINA TeH BCeM
CBOHIM CHIHOBBSIM H JIOUEPSIM

5) JKenmuHa nepeaact AeQEeKTHYIO KOMHIO reHa cBouM jouepsim B 50% cimydaeB™

8, Bpoxxnéunbie 3a0oseBanus (BHIOEPUTE HECKOIBKO OTBETOB):
1) OoJyie3HM U MOPOKU PA3BUTHS, HMEIOIINECS Y YEIIOBEKA yiKe TIPH POKICHUH
2) HacJCJCTBCHHBIC 3a00J€BaHHS *
3) nedexTh HHANBUIYATLHOTO BHYTPUYTPOOHOTO pa3BUTHS™
4) TOJNBKO HACJIC/ICTBCHHBIC JehEKTHI

9. 'enernyeckoe 3abosieBaHme (HACIEACTBEHHOE 3a00IeBaHue) (BBIOEPUTE OJIMH MU HECKOIBKO
OTBETOB)

1) cocrosiHue, BI3BAaHHOE U3MEHEHHEM B XPOMOCOMAX

2) COCTOsIHME, BEI3BAHHOE N3MEHEHUEM B I'eHaxX

3) MOXeT HaclieIoBaThCs U3 TTOKOJICHHUS B ITOKOJICHHUE

4) MOXET BO3HUKATh B KJIETKAX 3apOABILICBOMN JIMHUI

5) MO’XeT BO3HUKATh B 3UTOTE
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MOKCT BOSHUKATh HA OUCHb PAaHHUX 3Tallax pa3sBUTHA
BC€ OTBCThI HpaBI/IJ'IBHBIe*

Jleneuus — 3To:

1))
2)
3)

COCTOAAHHUEC, BbI3BAHHOC U3BMCHCHHUECM B XpOMOCOMaX
yAaJIeHHe OHOTO WM 00Jiee HYKJICOTHIOB B mocieaoBarenbunoctn JJHK*
yAaJICHHE OHOTO WM 00Jiee HYKJICOTHIOB B mocieaoBarenbHoctn PHK

Kommayn-rerepo3urora (qBoitHas TETEPO3UTOTa, TeTePOATIICIIbHAS KOMOUHAITNSA) ATO:

)]
2)
3)
4)

OpraHu3M, HECYIIUH OJTHOBPEMEHHO JIBE pa3Hble MyTalllH B OJHOM U TOM K€ reHe™
JIBa OpraHKU3Ma, HECYyIue OJJHOBPEMEHHO JIBE€ Pa3HbIe MyTallUU B OJTHOM M TOM K€ T€HE
OpraHu3M, HECYIIUH OJTHOBPEMEHHO TP pa3HbIe MyTAIllUU B OJTHOM U TOM € I'eHe
OpraHu3M, HECYIIUN OJTHOBPEMEHHO YEThIpe pa3Hble MyTalliH B OJTHOM U TOM K€ T€HE

PeGeHok sBIsIeTCSl KOMIIAYH/I-TETEPO3UTOTOM, €ciii (BhIOEpHUTE HECKOIBLKO OTBETOB):

1)

2)
3)
4)

poauTen 00JIBHOTO peOeHKa HECYT pa3Hble MyTallH B OJTHOM M TOM ke rexe (alal x
a2a2), *

pebenok umeet Habop ala2*

pebeHok umeet Habop a2a2

pebenok umeet Habop a2al

MaskopHble MyTaliH (BBIOEPUTE HECKOIBKO OTBETOB):

1))
2)

3)

HanboJIee YacTo BCTPEUYAIONINECS MyTAllHi KaKOTO-TM00 TeéHa B KOHKPETHOU
MOMYJISIIAn ™

Ma)XOpHBIE MYyTaIli{ O3BOJISIOT 1poBoauTh JJHK-auarnoctuky 6onpmimHCTBa
o0crenyeMbIX JIFo/Iel U3 JaHHOU MOomyasuu ™

Han0oJiee YacTO BCTPEUAIOIINECS MyTaIliH KaKOTO-THO0 TeHa BO BCEX MOMYJISAIIHIX

Mukpozenenus 3T0 (BBIOEPUTE HECKOIHKO OTBETOB):

)]
2)
3)
4)
5)

