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Pabouas mporpaMMa JUCIUIIIHHBL « [IpeHaTanbHas JUAarHOCTHKA pa3paboTaHa
IpernoiaBaTeI MU Kahenpsl TeMaToIOTHH 1 TpaHc(y3HOIOTHH (C KypcaMu KIMHUYECKON
nabopaTOpHOM JUATHOCTUKH, TCHCTHKY, nabopaToOpHOM TEHETHKH )B COOTBETCTBUM C
TpeboBanusIMU (helepanbHOro rocy1apCTBEHHOTO 00pa30BaTENIFHOTO CTaHIapTa BBICIIETO
obpazosarust (PI'OC BO) mo crenuanbHOCTH 31.08.30 I'eHeTuka YTBEPXKICHHOIO
‘mpukazom MunoOpHayku Poccun Nel072 ot 25.08.2014 , u mpo(peCcCHOHATHEHOTO
CTaHAapTa « BPau-TEHETHK», YTBEPXKICHHOIO IPUKASOM MuHTpyna W COLUAIbHOH
samuT Pocemiickoit ®epeparmn ot 11.03.2019 . Ne 1421
PaGouas mporpamMma JUCIHIIIHHEL (MOJTyJIs) COCTaBIICHA!

Ne | ®amuiaus, AMsi, 0TIeCTBO | YdeHad 3anuMaemas T0JKHOCTh, Kadenpa
CTelleHb,
3BaHHE
1 AmenuHa CeeTnaHa | I.M.H. npodeccop kadenpsl reMaTOIOTHH "
CepreesHa Tparcdy3uonoruu (¢ Kypcamu KITHHUYECKON

nabopaTopHOM  IMArHOCTUKW, TEHETHKH U
ab0paTOPHOM TEHETHKH)
2 JlertepeBa Enena | K.M.H. JIOTIEHT Kadenpsl reMaToJIOru’ u
BaneHTHHOBHA tpanchysuonorun (¢ Kypcamu KITHHAIEeCKON
nabopaTopHO# ~ IMATHOCTUKH, TEHETHKA U
1ab0paTOpHOI TeHETHKH)

3 ITonomapesa TaThaHa | K.M.H. ACCHUCTEHT xadenpsl reMaToNIOTHH u
HropeBHa TpaHcdy3uoIoTHH (C  KypcaMmH KIIMHAIECKON
nabopaToOpHO#l ~ JMATHOCTHKH, TEHETHKH |
Mab0paTOpHOM TeHETUKH)

4 MopraHoB Cepreli | K.M.H. ACCHUCTEHT kadeapsl reMaTOoIIOTUN u
BuxTopoBu4 Tpancdysnonorud (¢ Kypcamu  KIMHIYECKOH
nabopaTopHOM ~ OUArHOCTHKH, TEHETUKH U
1a60paTOPHOI TEHETUKH)

PaGoyas IpOrpaMMa JMCLUILIAHEL (MOTYIIS) 00CYKICHA 1 omoOpeHa Ha 3acelaHuu
xadenpsl FeMATONOIHK M TPaHC(HyY3HONOTHH (c KypcamMy KIMHHYEeCKOH IaboparopHOH
IMATHOCTHKH, TEHETHKU ¥ 1a60paTOpHOH TeHETUKH) |
ITpotoxkoi oT 11.06.2024 Ne7

77,
3aB. kaheapoi 1.M.H., Ipodeccop WUIEITOXI/IH 10.B.
npekTop omommoreku: «CornacoBaH %
AMpexTop /5?/
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1. leab u3y4eHUus JUCHMILIIMHBI (MOLYJIA)

JlaTe oOyuaromumcst yriayOjieHHbIe 3HaHUSI B 00JIaCTU T€HETUKHU U BhIPA0OTaTh
HAaBBIKH MMOJITOTOBKU KBATU(UIIMPOBAHHOTO Bpavya-reHeTrKa, 00J1aJalolIero CUCTEMOMN
YHUBEPCAIBHBIX U MPO(PECCHOHATBHBIX KOMIETEHIINM, CIIOCOOHOTO U TOTOBOIO JIJIs
CaMOCTOATENbHON MpPOoGecCUOHANBHOM ACSATENBbHOCTH B YCJIOBHUSIX IEPBUYHOM
CHEeUaTN3UPOBAHHON MEIUKO-CAaHUTAPHOM MTOMOIIIH.

2. Mecto nucuuninnbl (MoayJs) B crpykrype OOII

PaGouass mporpamma aucrurumasl (Moayisi) «lIpeHaranbHas AHMArHOCTHUKA»
OTHOCUTCS K ®T/I.B mporpaMmbl OpAMHATYpPHI. M3ydeHue NUCUUIUIMHBI HAIPaBICHO
Ha (popMUpOBaHNE KOMIIETECHIIHMM, 00ECIIEYNBAIONINX BBIMTOJTHEHUE OCHOBHBIX BHUOB
JICSTCIIBHOCTH Bpaya.

3. TpeOoBaHuA K pe3y/ibTaTaM 0CBOCHMS AMCIHUIIIMHBI (MOIYJIs1)
[Ipouecc wu3ydeHHss AMCUMIUIMHBI (MOIYJsI) HampaBlieH Ha (QOPMUpPOBAHUE

caenyrommx kommereHuu B cootBeTcTBUU ¢ ®I'OC BO u OOII BO no pgaHHOM
CIEIMATILHOCTH:

- TOTOBHOCTb K - 9TUONOIUNIO, NaToreHes, KIMMHUYECKYH KapTUHY
onpeneneHuio y HacneacTBEHHOW, BPOXAEHHOW U

nauneHToB MynbTUdakTopuanbHON NaToNOrnn; - COBpeMeHHbIe
naTonornyecknx noaxoAblk Knaccugukaunm HacrneacTBeHHON,
COCTOSIHUNA, BPOXAEHHOM N MyNbTUdAKTOpPUanbHOM naTtonoruu;
CYMMTOMOB,

- obwmx BOMPOCOB reHeTuKkun; —

UH M .
§E6§EZB::MVI CUHOPOMOKOMMSIEKCOB MAaTONMOrMYECKNX COCTOSAHUN,

’ XapaKTepHbIX ANa HacneaCcTBEHHbIX 3aboneBaHuin B
HO30MOrnM4YecKnx 3HATH

chopm B COOTBETCTBUMN C MEXAYHAPOAHOW Knaccudukaumen
COOF')I'BeTCTBI/IM c bonesHen; — CUMNTOMOB Y CUHOPOMOB
HacneacTBEHHbIX 3a60NeBaHUN C Lenblo X paHHEro

MemnyHapop,qu BbISIBNIEHNHA; — OCHOB ANArHOCTUKM HEOTNOXHbIX
craThcTdeckon COCTOSIHWI; — COBPEMEHHbIX METOA0B 0bCcrneaoBaHus
gnaccmqavvmaumem nauMeHTOB C reHeTUYeCKon NaTosiornen

onesHen u 3aboneBaHnAMU
npobnem,

CBA3aHHbIX CO

3popoBbem ([MK-5)
- YMETb OnpeaensaTb U aHanM3mpoBaTb CUMNTOMbI,

CUHOPOMbI, HO30M0orM4eckue opMbl 1 rpynnbl Ha
Ymers OCHOBE JaHHbIX (pn3nKanbHOro ocMoTpa,
nabopaTopHbIX U UHCTPYMEHTarbHbIX METOAO0B, BT.Y.
MONEKYNAPHOreHeTUYEeCKUX - yMeTb Nofb30BaThCH




MKB

onpenensTb y NAuneHToB naTosiornyeckne
COCTOSIHMS, CUMMTOMbI, CUHAPOMbI 3abonesaHum,
Ho30Mnornyeckme opmMbl B COOTBETCTBUM C
MexgyHapoaHOW CTaTUCTUYECKON KraccudumKkaumen
B6onesHen n npobnem, CBA3aHHbIX CO 340POBbEM
(nanee — MKB); - BbINONHATL AnarHoCTN4YeCKme
MaHUNynsuMmM B COOTBETCTBUN C KBannuKaLMoOHHON
XapaKkTepuCTUKOWN Bpaya-reHeTuka; -
AnarHocTnpoBaTb 3aboneBaHus U naTonornvyeckme
COCTOSIHMSA NaUUEeHTOB Ha OCHOBE BnageHus
nponeaesTUYECKUMI, NabopaTopHbIMU,
WHCTPYMEHTasnbHbIMU U UHBIMU MEeTO4aMU
nccnenoBaHus; - UarHOCTUPOBATbL HEOTIIOXHbIE
COCTOSIHMSA NAUNEHTOB; - AUAarHOCTUPOBaTb
coMaTnyeckme U HeBPOSOrMYeCcKMe HapyLLEeHNs; -
npoBoauTb AnddepeHunanbHy ANarHoCTUKy
BbISIBNIEHHbIX CUHAPOMOKOMIMIIEKCOB
NaTonorn4yeckoro COCTOSIHUSA; — - onpeaensTb
BeAyLUne 3BEeHbA NaToreHesa C Lerbio
dopMNpPOBaHNA TaKTUKN BEeAEHUA nauneHTa u
nporHo3a 3aboneBaHuns; - NPOBOANTb
andpdepeHumanbHy0 ANarHOCTUKY NaToNorMyecknx
COCTOSIHUM Y NaUMEHTOB MeLMKO-TeHETUYECKOro
npouns; — - NpoBoANTb AN depeHLmansHY
ANAarHOCTUKY HacneaCcTBEHHbIX 3aboneBaHnn

Biaagern

- OCHOBaMM CMHOPOMOJSIOrMYECKOro aHanmsa -
mMeTogonoruven gudgepeHumnansHON MarHoCTUKK
npw NOCTaHOBKE AMarHo3a HacrneacTBEHHOro Nnu
BPOXAEHHOIO 3ab0neBaHmns - TEXHONOrnen
NpoBeAeHUs PYTUHHBIX METOO0B reHeTUYEeCKOro
aHanwusa - pabota c AMAC

obocHOBaTb Ha3Ha4YeHne HeobxoaMMbIX
nabopaTopHOMHCTPYMEHTarbHbIX UCCNeaoBaHUM; -
NCMNOMNb30BaHWS 3HAYMMbIX KITMHUYECKUX NPU3HAKOB U
MapKképoB HacneacTBeHHOro 3abonesaHns B
andpdepeHumansHON AMarHoCcTuke

- TOTOBHOCTb K
OKa3aHW MeauKo-
reHeTU4YeCKOn
nomoLwn(rNK-7)

3HaThL

- 3TMOJOrNI0, NATOreHes, KIMHUYECKYIO KapTUHY,
MeToAbl AMArHOCTMKN N NPOOUNAKTUKN, NEYEHUAN
peabunutauum HacneacTBeHHbIX bonesHen,
BPOXAEHHON N MyNbTUdaKTopnasibHON NaToNornm -
MeToAbl MEANLIMHCKOM FrEHETUKN - STUYECKMX U
AEOHTONOrMYECKNX, a Takke NpaBOBbIX HOPM
oKasaHUst MeauKoreHeTNYeCKom MOMOLLIN.

— 3aKoHogaTenbcTBa Poccurickon degepaumm no
BOMNpOCcaM opraHm3aumm Meanko-reHeTU4eCKomn




MOMOLLIM HACENEHWUIO; — UCTOPUUN U OCHOB MeaUNKO-
reHeTUYECKOro KOHCYNbTUPOBAHUS; — OCHOBHbIX
NMPUEMOB, UCMONb3yeMbIX B MEANKO-TEHETUYECKOM
KOHCYIbTMPOBAHMM; — OTEYECTBEHHbIX N 3apyBeXXHbIX
pekoMeHaauui No NPoBeAeHNI0 MeAnKo-
reHeTUYECKOro KOHCYNbTUPOBaHUS; —
MCUXOMOMMYeCcKoro MeanKo-reHeTUYECKOro
KOHCYIbTMPOBaHWS; — NpeHaTanbHOro MeamKo-
reHeTUYECKOE KOHCYNbTUPOBAHUS; — MEONKO-
reHeTMYECKOro KOHCYNbTUPOBaHUS NpU
HacrneACTBEHHbIX OMyXONeEBbIX CUHAPOMAX; —
0COBEHHOCTU MeaUKO-reHETUYECKOro
KOHCYIbTMPOBAHMS NpU HacneaCTBEHHbIX
3aboneBaHUsIX C NO34HMM Ha4yarnoMm; — CocTaBIeHus
N aHanu3a poA4OCHOBHOWM NPU pasHbIX TUMNax
HacnefoBaHus;

— MPUHLMNOB pacyeTa NOBTOPHOIO reHeTUYECKOro
pycKa Npyv MOHOTEHHOW NaToNorMm, XpOMOCOMHbIX
B6onesHsax, MynbTuakTopnanbHbix 3aboneBaHusXx,
KPOBHO-POACTBEHHbIX Bpakax 1 MyTareHHbIX
BO3AENCTBUSX; — CNOCOBOB OLEHKM 3PP EKTUBHOCTHU
MEeOUKO-TEHETUYECKOTO KOHCYNbTUPOBAHWUS; —
3TNYECKMX Npobnem B MeauKo-reHeTU4eCKoM
KOHCYNbTUPOBaHNN

YMmerhb

- nosfly4atb MHGOPMaUUIO O NauneHTe (aHamHes) -
noATBepXaaTb U UCKIMYaTb HAaCNeaCTBEHHYHO
NBPOXOEHHYIO NATONOMMIO - OLlEeHMBaTb pe3ynbTaThbl
nabopaTopHbIX U MHCTPYMEHTarbHbIX METOA0B, B T.4.
crneumanbHbIX MONEKYNAPHO-reHETUYECKMX -
dopmupoBaThk rpynnbl pycka - OCyLLEeCTBNATb
B3aMMogencTaune ¢ gpyrummn cnyxéamm
3[paBoOOXpPaHEHUs C Lernbio JanbHenwero
obcnegoBaHMs NaLMEHTOB - COCTaBUTL NMaH
npoguNaKkTUKu

— NPOBOANTb MeANKO-reHeTUYeCKMe KOHCYnbTaumm
npw pasHbIX CUTyaunsax; — COCTaBUTb U
npoaHanM3MpoBaTb POAOCHOBHYIO CEMbW; — OLEHUTb
pesynbTaTbl MONEKYNAPHO-FTEHETUYECKON U
UMTOreHeTMYeCcKom ANarHoCTUKN; — paccumnTaTtb
NOBTOPHbIN FTEHETUYECKUN PUCK U COCTaBUTb
reHeTUYeCKUN NPOrHo3 AN cemMbn; — OO bSACHUTb
reHeTU4Yeckme 3aKOHOMEPHOCTU BO3HUKHOBEHUS U
nepeaaym reHeTU4ecKoro 3aboneBaHns B CEMbE; —
0O BACHUTL CEMbE CMbICIT MEANKO-TEHETUYECKOIO
NporHo3a B JOCTYyNHoM oopme, BO3MOXHOCTU
NosTly4YeHMst MOMOLLM B NPOUNaKkTuKe, Nosy4eHuto
OOCTYMNHbIX PECYPCOB N UCCNnefoBaHum; —