MOTepsl MAJIEHBKOI'O Y4acTKa XpOMOCOMBI ™

MOTEpsl MAJIEHBKOT'O y4acTKa reHa

BBI3BIBAIOT ClIEU(PHUECKHE TeHETUYECKUE CUHIPOMBI ™
MOTYT BBI3bIBAaTh HApyIIEHUs B pa00Te NMMYHHON CUCTEMBI™*
MOTYT BBI3bIBAaTh HapyILIEHUs B pab0Te IbIXaTEIbHOM U CepIeYHO-COCYAUCTON CUCTEMbI*

MoHoreHHOe 3a00JIeBaHUE ITO:

1)
2)

3)

HaCcJIe/ICTBEHHOE 3a00JIeBaHNE, BEI3BAHHOTO MyTallleH WM U3MEHEHUEM
nocienoBareabHocTu JIHK omxHoro rena*

HacJe/ICTBEHHOE 3a00JIeBaHuUEe, BEI3BAHHOTO MyTanuei nocnenosarensHoctu JJHK
OJIHOTO I'eHa

HacJe/ICTBEHHOE 3a00JIeBaHNe, BEI3BAHHOTO H3MEHEHUEM rocienoBarenbHocT JJHK
OJIHOTO I'eHa

IToaxHorenomuoe CCKBCHHUPOBAHUC 3TO:

1)

2)

aHanmu3 Bcell mocnenoBarenbHocTu reHoMHoM JIHK kieTku 3a oqun pas,
oOecrieunBaroInii HanboJee MOTHYIO XapaKTEePUCTUKY reHoMa™

aHanu3 Bcell nmocnegoBarenbHocTu reHoMHoM PHK kiietku 3a oaus pas,
obecrieunBaroNIuii HanboJee MOJHYIO XapaKTEPUCTUKY TeHOMA
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3) aHanu3 Bceu nocnenoBaTenbHocTH reHoMHoM JIHK kieTku 3a HeckoJIbKO uccieI0BaHu,
obecrneunBaroIINii HanboJee MOJHYI0 XapaKTePUCTUKY TeHOMA

Penkoe (opdannoe) 3aboneBanue 310 (BhIOEPUTE HECKOJIBKO OTBETOB):

1) yrposxatomiee XH3HH U 3J0POBBI0 XPOHUYECKOE 3a00JIeBaHKE, KOTOPOE PEIKO
BCTpEYAeTCs B MOMYJISIIUN HaceleHus (CTaTuCcTudecku peakoe - 1: 2000 nacenenus)™*

2) sBIsAETCA XPOHHYECKUM >KH3HEYTPOXKAIOITUM *

3) BBI3BIBAIONIMM WHBAIMIN3UPYIONINE paccTporcTBa™

4) TpebyeT I CBOETO JIeUEHHUS CrielMPpUIeCKre CpeacTBa™

5) He UMeeT I CBOEro JIeUEHUs Crienn(PpruiecKue cpeicTpa

CexBennpoBanue 1no CaHrepy 3To:

1) Merox cekBeHHpPOBAHUS (OMpPEIEICHUS MTOCIeI0BaTeIbHOCTH HyKIIeoTH10B) JJHK™*

2) MeToJ CEeKBEHHUPOBaHUs (OMpeeNeHus MOCIe10BaTeIbHOCTH HyKieoTu10B) PHK

3) meTon cekBeHUpoBaHUs (ompeaeneHus nocienoBarenbHocTH HykieoTuaoB) JJHK u PHK

®eHoTHI 3TO (BbIOEPUTE HECKOIBKO OTBETOB):

1) COBOKYIHOCTH BCEX BHEUIHHX M BHYTPCHHHUX MPH3HAKOB U CBOMCTB OpraHU3Ma, KOTOpPbIC
OTIPENIENISIOTCS TEHOTUIIOM U YCIIOBUSIMH BHEIIHEH Cpeibl™

2) W3MEHEHUs T€HOTHIIA HE BCETJa MPUBOAAT K M3MEHEHHAM (eHoThuna™*
M3MEHEHUs (DeHOTHITA He BCET1a 00yCIOBICHBI H3MEHEHUSIMH reHoTHIa™
M3MEHECHHsI TCHOTHITA BCEeTa MPUBOAST K U3MEHEHHUSM (DEHOTHUTIA

20. He#itponienwusi, acconunpoBannas ¢ runonurmenranueit (Beioepure HECKOJIBKO
IMpaBUJIbHBIX OTBeTOB)

1) ummyHHas HeHTponeHUS

2) cunnpom Yenuaka—Xurarmu*
3) BpoXmeHHBIIT quCcKepaTo3*
4) cunapom I'pucremnn Tum 2*

21.Kakoii TUII HacJae10BaHUs TSKEION BpOXKIEHHONW HENTPONEHUH ITPU MYTallMU B T€HE
ELANE?