MCNONb30BaTb NCUXOMOrMYECKNin Noaxon B MeanKo-
reHeTUYEeCKOM KOHCYNbTUPOBAHUN; — OKa3aTb
MOMOLLb KOHCYNbTUPYIOLWMMCS B MPUHATUN pPeLLEHMS
OTHOCMUTENbHO PENPOAYKTUBHOIO NOBEAEHNS,
reHeTMYeckoro TECTUPOBaHWS 1M B agantauum K
Hanu4uuo B ceMbe BOMbHOro NN PUCKY ero
NOSsIBNEHNS — PyKOBOACTBOBATLCA HOPMATUBHO-
NpaBOBbIMU JOKYMEHTaMn, MeTOOUYECKUMN
pekoMeHaaunammn, perynmpyowmmmn nposegeHme
MeLMKO-TeHETMYECKOrO KOHCYSIbTUPOBAHUS; —
cobntogaTb BpadebHy0 3TUKY U MPUHLMNbI
AEOHTOMOorMu npu paboTe ¢ CeEMbeN; — OKa3biBaTb
KOHCYNbTaTUBHYIO MOMOLLb Bpayam Apyrnx
crneumanbHOCTEN B MOHUMaHUN N NHTepnpeTauum
pe3ynbTaToB reHeTUYECKOro TeCTMPOBaHNS,
0COBEHHOCTAM Nepefaym HacneacTBEHHOro
3aboneBaHNs B KOHKPETHOM CEMbE AN OKasaHus
COBMECTHOM NOMOLLN B NpouiakTnke
HacneacTBeHHbIX 3aboneBaHn; paboTaTb CO
crneumnanmampoBaHHoM 6a3on gaHHbIX NO
reHeTu4eckum 6onesHsm n mytaumam Online
Mendelian Inheritance in Man(ganee — OMIM) n
KOMMbIOTEPHBIMU BUOEOANATHOCTUYECKNMMU
nporpammamu Pictures of Standard Syndromes and
Undiagnosed Malformations (qanee — POSSUM) u
FACE2GENE

Biaagern

- KNUHUKOreHearnorM4eckum MeToaom, - MeTOANKOMN
pacyéta reHeTU4eCcKoro pucka, - MeToguKom
YyCTaHOBIEHNA TUMNA HacnegoBaHUS - anropuTMom
NOCTaHOBKWN AMarHo3a BpOXAEHHOIO U
HacnegcTBeHHOro 3aboneBaHns - METOOMKON
MEANKOreHETUYECKOrO KOHCYNbTUPOBAHNS -
METOAMNKOWN pasbACHEHUS MHOPMaLMK B AOCTYMHOWN

dopme

OLEHKWN pe3yrnbTaToB MOMEKYNAPHO-reHETUYECKON U
LMTOreHEeTMYEeCKOM ONAarHOCTUKN; — pacyeTa
reHeTMYECKOro pucka; — KOMMyHUKaTUBHOIO
MacTepcTBa Npu NpoBEAEHUN MEANKOTEHETUYECKOTO
KOHCYINbTUPOBaHMA U NpeHaTanbHON OUAarHOCTUKN; —
cbopa u rpaguryeckoro n3obpakeHms poAOCIOBHOM
cembu; T/K; T/A — npoBegeHus aHanmsa
POLOCITIOBHOM CEMbLMW, C LIENbI0 onpeaeneHns Tmuna
HacnegoBaHus 3aboneBaHust; — NCUXONOrMYeCcKoro
MEANKO-TeHETUYECKOrO KOHCYNbTUPOBaHUS; —
KOHCYNbTaTUBHOM NOMOLLMN BpayaM Apyrnx
crneumnanbHOCTEN B MOHMMaHUM U MHTEpnpeTauun
pe3ynbTaToOB FEHeTUYECKOro TECTUPOBAHUS,




0CoBEeHHOCTAM nepeaaym HacrneacTBeHHOro
3aboneBaHns B KOHKPETHOM CEMbE AS151 OKa3aHus
COBMECTHOM MOMOLLU B NPOdUIakTmKe
HacneacTBeHHbIX 3aboneBaHui; paboTbl Co
cneymanuampoBaHHoM 6a30M JaHHbIX MO
reHeTudeckum 6onesHsam n mytaumsam OMIM un
KOMMNbIOTEPHBLIMW BUAEOAMArHOCTUYECKMMN
nporpammamm POSSUM n FACE2GENE

4. O0beM IMCUMILVIMHBI (MOYJIs1) IO BUAAM Y4eOHOH padoThl

Tabauya 2
Buabl yueOHo# padoThI Bcero, O0beM o NoJyrogusiM
yac. 1 2 3 4
KonTakTHasi padora 00y4arierocs ¢ 18 - - |- 18
npenojaBaTejieM M0 BHAaM Y4eOHBIX 3aHATHIA
(KonTakr. pa0.):
Jleknmonnoe 3anstue (JI) 6 - - |- 6
Cemunapckoe/mpaktudeckoe 3anarue (CI13) 12 - - |- 12
CamocrosiTenpHast paboTa 00y4aroierocs, B TOM YHCiie 18 - - |- 18
MOJATOTOBKA K MpoMexyTouHou arrecraiuu (CP)
Bun npomexxytounoii arrectanuu: 3auer (3), 3a4er ¢ 3auem - - |- 3
oneHkoit (30), Dk3amed ()
OO0mmii 00béM | B yacax 36 - - |- 36
B 32a4€THLIX eJHHUIAX 1 - - - 1
5. Conep:xanne IMCHUTIIAHBI (MOIYJIs1)
Tabnuya 3
Ne HanmMeHoBaHue pa3iesioB, TeM IMCUUILIAH (MOIYyJIeil) Kox unaukaropa
pa3zjiena
] Knunuxka, ouacnocmuka, npogunaxmuka wacmorx xpomocomuntx| [1K-5, INK-7
) U MOHO2EHHBIX CUHOPOMO8
5 Ipopunaxmuxa nacreocmsennoii namonoauu. Ilpenamanvhas 1IK-5,1IK-7
ouacHocmuxa
6. YueOHO-TeMaTHYeCKUil IJIAH JUCUUILJIMHBI (MOYJIS)
Tabnuya 4
Homep HaumenoBanmue KoJsinuecTBO yacoB ®opma | Kon
pasneaa, pa3aeioB, TeM Bcer | Kon | JI C3 | II3 | CP | KOHTp | MHAUK
TeMblI 0 | TakT 0J1 aropa
.pao.
Paznen | Knunuka, ouaznocmuka, , 16 8 2 6 8 | Yerum | IIK-




1 npogunakmuka yacmuix i 51IK-7
XPOMOMCOMHBIX U orpoc,
MOHO2EHHBIX CUHOPOMOG cobece

JIOBaHU
e.
Tectup
OB
aHue
[Ipesen
Ta

st

Pasnen 2 | Ilpogpunaxmuxa 20 10 4 - 6 10 | Ipesen | K-
Hacneocmeennou tauus | 5,MNK-7
namonoeuu. l[lpenamanvras
ouasHoCmuKa

OO0wmmii 00béMm | 36 18 6 12 18 | 3auer

7. Y4eOHO-MeTOANYEeCKOe o0ecredeHre CAMOCTOSATeIbHOH padoThl
o0yyarimuxcs

[lenb camocTOSTENBHON PAOOTHI OOYYAIOIMIMXCS 3aKIIOYAeTCs B TIIYOOKOM,
TIOJTHOM
YCBOGHMM Yy4YeOHOTO0 MaTepualia W B Pa3BUTHH HABBIKOB CaMOOOPAa30BAHMS.
CamocrosiTenbHasi pabora BkjIrOYaeT: pabOTy C  TEKCTaMH, OCHOBHOM W
JOTIOJTHUTENBHON JUTEPATY PO, y4e0HO-METOIUYECKUMHU MOCOOUSIMH,
HOPMATUBHBIMM MaTepuajaMH, B TOM 4YHuCJe Marepuaiamu MHTepHera, a Takxke
mpopaboTKa KOHCIIEKTOB JIEKIIMM, HalTMCaHUe TI0KIIa0B, pedepaToB, ydacTue B padoTe
CEMHUHAPOB, HAYYHBIX KOH()EPEHITUSX.

OOyuaromuecs, B TEUEHHE BCEro Tmepuoja oOydeHus, 00eCIeunBarOTCs
JOCTYIIOM K aBTOMaTU3UpOBaHHOW cucteme «OpamHarypa u Maructparypa
(mucTannuoHHOEe 00ydeHue) POCTOBCKOTO TOCYJapCTBEHHOTO MEIUILIMHCKOTO
yauBepcuretay (AC OMJIO PoctI'MY) https://omdo.rostgmu.ru/. u x 3neKTpoHHO#
uH(pOpMaIIMOHHO-00pa30BaTEILHOM cpee.

CamoctostensHas padora B AC OMJIO PoctI’' MY mnipencraBinseT co6oit 1ocTyn
K DJICKTPOHHBIM 00pa30oBaTEIbHBIM pPECypcaM B COOTBETCTBHH C (OpMON OOydeHHs
(JIeKIMKM, METOIWYECKUE PEKOMEHJIAllMK, TECTOBBIC 3aJaHusl, 3aJlayd, BOMPOCHI s
CaMOCTOSATENILHOTO KOHTPOJS © W3Y4YeHUs, HMHTEPHET-CChUIKH, HOPMAaTUBHBIC
JOKYMEHTBl M T.JI.) TIO COOTBETCTBYMOIIEH muctumuinae. OOydarommecss MOTYT
BBITIOJTHATH KOHTPOJIb 3HAHUU C IMTOMOIIBIO PEIICHUSI TECTOB U CUTYaIlMOHHBIX 3a]1ad,
C TOCHEAYIOIIEM NPOBEPKOM MPENOAABATENEM, WA  BBINOJHUTH KOHTPOJIb
CaMOCTOSATEIBHO.



https://omdo.rostgmu.ru/

8.3apanus 151 caMOCTOATEILHOM PadOTHI

Pa3zgen 1
Knunuka, ouaznocmuka, , npoghpuiakmuka 4acmslx XpoMoMCcOMHBIX U MOHOZEHHBIX CUHOPOMOG

1. KJIMHUKO-IIUTOT€HETUYECKAsT XapAKTePUCTHUKA CHUHIAPOMOB, CBSI3aHHBIX C
AHOMAJIUSIMU B CUCTEME MOJIOBBIX XPOMOCOM

2. KJIMHUKO-IIUTOTrEHETUYECKasi XapaKTEPUCTHUKA CHUHIPOMOB, CBSI3aHHBIX C
YHUCJIOBBIMU aHOMAJIUSIMU ayTOCOM

3. KIMHUKO-IIUTOTE€HETUYECKAasT XapaKTEPUCTUKA CHUHIPOMOB, CBS3aHHBIX CO
CTPYKTYPHBIMU ITEPECTPOUKAMU XPOMOCOM

4. KIMHUKO-IIUTOTCHETUYECKAsT XapaKTepUCTHKAa CUHAPOMOB, CBSI3aHHBIX C
MHUKPOCTPYKTYPHBIMH NIEPECTPOUKAMU KAPUOTUIIA

5. TlpencraBiaeHus 0 BO3MOXHBIX CBSI3SIX MATOTE€HE3a OTIEIbHBIX 3a00J€BaHUM C

POIOUTENILCKUM THUIIOM HACIIEIOBaHUSI XPOMOCOMHBIX mnepecTtpoek. [lonsaTtue o

T€HOMHOM MMIIPUHTHUHTE

HBO-knunHuKa, tuarHocTrka, npoduiakTuka

[{utoreneTnueckrue METO bl TMATHOCTUKUA XPOMOCOMHBIX 0OJIC3HEH.

bruoxuMmnueckue MeToabl JUAarHOCTUKH HACIEICTBEHHBIX OOJIE3HEH.

MouiekyJISIpHO-T€HETUYECKUE METOIBI TUATHOCTUKH.

o 0=

Pa3nen 2
Ipopunaxmuxa nacreocmseennoii namonoauu. Ilpenamanvras ouaznocmuxa
1. MeToapl MPEKOHIENIIMOHHON TPOPUIAKTUKHY.
2.0npenesieHUE CTENEHW PUCKA HACJIEACTBEHHOW W BPOXKIACHHOW MATOJOTHM B
ceMbe.
3.Bunbl npeHaTaabHOW AMAarHOCTHKH.
4 .Meto/ibl IPOBEICHUS MPEHATAIIBHON JUArHOCTUKU, CPOKHU MTPOBEICHUA.
5.KoHCynpTUpPOBaHME MO pE3yJbTaTaM HCCIEIOBAaHUS, Pa3bsICHEHHE NPOTHO3a
3I0pOBbs OyayIIero peoeHka.
6.11HBa3uBHBIE METOIEI
7.HenHBa3uBHBIE METOIBI
8.IlpenaranpHasi IMATHOCTUKA: CKPUHUHTOBBIE TPOTPAMMEBI.
9.HoBble = NHArHOCTMYECKHME  METOAbl B  MPEHATAJIbHOM  JUArHOCTHUKE
HACJIECTBEHHOW NaToJioruu. HemHBa3uBHBIN IpeHATaIbHbIN TECT.
10.IToaTBEp)K 1aroIIMEe METObI AMATHOCTUKH IUIOJTHOTO MaTepuaia.
11.ITpequMmiaHTaliMOHHAS TEHETUYECKAs JUarHocTuka. KpaTkas xapakTepucTuka
MeTonma. Kakme  reHeTHyeckwe — 3a0o0JieBaHMS  BBIABISCT,  ITOKa3aHUd,
MPOTHUBOMNOKA3aHUS K IIPOBEJCHUIO.
12.0c00eHHOCTH MPEHATATBHOTO MEUKO-TEHETUUECKOTO KOHCYJIbTUPOBAHUS



9. YueOHO-MeTOAUYECKOe U HHPOPMAITMOHHOE OOecneyeHre TUCIUIIUHBI

(MoayJin)
Tabnuya 6
Ne ABTOp, HAUMEHOBaHMe, KoaudecTBo
n/n MECTO M3aHusl, U31aTeJbCTBO, IO U3JAHUA IK3EeMILISIPOB
OcHoBHasl JIUTEpaTypa
1 MenunuyHcKas TeHETUKA: HAllUOHAIbHOE PYKOBOJICTBO: IO/, Hoctyn u3
pen. E.K.I'mutepa, B.ILIIy3sipeBa, C.1. Kynuesa.-M.: I'90TAP | 9bC
-Menmna, 2024.-896 c. «KoHcynbTan
T Bpaday
2 MytoBuH I'.P. Kninanueckas reneruka. [ eHomuka u Jloctyn u3
IPOTEOMHUKA HACIEACTBEHHOM naTtojoruu: yued. nocodue / I'.P. | ObBC
MyToBuH. - u3a. 3-e, nepepad. u gon.-M.: [DOTAP-Menua, «KoHcynbpTan
2010. - 832 c.- TeKCT: NEKTPOHHBII T Bpaya»
1
3 | HacnencTBeHHBIC 0OJIC3HU:HAITMOHATLHOE PYK-BO: / o pea. | Hocrym u3
H.IT. Boukoga, E.K. I'mutepa, B.IL. Ily3sipeBa.- M.: I'D90TAP- | ObC
Menma, 2012. - 936 c.- TeKCT:3JIEKTPOHHBIN «KoHcynbTan
T Bpaday.
4 Hrroccbaym P.JI. Menuniunckas renetuka: yue6. [locobue / 1
P.JI. Hetoccbaym, P.P. Mak-Hunec, X.® Bunnapx; nep. ¢ anri. | HocTym u3
nox pex. H.IT. boukosa. -M.: TDOTAP-Menua, 2010. - 642 ¢. | 9bC
«KoHcynbTan
T Bpauay.
JlonoJiHUTEIbHAS JIUTEPATYPA
1 | I'eneTnueckuii macopT - OCHOBA WHANBUAYAIBHON U 1
npeaukTuBHON MeauuuHbl/ mon ped. B.C. bapanosa. — CII6:
N3n-Bo H-JI, 2009. - 528 c.
2 Jlunosenkuii b.M. HacneacrBeHHbIE TUCIUTIUIAEMUN: PYK-BO 1
st Bpadeit/ .M. Jlunoenkuii: CII16: - CnenJlut, 2010, 128 c.
3 | CmonsgauHOB A.B. KieTounble ¥ TeHHBIE TEXHOJIOTHH B 1
KapauoJioTun: pyK-Bo s Bpaueit/A.b.CmonstauHOB. - CI106:
CrnenJIut, 2009. - 175 c.
4 SxoBneB B.M. KnnHuko-Bu3yajibHast TMarHOCTUKA KJIAIAHHBIX 1
CHHJIPOMOB U TIOAKJIAITAHHBIX aHOMAJIUNA Pa3BUTHUS
HACJICJICTBEHHON COCAUHUTEIIbHOTKAHHOMN JUCIIIa31uU
cepana/B.M. fkosnes, A.U. MapteinoB, A.B.froxa. -
CraBponons: CtTIMYVY, 2014. 214 c.
S Knmandeckas reHeTuKa: yueOHUK JJISI By30B: JIJIsL CTYJCHTOB, 1