1) X-cueruieHnsrit
2) ayTOCOMHO-PELIECCHBHBIN
3) ayrocoMHO-JOMHHAHTHBIN*

22. 1715 CIOHIUIOX OHAPOANCIUIa3uU ¢ UMMYHHOU nusperyisnueit (SPENCDI) xapakrepHo
HacJe0BaHUE 110

1) ayrocoMHO-ZOMUHaHTHOMY THITY
2) X-CIEMICHHOMY PELeCCHBHOMY

3) X-cremneHHOMY TOMHHAaHTHOMY
4) ayTOoCOMHO-PELICCCHBHOMY THITy*

23. Jlnsa CuHrieroH-MepTeH cuHApOMa XapakTepHa MyTalus B TeHE
1) PSTPIP1

2) IFIH1*

3) ILIRN

4) SH3BP2
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24. lns CunrineroH-MepTeH CUHAPOMAa XapaKTEpHO HACJIEI0BaHUE 110
1) ayrocoMHO-1OMUHAHTHOMY THITY™*
2) X-CIEMICHHOMY PELeCCHBHOMY
3) X-cuerieHHOMY JOMHHAHTHOMY
4) ayToCOMHO-PELIECCUBHOMY THITY

25. lna Aiikapau-I'yTbepec CMHIApOMa XapaKTepHO
1) xapauomuonaTus
2) UPUIOLMKIUT
3) remaromeranus
4) mporpeccupyrouas sHIedaronarus*

26. I[Ipu MarHUTHO-pE30HAHCHOM ToMoTrpaduu s Alikapau-I'yTbepec CHHAPOMA XapaKTEPHO

1) orek mosra

2) KUCTBI

3) arpodust MO30IHCTOrO TeIa

4) KaJIbIIM(UKATHI 0a3aTbHBIX TAaHTIINEB™

27. Nns STING-acconmmupoBaHHOM BaCKYJIOTMATHH C 10I0TOM B MJIAJCHYECKOM BO3PaCTe
XapaKkTepHO HACIEOBaHUE 110

1) X-crenjaeHHOMYy TOMUHAHTHOMY

2) ayTOCOMHO-PELIECCUBHOMY TUITY™*

3) X-crenjieHHOMY PEIeCCUBHOMY

4) ayTOCOMHO-IOMUHAaHTHOMY THITY

28. lnsa cunnpoma Hakalio-Hummmypa xapakTepHO HaclieZJOBaHHE 110
1) X-crenjaeHHOMYy TOMUHAHTHOMY

2) ayTOCOMHO-PELIECCUBHOMY TUITY™*

3) X-CcremnjieHHOMY PEeIeCCUBHOMY

4) ayTOCOMHO-IOMUHAaHTHOMY THITY

29. KOPPEKIIMA UMMYHOJIOTMYECKOI'O JE®EKTA BO3MOXHA ITPA
[TPOBEJIEHMU:

1) TpaHCTIIAHTAIIMM TEMATOIOATUYECKUX KIETOK ™

2) 3aMEeCTUTENBHOM Teparuu mpenaparaMmu

3) IMMYHOTTIO0yTHHOB

4) Tepanuu aHTHOAKTEpUATILHBIMU TIpeTnapaTaMu

UMMYHOCYIIPECCUBHOM Tepanuu

30. IMATHOCTUYECKHUE KPUTEPUM HACJIEACTBEHHOI'O
AHTUTI'OHEBPOTHUYECKOI'O OTEKA, BBI3BBAHHOI'O JED®UILIUTOM C1-
HHI'MBUTOPA BKIIFOYAKOT PEHUIMBUPYIOIMUE OTEKW TOPTAHU, A TAKXE:
1) HeBocIIaTUTENBHBIC TOKOXKHBIE OTEKH 0€3 KParmMBHULIBI, 00JIb B KHUBOTE™