WHTEPHOB, OPIMHATOPOB, aCIUPAHTOB U MpemnoaaBareneit/ B.H.
["'op6ynoga, JI.JI. Ctpekanos ,E.H. Cycrunpis [ u ap.]- CII6:




POJIMAHT,2015-398 c.

6 | bosiesnn ["ome [Dnekrponnstit pecypc]/ E.A. Jlyknna- Joctym n3

M.:JIutteppa,2014.-56 c. ObC
«KoHcynbTan
T Bpayay.

7 | HelipomeTabonuueckue 3aboieBaHus y JAeTedl W moApocTKoB: | JlocTym u3
JIMArTHOCTUKA M MOAXOJAbl K  JICYEHHIO[ DIEKTPOHHBIN OBbC
pecypc]/C.B. Muxaiinosa,E.}0.3axapoBa, A.C. Ilerpyxun- | «KoncynbTan
M.:JIurteppa,2017.-368 c. T Bpayay.

8 | HacnencTBeHHbIC HelpoMeTaboInuecKue 6onesnu | Jloctyn u3
IOHOIIIECKOTO M B3POCJIOro BO3pacTa| DJIIEKTPOHHBIA pecypc]/ 2bC
I''E. Pynenckas,E.}O. 3axapoBa- M..I'DO0TAP-Menua,2018.- | «KoHcynbTan
392 c. T Bpayay.

9 | HacmencTBennbie Oosie3HU[DIEKTpOHHBIA pecypc]/ mox pexa. | Joctym u3
E.K.I'murepa, B.IIL. Ily3sipeBa-M.: I'D0TAP-Menua,2017.-464 ObC
C. «KoHcynbTan

T Bpayay.
Ilepeuensn pecypcoB cetu «HTEpHET»
Tabnuya 7

Ne JIeKTPOHHBbIE 00pa30BaTe/IbHbIE Pecypchl Hoctyn

n/n

1 DJIEeKTPOHHAasI oudImoTexa PoctI'MY. — URL: Hoctyn
http://109.195.230.156:9080/0pacg/ HeorpaHuyeH

2 KouncyabTant cryaenra [Kommiuekrsl: «Meauiuna. 3apaBooxXpaHeHHE.

BO», «Menuuuna. 3npaBooxpanenue CIIO», «Ilcuxonornueckue Haykn», Hoctyn

K OTJCJIbHBIM H3aHUSM KOMIUIEKTOB: «['yMaHHTapHbIC W COLHUAIbHBIC | HEOrPaHW4eH
Hayku», «EcTecTBeHHblE M TOUYHblE HaykuW»  Bxoasmux B «9BbC

«KoHcynpTanT crymeHTa| : DJIEKTpOHHas OHONIMOTEYHasl CHCTeMa. —

Mocxksa OO0  «KoHCynpTaHT  CTyJEHTay». - URL:
https://www.studentlibrary.ru + BO3MOXHOCTH JJII HHKIIO3UBHOIO

00pa3oBaHMs

3 KoncynbTant Bpaya. JJIeKTPOHHAsi MeIMIMHCKasg OuO/JIHMOTEeKa
OnekTpoHHas 6ndauoTeuHas cucrema. — Mocksa : OOO «Bpicmias mikona HocTtyn
OpraHM3allii ¥  YOpaBJIeHHs  3ApaBoOXpaHeHHeM.-KoMIUIeKCHBINH | HEOrpaHUYeH
MEIUIMHCKUN KoHcantwHr». -  URL: http://www.rosmedlib.ru +
BO3MOKHOCTH JIJIsl HHKJIFO3MBHOTO 00pa30BaHus

4 Hayunas  auexkrponHass O6méamorexka eLIBRARY. - URL: OTKpbITbIN
http://elibrary.ru JOoCTyn

5 BupTyanbHbIn
HanuonanbHasi 3jekTpoHHas 0mdauoreka. - URL: http://H36.pd/ YmTanbHbIN 3an

npun 6ubnuoTteke

6 B/l u3nareancrBa Springer Nature. - URL: https://link.springer.com/ 1o beccpoyHas
IP-anpecam PoctTI'MY u yman€HHO IMOCIE PErHCTPalliM, VIAJIEHHO dYepe3 noanucka,



http://109.195.230.156:9080/opacg/
https://www.studentlibrary.ru
http://www.rosmedlib.ru
http://elibrary.ru
http://нэб.рф/
https://link.springer.com/

KHNAC PO®MU https://kias.rtbr.ru/reg/index.php (Haynpoexm) AOCTYyN He
orpaHuyeH
7 Poccuiickoe oOpa3zoBanme : (denmepanpHbii  moptan. - URL: OTKpbITbIN
http://www.edu.ru/. — HoBas oOpa3oBaTeibHas cpeja. aoctyn
8 DenepajbHbI HEHTP JIJEKTPOHHBLIX 00pPa30BaTeJbHBLIX PECypCcoB. - OTKpbITbIN
URL: http://srtv.fcior.edu.ru/ (mouckoas cuctema SJHIEKC) JocCTyn
9 JuiekTpoHHasi OubOamoreka Poccmiickoro ¢gonaa pyHIaMeHTATbHBIX OTKpbITbIN
uccaegopanuii (PODU). - URL: http:// www.rfbr.ru/rffi/ru/library aocTtyn
10 DenepajbHasi JIEKTPOHHASI MeJIMIUHCKasaA OmdOamoreka MuH3apaBa OTKpbITbIN
Poccun. - URL: https://femb.ru/femb/ (morckoBas cuctema SHackc) JocTyn
11 | HHMB umenn CeuenoBa. - URL: https://rucml.ru (mouckoas cucrema | OrpaHUYeHHbI
Sanexc) n
Aoctyn
12 | Wiley : odu. caiit; pasaen «Open Access» / John Wiley & Sons. — URL:
https://authorservices.wiley.com/open-research/open-access/browse- KoHTeHT
journals.html (mouckoBas cuctema SIHIEKC) OTKpPbITOro
gocryna
13 | Cochrane Library : odwumn. caiit ; pazgen «Open Access». - URL: KOHTEeHT
https://cochranelibrary.com/about/open-access OTKPbITOro
gocrtyna
14 | Kokpeiin Poccusi : poccuiickoe otneneHue  KokpaHoBckoro KoHTeHT
corpyaanuectBa / PMAHIIO. — URL: https://russia.cochrane.org/ OTKPbITOro
Jocrtyna
15 | Beomeaundo.py : Mea. calT [OTKpBITHIA HH(POPM.-00pa30oBaTEIbHBII OTKpbITbIN
MeauIuHcKui pecypc]. — Mocksa. - URL: https://webmedinfo.ru/ aoctyn
16 [Univadis from Medscape : mexagyHapoa. men. noptan. - URL:
https://www.univadis.com/ [PerynspHo obHoBNAemas 6asa OTKpbITbIN
YHUKanbHbIX MHOPM. M obpasoBaTt. Men. pecypcos]. becnnaTtHas aocTtyn
perucrpaums
17 | Med-Edu.ru : meguumHckuin obpasoBaTenbHbI BuaeonopTan. - OTKpbITbIN
URL: http://www.med-edu.ru/. BecnnatHasa perucrpauus. AocTyn
18 Mup Bpaya : npodeccuoHarnbHbIM nopTan [MHPOPMaALMOHHbLIN
pecypc nna Bpaden wun ctygeHtoB]. - URL: https://mirvracha.ruf OTKpbITbIN
(mnomnckoBas cuctema AHgekc). becnnaTHas perncrtpaums JO0CTyn
19 | MEJABECTHMUMK : moprtan poccuiickoro Bpaua [0uOnmoreka, 0Oasa OTKpbITbIN
3Hanuii]. - URL: https://medvestnik.ru JOoCTyn
20 PubMed : »nexTpoHHas TMOWCKOBas cCHUCTEMa [0 OMOMEIUIIMHCKUM OTKpbITbIN
uccnenoBanusaMm]. - URL: https://pubmed.ncbi.nlm.nih.gov/ (mouckoBas [oCTyn
cuctema SHIeKc)
21 Cyberleninka Open Science Hub : oTkpbiTag Hay4yHas OTKPLITLIA
3NEeKTPOHHas bubnmnoteka nybnukaumm Ha MHOCTPAHHbIX A3blKax. — AoccTyn
URL: https://cyberleninka.org/
22 | Hayunoe naciaeaue Poccunm : 3nexkrponnas 6monuorexka / MCL] PAH. - OTKpbITbIN
URL: http://www.e-heritage.ru/ JocCTyn
23 | SAGE Openaccess : pecypcsl oTKpbITOTO nocTyma / Sage Publications. — KOHTEHT
URL: https://uk.sagepub.com/en-gb/eur/open-access-at-sage OTKPbITOro