2) HEBOCTIAIUTENBHBIE TIOKOKHBIE OTEKU C KPAMBHUIICH, OOJU B CyCTaBax

3) HEBOCTIATUTEIILHBIC ITOJKOKHBIC OTCKH C KPAITMBHHIICH, OOJIH MPH JIBIXaHUH

4) HeBOCHAIUTEINIbHBIC TIOJKOKHBIE OTEKU C KpAalMBHUILIEH, FOJIOBHBIE 00N
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31.®enotun curapoma OMEHH CBsI3aH ¢ MyTaIMsIMU B claeAyomux reHax (Beioepure
HECKOJIBKO npaBHIbHBIX OTBETOB)

1) DNA Ligase IV

2) Artemis*

3) NBS1

4) STAT3

5) RAGI/RAG2*

32. ns pannei nuarnoctuku TKUH ncnonb3yroT ciienyromme TecThl
(Bei6epure HECKOJIBKO npaBuiIbHBIX OTBETOB)

1) ompenenenue ypoBusi KREC*

2) XeMUITIOMUHECIICHIIHS HeUTpo(uIon

3) onpenenenue ypoBHs TNF-a

4) onpenenenue yposusa TREC*

5) u3MepeHne KOHIIEHTPAIUH CHIBOPOTOYHBIX HMMYHOTJI00YIUHOB

33. s KakuX UMMYHOZIE(UITUTOB XapaKTEPHO NOPAKEHUE KOXKHU ?
(Beibepure HECKOJIBKO mpaBuibHBIX OTBETOB)

1) X-cruemneHHsnid auMdornponaudepaTuBHBIA CHHIPOM

2) X-crerieHHas araMMaryio0yJTnHEeMHUs

3) cunapom JduJlxopmku

4) Tspxenas KOMOMHUPOBAHHAS KMMYHHAasi HEJOCTaTOYHOCTD

5) cunapom Buckorra-Ongpudaa*™

6) ayTOoMMMYHHBII JIUMboTpoardepaTUBHBIN CHHAPOM

7) cungpom OMeHH™

8) Knununueckue nposiBiaeHus X-CLUEIUIEHHONW araMMario0yInHeMIH

34. Knuanueckue nposiBIeHUs X-CIIETIJIEHHON araMMarjioOyTHHEMUN
(Bei6epure HECKOJIBKO npaBuiIbHBIX OTBETOB)

1) alcreccsl nevyeHu

2) peuuauBUPYIOIIUE CUHYCUTHI *

3) peuuANBUPYIOIINE MHEBMOHUU*

4) sHuedalIOMHUETUT SHTEPOBUPYCHOM 3THONIOTHH *

5) uuTOMeranoBUpyCHas UHQEKIUSI

6) peunIUBHPYIOLINE OTUTHI™

35. Knunnueckue nposiBaeHus cuiapoma Hulimeren
(Beioepure HECKOJIBKO mpaBuibHBIX OTBETOB)

1) 3amep)kka yMCTBEHHOTO U (PU3UYECKOTO Pa3BUTHS

2) InuueBble AHOMAJIUHU IO TUITY «ITHYbET0» JInla™*

3) mukpouedanus*

4) mopok cepjua

5) MO3KE4YKOBas aTaKCHs

6) rpyOble YepTHI IHIIA

7) mnsATHa «xode ¢ MOIOKOM» Ha Koxe™

36. daTtanbHOE OCIOKHEHUE NPU X-CLEMIEHHOM Tunep-IgM cunapome
1) ckuepo3upyromuii XoIaHruT*
2) oTek ropraHu
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3) SHOOKapauT
4) CMV-unoexus
5) mHeBMOHUH ¢ (OPMHUPOBAHUEM OYILT

37. Kakoii T HacjaeqO0BaHMS XapaKTEePEH JIJIsl HACIEICTBEHHOIO aHTMOHEBPUYECKOTO OTEeKa?
1) AyTocoMHO-IOMWHAHTHBIN*
2) AyTOCOMHO-pPEIIECCHUBHBIM
3) X-CHeruIeHHBIA JOMUHAHTHBIN
4) X-cuerieHHbIN PereCCUBHBIN

38. Hedexrol B rene SERPING1 cBsizaHbl ¢ pa3BuTHEM
1) HacneacTBeHHOro aHTHOHEBPOTHUYECKOTO OTeKa™
2) Cunapoma Buckorra-Onznpuua
3) cungpoma Huitmeren
4) TKHUH

39. Ins cunapoma HuiiMeren xapakTepHa MyTalus B FeHeE
1) PSTPIP1

2) IFIH1

3) ILIRN

4) SH3BP2

5) NBN*

40. Hocutensim mytanTHoro ajiens reHa NBN nokasaHn peryiasipHblii CKpUHHUHT
1) paka MOJIOYHOM Keae3bl*
2) Paka xumeyHuka
3) Paka nerkux
4) Paka maTku