aocTyna



https://kias.rfbr.ru/reg/index.php
http://www.edu.ru/
http://srtv.fcior.edu.ru/
http://www.rfbr.ru/rffi/ru/library
https://femb.ru/femb/
https://rucml.ru
https://authorservices.wiley.com/open-research/open-access/browse-journals.html
https://authorservices.wiley.com/open-research/open-access/browse-journals.html
https://cochranelibrary.com/about/open-access
https://russia.cochrane.org/
https://webmedinfo.ru/
https://www.univadis.com/
http://www.med-edu.ru/
https://mirvracha.ru/
https://medvestnik.ru
https://pubmed.ncbi.nlm.nih.gov/
https://cyberleninka.org/
http://www.e-heritage.ru/
https://uk.sagepub.com/en-gb/eur/open-access-at-sage

24 | EBSCO & Open Access : pecypchl OTKpeITOoro goctyma. — URL: KoHTeHT
https://www.ebsco.com/open-access (mouckoBasi cucrema SIHeKc) OTKPbITOro

goctyna

25 | Lvrach.ru Me[. Hayd.-npakTudy. noprtan [npodeccrnoHanbHbIN
pecypc ons Bpaden u men. coobulectsa, Ha 6ase Hayd.-nMpakTuy. OTKpbITbIN
XypHana «Jleyawmun Bpay»]. - URL: https://www.lvrach.ru/ aoctyn
(nonckoBaga cucrema AHgekc)

26 | ScienceDirect : odur. caiit; pazmen «Open Access» / Elsevier. - URL: KoHTeHT
https://www.elsevier.com/open-access/open-access-journals OTKPbITOro

gocrtyna

27 | Karger Open Access : xypHaibl oTkpbITOro aocrymna / S. Karger AG. — KoHTeHT
URL: OTKpbITOro
https://web.archive.org/web/20180519142632/https://www.karger.com/O goctyna
penAccess (mouckoBasi cucteMa SIHIeKC)

28 | Directory of Open Access Journals : [moinHOTekcTOBBIE KypHaibl 121 KoHTeHT
CTpaH MHpa, B T.4. N0 MenuuuHe, Owuonoruu, xumuu]. - URL: OTKpbITOro
http://www.doaj.org/ aoctyna

29 | International Scientific Publications. — URL: http://www.scientific- KOHTEHT
publications.net/ru/ OTKPbITOrO

AOoCTyna

30 |e OTKpbITbIN
° The Lancet : obun. caiit. — URL: https://www.thelancet.com A0CcTyn

31 | Menaaiin.Py : Mmeauko-6nonornyecknii HHGOPMAIMOHHBIN TTOPTa s OTKpbITbIN
CIIELIMAJIUCTOB : CETEBOE JJIEKTPOHHOE Hay4yHOe u3nanue. - URL: aoctyn
http://www.medline.ru

32 Memnuunckuii Becrauk FOra Poccun : snextpon. xxypHan / PoctTMY. KoHTeHT
- URL: http://www.medicalherald.ru/jour (mouckoBas cucrema SAuaexc) OTKPbITOro

gocTtyna

33 | FO:xxHo-Poccuiickmii sxypHaJs TepaneBTuyeckoi npaktuku / PoctTMY. KOHTEHT
— URL: http://www.therapeutic-j.ru/jour/index (mouckoBasi cUCTeMa OTKPbITOro
SIHpmekc) gocrtyna

34 | PyOpukarop xnuHuueckux pexomenaauunii Munsnpasa Poccun. - URL: KoHTeHT
https://cr.minzdrav.gov.ru/ OTKPbITOrO

JocTyna

35 | ®bY3 «MupopmanmoHHO-MeTOANYeCKHIl eHTP» PocrnorpeOHaazopa : OTKpBITHIN
oduir. caiit. — URL: https://www.crc.ru JocCTyn

36 | MunucrepcTBo 3apaBooxpanenus Poccuiickoii Penepauuu : odui. OTKpBITHIN
caiit. - URL: https://minzdrav.gov.ru (mouckoBas cucrema SHaekc) aoctyn

37 | BcemupHas opraHuMsauusa 3gpaBoOXpaHeHusi : odul. cauT. - OTKpbITbIN
URL: http://who.int/ru/ AocTyn

38 | MunucrepcTBO HAayKH MW BbIcmiero oopaszoBaHusi Poccuiickoii OTKpbITLIN
Oenepanun : odwui. caidt. - URL: http://minobrnauki.gov.ru/ (mouckoBas [OoCTyn
cucteMa SHACKC)

39 | OpunmajabHblili MHTEPHET-MOPTAN NpaBoBoii uHGopmamum. - URL: OTKpbITbIN
http://pravo.gov.ru/ aoctyn

40 | Apyrue OTKpBITBIE pECYpCHl BBl MOXKETE HAUTH IO  aJapecy:

http://rostgmu.ru — bubanorexa — DIeKTPOHHBIH KaTanor — OTKpBITHIE
pecypchl HHTEPHET — Jajiee 10 KII0YEBOMY CIIOBY...



https://www.ebsco.com/open-access
https://www.lvrach.ru/
https://www.elsevier.com/open-access/open-access-journals
https://web.archive.org/web/20180519142632/https://www.karger.com/OpenAccess
https://web.archive.org/web/20180519142632/https://www.karger.com/OpenAccess
http://www.doaj.org/
http://www.scientific-publications.net/ru/
http://www.scientific-publications.net/ru/
https://www.thelancet.com
https://www.thelancet.com/journals/lancet/home
http://www.medline.ru/
http://www.medicalherald.ru/jour
http://www.therapeutic-j.ru/jour/index
https://cr.minzdrav.gov.ru/
https://www.crc.ru
https://minzdrav.gov.ru/
http://who.int/ru/
http://minobrnauki.gov.ru/
http://pravo.gov.ru/
http://rostgmu.ru

10. KagpoBoe o0ecniedeHue peaju3anuu IMCHUTIAHBI (MOTYJIs1)

Peanuzanust nporpaMMbl AUCHUILIMHBI (MOIYJIs1) 00€CTIeYMBaETCs
npodeccopcko-npenogaBareabckuM coctaBoM Kadeapsr PI'BOY BO PoctIMY
Munsapasa Poccun.

11. Meroau4yeckue yKasaHus JJsi 00y4alOUIMXCH 110 OCBOCHHIO
AMCIHUTIHHBI (MOIYJIs1)

OOpazoBaTenbHbId TPOLECC MO AUCHUIUIMHE (MOIYJSI) OCYLIECTBISIETCS B
cootBeTcTBUM ¢ DenepalibHbIM T'OCYJIapCTBEHHBIM 00pa30BaTEeNIbHBIM CTAH/IAPTOM
BBICIIIETO 0Opa30BaHUsI.

OcHoBHbIMU (OpMaM{ TOJIYYEHHUS M 3aKpPEIUIEHUs 3HAaHUW 10 JaHHON
JUCHMIUTMHE (MOJYJIO) SIBJSIOTCA 3aHATUS JICKUMOHHOTO THUIA U MPAKTUYECKOTO
3aHATHA, CaMOCTOSITENbHAs paboTa OOydaroIIerocs U MPOXOKICHUE KOHTPOJIS IMOA
PYKOBOJICTBOM IIPENOIABATEIS.

VY4eOHblil MaTEpHall O AUCUMILIMHE (MOIYIIO) IPEICTABIEH 2 pa3ieaMu:

Pazgen 1. Knunuxa, ouaznocmuxa, , npogunraxkmuka uacmvix XpoMOMCOMHBIX U
MOHOZEHHbBIX cunopomoe

Pasnen 2 Ilpogunaxmuxa nacnedcmeennoii namonozuu. Ipenamanvhas ouaznocmura

N3ydyenune MUCHUIUIMHBI (MOJYJIsl) COTJIACHO y4e€OHOMY IUIaHy IOJpa3yMeBaeT
CaMOCTOATENbHYI0 paboTy oOy4daromnuxcs. CamocTosTenbHas padoTa BKIIIOYAET B ceOs
u3ydeHue y4eOHOH, y4eOHO-METONMYECKOW ¥ OCHOBHOM U  JIOTOJHUTEIHHOU
AUTEpaTypoid, €€ KOHCIEKTHPOBAaHUE, IMOATOTOBKY K MPAKTUYECKUM 3aHATHUSIM),
TEKYyLIEMY KOHTPOJIIO YCIIEBAEMOCTH U MMPOMEXKYTOUHON aTTECTALUU- 3aUETY.

Texymuii  KOHTpPOJIb  YCIEBAEMOCTH IO  JUCUUIUIMHE (MOAYJ0) U
IPOMEKYTOUHAsA aTTecTalus OOyYarOMIMXCA OCYIIECTBISIIOTCS B COOTBETCTBHM C
[TonoxkeHueM  yHHMBEpCHTETa IO  YCTaHaBlIMBaroUlell  QgopMe  IpOBEACHHUS
IPOMEKYTOYHOM aTTeCTalMH, €€ TEPUOIMYHOCTH U CUCTEMBI OLICHOK.

Hanuune B YHuBepcuTeTe 31EKTPOHHOM HH(OpPMAIMOHHO-00pa30BaTEeIbHON
Cpenbl, a TakKe DJIEKTPOHHBIX O00pa30BaTEIbHBIX PECYPCOB IMO3BOJISET H3yYaTh
JUCIUIUIMHY (MOJyJib) WHBAIMAAM W JUIAM C OTPaHUYECHHBIMU BO3MOKHOCTSIMHU
310poBbs. OCOOEHHOCTH U3yUYEHUS AUCLUUIUIMHBI (MOAYJIS) HHBATUAAMHU U JINLAMU C
OTrpaHUYEHHBIMU BO3MOXKHOCTSIMH 3710pOBbsI onpeiesieHsl B [lonoxennu 06 o0yueHun
MHBAJINUJIOB U JIUI] C OTPAHUYEHHBIMH BO3MOXHOCTSIMU 3/IOPOBBSI.

12. MaTepuajibHO-TeXHHYECKOE o0ecredyeHue TUCHMILIMHBI (MOLYJIA)
[ToMemiennss  ansg  peaiu3all  NPOTPaMMbl  TUCHMIUIMHBL  (MOMIYJIS)

NPEACTaBISAIOT cOO0OM ydeOHbIe ayAUTOPUM JJIsi TTPOBEACHUS 3aHSATHUN JIEKIIMOHHOTO
TUMA, 3aHATHI CEMUHAPCKOTO THUIIA, TPYNIIOBBIX U UHAWBUAYAIbHBIX KOHCYJbTALINM,



TEKYILIEr0 KOHTPOJS M IPOMEKYTOUYHOM aTTeCTallMd, a TaKKe IOMELICHHS IS
CaMOCTOSATENIbHONH pabOThl W TOMEIIEHUs MJisi XpaHEHUuss W NPOoOUIAKTHUIECKOTO
oOcnmyxxuBaHusi  y4eOHOro  obGopymoBanusa. [lomemieHuss  yKOMIUIEKTOBAHBI
CHEIUATN3UPOBAHHON MEOENBbIO M TEXHHUYECKUMU CPEACTBAMU O0YUCHUS, CITYKAITUMHU
JUTSI TIPEJICTaBICHUS yaeOHOM nHbOpManuu OOBIION ay TUTOPHH.

Jlns  mpoBeAeHUs 3aHATUM JIGKIIMOHHOTO THUIA MPEajararoTcsi HaOOopbl
JIEMOHCTPALIMOHHOTO o0opynoBaHus 51 y4eOHO-HATJISITHBIX nocoouit,
oOecrieynBaIIMe TEMAaTHUUYECKUE WIUTIOCTPAIMM, COOTBETCTBYIOIIEH paboueit
IPOrpaMMbl JUCHUTUIUHBI (MOIYJIS).

MuHMMaIbHO HEOOXOAMMBIM [JIsl pealu3allid MpPOrpaMMbl  JAUCIUTIIAHBI
(Moaynis) mepedeHb MaTepHalbHO-TEXHUYECKOro oOecleueHus BKIIIOYaeT B cels
crienuaibHO 000PY/IOBAaHHBIE MTOMEIIEHUS JIs IPOBEICHUS YU€OHBIX 3aHITHI, B TOM
YuCle ayIuTOpUH, OOOpPYJOBaHHBIE MYJIbTUMEIUWHBIMHU M WMHBIMU CPEACTBAMH,
MO3BOJIIOLIEM o0y4Jaronmmcst OCBaMBaTh 3HAHUA, MpEeayCMOTPEHHBIE
npodeccroHanbHOM NeITeTbHOCTHIO, B T.4. UHIMBUIYAIBHO.

[Tomemmenuss st  CaMOCTOSITENIBHOW — pa0OTHI  0OYyYalONMUXCS  OCHAIICHBI
KOMIIBIOTEPHOW TEXHUKOW C BO3MOXHOCTBIO MOJKIIOUCHUSI K ceTu «MHTepHeT» u
obecrieueHnEeM JOCTyIa B AJIEKTPOHHYIO HH(POPMAIMOHHO-00Pa30BATEIBHYIO CPEILy
PoctI'MY.

B ciaydae npuMeHeHHMSt  3JIEKTPOHHOTO  OOY4YeHHMs, JUCTAHIIMOHHBIX

00pa30BaTeNbHBIX TEXHOJOTHHA JIOMYCKAaeTCA 3aMeHa CIeNUaIbHO 000PYIOBaHHBIX
MOMEIIEHN WX BUPTYAIbHBIMU aHAJIOTaMH, TIO3BOJSIONIUMHU  OOYyYarOIIUMCS
OocBaWBaTh  YMEHHS W  HaBBIKM, MPEIyCMOTPEHHbIE  TPO(ECCUOHATHLHOU
NEeSITeTHbHOCTBIO.