41. Kaxoii THI HaclleIOBaHUS XapaKTepeH JAJIs HaclIeCTBeHHOro 0ose3Hu bpyrona?
1) AyTOCOMHO-IOMHUHAHTHBIN
2) AyTOCOMHO-PELECCUBHBII*
3) X-cueruieHHbIN JOMUHAHTHBIN
4) X-cuereHHbIN peleCCUBHBIN

42. Kaxoii TeH BaKeH JJIs1 IUarHOCTUKU X-CLIIEIEHHON araMMariooynuHeMun?
1) PSTPIP1

2) IFIH1

3) ILIRN

4) SH3BP2

5) NBN

6) BTK*

43. Kakoli TUII HAacIe10BaHUs XapaKTEePEH JUIsl aTaKCUM-TEIEaHT MIKTa3un?
1) AyTOCOMHO-IOMHUHAHTHBIN
2) AyTOCOMHO-PELECCUBHBII*
3) X-cleruieHHbIN JOMUHAHTHBIN
4) X-cUereHHbIN peleCCUBHBIN

44. Kakoil reH BaxkeH 1Jisi JUarHocTuku cuaapoma Jlyu-bap?
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1) PSTPIP1
2) IFIH1

3) ILIRN
4) ATM*
5) NBN

6) BTK

45. Kaxoii THI HaclleAOBAaHUS XapaKTEePEeH JJIs XPOHUUECKOM IrpaHyIeMaTo3HONH O00Ne3HU
(BBIOCPHUTE HECKOIBKO)?

1) AyTOoCOMHO-IOMHUHAHTHBIN

2) AyTOCOMHO-pPEIECCHUBHBIM*

3) X-CIeruieHHBIA JOMUHAHTHBIN

4) X-cluenjaeHHBIA PelecCUBHBIN*

46. IIpobannx —T0:

1) U110, ¢ KOTOPOTO HAUMHAETCS COCTABICHHE POJOCIOBHON IIPU T€HEATIOTHYECKOM aHan3e™
2) 6011bHOM ¢ Op(aHHBIM 3200JIEBaHUEM

3) mauueHT, 0OpaTUBIIMKCS 32 KOHCYJIbTallUeH

47. C yero HaYMHACTCS TUArHOCTUYECKUIN TIOMCK HACIIEICTBEHHOTO opdanHoro 3aboneBanus?
1) nabopaTopHBIii MOMCK OTKJIOHEHHS OT peepEeHCHBIX 3HAaUeHUI MeTaboINTOB

2) ompeaeneHre ypoBHsSI KOHKPETHOTO Oenka

3) IOUCK MOJNEKYISIPHO —TEHETUIECKOT0 AedeKTa

4) BpaueOHas OIleHKAa WHIUBUIYATIHHOTO M CeMEHOTO (heHOoTHMa podanga™

48. Yto He XapaKTEpHO ISl HACJIECTBEHHBIX 3a00JIEBaHHUN C BPOXKJICHHBIMH OITHOKAMHU
MMMYyHUTETA?

1) pemuccus 3aboneBanus™

2) N'enaTomeramnus

3) nuapest

4) runiotpodust

49. B maroreHes pa3BUTHS HACJICACTBEHHBIX Op(aHHBIX 3a00I€BaHU BXOIAT (BEIOCPUTE
HECKOJIBKO):

1) dpaxTOpHI BHELIHEH BpeIbI

2) dopmupoBanue Gperotuna*

3) yuactue Genka B mporieccax Metabonuzma*

4) co3nanne HOBOW T€HETHUYECKON MPOrpaMMbl HACJIEACTBEHHOTO amnmapara B COMaTHYECKUX
W/WIIM TIOJIOBBIX KJIETKaxX opranu3ma*

5) cunTe3upoBaHue Oenka Ha OCHOBE T€HETUYECKON MPOrpaMMBbl™

50. MaccoBoe o0cienoBaHne HOBOPOXKACHHBIX TPOBOAUTCS Ha (BBIOEPUTE HECKOIIBKO):
1) nepBUYHBIE UMMYHOIEHUITUTHI

2) peHunKeTOHypHuIo*

3) BpOXKZIEHHYIO TUC(YHKITUIO KOPHI HAAIMTOYSCUHHKOB™

4) cuanpom Tes-Cakca

5) MykoBUCIIH103*
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51. YcnoBHa Ha Kak¥e TPpyNIbl MOKHO pa3IeiuTh opdaHHbie 3a00IeBaHM?

1) HacnencTBeHHbIe opdaHHbIe 3a00JIeBaHNUS U 3a00JI€BaHNUs, HATIPSIMYIO HE CBA3aHHBIC C
TeHEeTUYeCKUM jedekrom™

2) OHKOJIOTUYECKHE U HACIIEACTBEHHBIE 3a00JIeBaHUS

3) 3a0oneBaHus, HAIPSIMYIO HE CBS3aHHBIC C TEHETUYECKUM J1e(PEKTOM, M OHKOJIOTHUECKHE
3a0oJieBaHus

4) XpOMOCOMHBIE 1 MOHT€HHBIE a00JIEBaHUS

52. HacnencrBeHHbie opdaHHbIe 3a00JIeBaHMS ACTATCS Ha (BBIOEpHUTE HanOOoJIee MOTHBIA OTBET):
1) MOHOTeHHBIE 3a00JICBaHNsI, BEI3BAHHBIC COMAaTHIECKUMHU MYTALUSIMHU

2) MOHOTCHHBIC 3a00JICBaHUS

3) BBI3BaHHBIC COMATHYECKUMH MYTaIIUSIMU H XPOMOCOMHBIE 3200JIeBaHUS

4) 3a00JeBaHNs MOHOTEHHBIE, XPOMOCOMHBIC M BRI3BaHHBIC COMAaTHYECKUMH MYyTaI[USIMK

53. OCHOBHO# METO/ JUTsI BBISIBICHUS XPOMOCOMHBIX aHOMAJTUH:
1) nuToreHeTHUCCKUi *

2) OIM3HEIOBBIN

3) OMoXUMHYECKHUI

4) nepmarorauduueckuit

5) reHeanorudecKui

54. OCHOBHBIM BHJIOM JI€ATEIHLHOCTH MEIUKO-TCHETUYECKOU CITY>KOBI SIBISETCS:
1) mcuxosiorudyeckasi IOMOIIbL MalMEHTaM

2) colanbHas MOMOIIb MalieHTaM

3) cocTaBieHUE POJOCIOBHBIX

4) ropuaudeckast IOMOIIb NalUeHTaM

5) mpodunakTUKa BpOXKIACHHOW U HACIEACTBEHHOMN MaToJoTUn™

55. Yka3owm lIpe3unenta Poccuiickoit @enepaunn ot S ssuBaps 2021 roma Nel6 co3ngan:
1) ®ona «Kpyr mobpan*

2) ®oHA MOIAEPKKH MATOUMYIITHX

3) ®ona pa3BUTHUS COIMATBHBIA WHUIINATHB

56. B cinyuae BBISIBIICHHUS Y TUTOJIa HA CpOKe 110 12 Heaenb 0epeMeHHOCTH MyTalluK/MyTaIlHi,
XapaKTEPHBIX JIJIs1 KOHKPETHOTO MOHOT€HHOTO OphaHHOTO 3a00JIeBaHuUs, HEOOXOAUMO:

1) BBINOIHUTH KAPUOTUIIUPOBAHUE POIUTENIEH

2) coxpaHHUTh OMOMAaTepHal JJisi MOCIEAYIONIETO aHAIN3a

3) peKOMeHI0BaTh MEIUIIMHCKUN abopT*

4) npoJIOHTUPOBaTh OEPEMEHHOCTh

57. B kako#t nepuoJ )Ku3HH 1edroTupyeT opdhanHoe 3a001eBaHue:

1) ne6roT ophanHOrO 3200I€BaHUS MPUXOAUTCS Ha BHYTPUYTPOOHBIN TIEpHO

2) nebroT opanHOoro 3a00IeBaHUS IPUXOAUTCS HA PAaHHUHN IETCKUI BO3pacT

3) ne6rot ophaHHOrO 3a00I€BaHUS IPUXOANUTCS HA MIIQJICHYECKH TEprUo

4) moxet 1e0I0TUPOBaTh ¢ MIIAJICHYECKOT0 TIEpHO/Ia 10 PAHHET O IETCKOro BO3pacTa
5) MoeT 1e0r0THPOBATh B pa3HbIC MEPUO/IBI )KU3HH C MOMEHTA OIIJIOOTBOPEHHS U Ha
MPOTSYKEHUH BCEU JKU3HU
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58. PoacTBeHHUKY NIEPBOM JIMHUK POJCTBA:

1) nuemMsiHHUK

2) 6abymika, qemaymKa

3) Opathsi, cecTpsl

4) orern, MaTh, cUOC, peOeHOK™

6. Kpurepun oneHuBaHus pe3y1bTaTOB 00y4eHUSs

Hns 3agera

Pezynbrarsl
o0yJeHus

Kpurepuu onieHnBaHus

He 3auteno

3auTeHo

TlomHOTa 3HAHUN

YpoBeHb 3HAHUIN HUXKE
MHUHUMAJIBHBIX TPEOOBaHUIA.
Nmenu mecto rpyObie OMNUOKH.

YpoBeHb 3HaHUH B 00bEME,
COOTBETCTBYIOIIEM ITPOTpaMMe
HOATrOTOBKH. MOTyT OBITh
JOIIYIIICHBI HECYIIIECTBEHHBIE
OUIMOKH

Hanuune ymenuii

[1pu perenny cTaHAAPTHBIX 3a1a4
HE MPOIEMOHCTPUPOBAHBI
OCHOBHBIE yMeHUs. MImenn mecTo
rpyOBbIe OIIUOKH.

[TporeMOHCTPUPOBAHBI OCHOBHBIC
yMeHus1. PelieHbpl TUITOBBIE 3a/1a4H,
BBIIOJIHEHBI BCe 3a/1aHusl. MoryT
OBITh JIOIYIIIEHBl HECYIIIECTBCHHBIC
OIIMOKH.

Hammune HaBBIKOB
(BIazieHrE OIBITOM)

[pu perieHny CTaHIAPTHBIX 33124
HE MPOJIEMOHCTPUPOBAHBI 0a30BbIC
HaBbIkH. IMenu mecTo rpyObie
OLINOKH.

[TponemMoHCTpUpOBaHbI 6a30BbIE
HaBBIKU TIPH PEIICHUH
CTaH/IapTHBIX 331a4. MOryT ObITh
JOIIYIIICHBI HECYIIIECTBEHHBIE
OLIMOKH.

Y4yeOHasg akTUBHOCTb U MOTHBALIUS

[posiBnsiercs: yueOHas akTHBHOCTh

MoTtuBanus
c11abo BhIpa)KE€HbI, TOTOBHOCTh Y MOTHBAIIMS, IEMOHCTPUPYETCS
(JIMYHOCTHOE
pelaTh MOCTaBICHHBIC 3a/1a41 TOTOBHOCTB BBITIOJIHSTh
OTHOIIIEHNE)
Ka4eCTBEHHO OTCYTCTBYIOT MOCTaBJICHHBIE 3a/]auu.
Komnerenrus B monHoii mepe He | CHOpMUPOBAHHOCTH KOMIIETEHITHH
chopmupoBana. Mmeronuxcs COOTBETCTBYET TPEOOBAHUSIM.
XapakTepucTuka 3HaHWM, YMEHHUN, HABBIKOB Nmeromuxcs 3HaHUM, yMEHU,
c(hOpMUPOBAHHOCTH HEI0CTaTOYHO JJISl pelIeHuUs HaBBIKOB 1 MOTHUBALIUU B LIEJIOM
KOMIIETCHITHH MPAKTUIECKUX JOCTATOYHO IS PELICHHS
(mpodeccroHaNbHBIX ) 3a/1a4. MPAKTHIECKUX
Tpebyercs moBropHOE 00yUEHHE (mpoeccrnoHaNbHBIX) 3a/1a4.
YpoBeHb
c(hOpMUPOBAHHOCTH Huzkuii CpenHuii/BbICOKUH
KOMIIETEHIINH

Jlnst TecTUpOBaHUSA:
Ornenka «5» (OtnuynHo) - 6amioB (100-90%)
Onenka «4» (Xoporo) - 6amia (89-80%)
Ornenka «3» (YaoBneTBopuTenbHO) - 6amma (79-70%)
Menee 70% — HeynosnerBoputenbHo — OnieHKa «2»

PazpaboTunku:

TapacoBa A.A., mpodeccop kadeaps! GakyIbTeTCKOW U MOTUKINHUYSCKON IeAUaTpUn, J1.M.H.
Hara «16» deBpans 2023 r.