Kadpenpa  obecneuena  HEOOXOAUMBIM  KOMIUIEKTOM  JIMIICH3MOHHOTO
nporpaMMHOro oOecrieueHuss (COCTaB OMpeneseTcss B pabounMx mporpamMmax
JUCUUIUIMH (MOJIYJI€H) U MOJIEKUT €KErOAHOMY OOHOBJICHUIO).

IlepeyeHb MPOrpaMMHOTO 0O0ecCTIeYeHHUsT
1. Office Standard, mumenszus Ne 66869707 (moroBop Ne70-A/2016.87278 ot
24.05.2016).
2. System Center Configuration Manager Client ML, System Center Standard,
muren3ust Ne 66085892 (morosop Ne307-A/2015.463532 ot 07.12.2015).
3. Windows, muniensust Ne 66869717 (moroBop Ne70-A/2016.87278 ot 24.05.2016)
4. Office Standard, mumensust No 65121548 (moroBop Ne96-A/2015.148452 ot
08.05.2016);
5. Windows Server - Device CAL, Windows Server — Standard, muiiensust Ne 65553756
(moroop Ne PI'MVY 1292 ot 24.08.2015).
6. Windows, nuniensust Ne 65553761 (norosop NePI'MVY 1292 ot 24.08.2015);



7. Windows Server Datacenter - 2 Proc, munensuss No 65952221 (moroBop
Nel3466/PHI1743/PTMVY 1679 ot 28.10.2015);

8. Kaspersky Total Security 500-999 Node 1 year Educational Renewal License
(moroBop Ne 273-A/2023 ot 25.07.2023).

9. IlpenocraBienue yciyr cBa3u (MHTepHeETa): «Ip-Tenekom XOJIIUHT» - AOTOBOP
PI'MYVY262961 ot 06.03.2024; «MTC» - norosop PI'MVY26493 ot 11.03.2024.

10. Cuctema yaudunmpoBaHubix kommyHukauii CommuniGate Pro, nuuiensus: Dyn-
Cluster, 2 Frontends , Dyn-Cluster, 2 backends , CGatePro Unified 3000 users ,
Kaspersky AntiSpam 3050-users , Contact Center Agent for All , CGPro Contact
Center 5 domains . (Jorosop Ne 400-A/2022 ot 09.09.2022)

11. Cucrema ynpaienus: 6azamu nanHbix Postgres Pro AC, nunensus: 87A85 3629E
CCED6 7BA00 70CDD 282FB 4E8ES 23717 (Jorosop Ne 400-A/2022 ot 09.09.2022)
12. 3amumenusiii nporpamMmMubiii komiieke 1C: Tlpenmnpusitue 8.3z (x86-64) 1.
(moroBop NePI'MVY 14929 oT 18.05.2020r.)

13. DxocucTema cepBHUCOB sl OM3HEC-KOMMYHHUKAITUH M COBMECTHOM PabOTHI:

- «MTC Jlunk» (ITnardopma). JlonoaHuTenbHBIN MOYJIb « BoBiieueHue u pasieneHue
Ha TPYIIBDY;

- «MTC Jluax» (Ilnatdopma). Koudurypamus «Enterprise-150» (moroBop
PI'MVY26466 ot 05.04.2024r.)

14. CnpaBounas [IpaBoBas Cuctema Koncynwsrantllntoc (morosop Ne 24-A/2024 ot
11.03.2024r.)

15. Cucrema 3ammThl TPUIIOKEHUH OT HECAHKITMOHUPOBAHHOTO AocTyna Positive
Technologies Application Firewall (Jorsop Ne520-A/2023 ot 21.11.2023 1.)

16. Cuctema MOHUTOpUHTA COOBITHI MH(OpPMALIMOHHON Oe3omacHOCTH Positive
Technologies MaxPatrol Security Information and Event Management ({orsop
Ne520-A/2023 o1 21.11.2023 1.)



OEJIEPAJBHOE I'OCYJAPCTBEHHOE BIO/KETHOE OBPA30BATEJIBHOE
_YYPEXJIEHUE BBICHIEI'O OBPA30OBAHMS
«POCTOBCKHU I'OCYJAPCTBEHHBIN MEJMIIMHCKUU YHUBEPCUTET»
MHUHHUCTEPCTBA 3IPABOOXPAHEHUA POCCUUCKOU PEJAEPALINN

Kadenpa remaTonoruu u TpaHcy3noa0ruu (¢ KypcamMu KIMHUYECKON 1a00paTOpHO
JMAarHOCTUKH, TeHETUKU U Ta00paTOPHON IreHETUKH)

OuieHOUHBIE MaTEPHUAIIBI

no (akyipTaTHBHON muctuiuinHe [IpeHaranbHas JHarHOCTHKA
(mpunoxenue Kk paboueil nporpamme (pakyIbTaTUBHON JTUCIUITIIMHBI)

Coemmansaocth 31.08.30 'enernka



1. Ilepeyenb KOMIeTeHIHIA,
YACTUYHO)

Ipogpeccuonanvuvix (I1K):

(¢popmupyeMbIX IMCHMILIMHON (MOJHOCTHI MJIH

Kon 1 HaumeHoBaHue
o01enpodecCHOHATBHON KOMITCTCHITUN

Nuaukatop(bl) TOCTHKEHUS
obmenpodeccnoHaTbHOM KOMITCTCHITUN

IIK-5

TFOTOBHOCTb K OIPEJEJICHUIO Y MAlIUEHTOB
NaTOJIOTUYECKUX COCTOSHUM, CUMIITOMOB,
CHHJIPOMOB 3200JI€BaHU, HO30JIOTHYECKUX
(hopM B COOTBETCTBUH C MeXTyHAPOTHOM
CTaTUCTHUYECKON Kiaccupukanueit 6oae3Hei n
po6JieM, CBSI3aHHBIX CO 3/I0POBbEM

I1K-7 TOTOBHOCTH K OKa3aHMIO MEINKO-TeHETHUUCCKOMN
ITOMOIIIU
2. Buabl OIEHOYHBIX MATEpPUATIOB B COOTBETCTBMH C (DOPMHPYEMBIMU
KOMIIETEHIIMSIMH
HaumenoBanue Buzpl o11eHOUHBIX MaTepuasoB KOJIMYECTBO 3aJaHHI
KOMITETCHIINU Ha 1 KOMIIEeTEHIINIO
I1K-5 3aaHus 3aKpLITOr0 THUIIA 25 ¢ pTajJJoOHAMU OTBETOB
3aaHusi OTKPBITOTO TUIIA: 75 ¢ >TaJlOHAMH OTBETOB
Bompocsr mist cobecenoBanus
CuTyanimoHHBIC 3aJ1a9H
IIK- 7 3aaHust 3aKPBITOTO TUIIA 25 ¢ 3TaJIOHaMHU OTBETOB
3agaHus OTKPHITOTO THTIA! 75 ¢ 3TaJOHaMHU OTBETOB
Bomnpocs! muist cobecenoBanust
CuTyalnmoHHbIE 3329
IIK-5

3agaHus 3aKpBITOrO THIIA

3ananue 1. Unctpykuus: Beibepute oauH npaBuiibHbINA OTBET.
deHoTUnMUecKue Npu3Haku cuaapoma KnaitHdenbTepa BKIIOYAIOT:
1. HU3KOPOCIOCTb, KPBIJIOBUIHBIE CKJIAJIKU KOKH B 00JIACTH 111€M, MHOXKECTBEHHbIE
MUTMEHTHbIE POJUHKH, TUM(OCTa3, HOPOKU Ceplla U KPYIHBIX COCYI0B
2. BBICOKHH pOCT, TMIIEPrOHAA0TPOIHBINA IMIIOIOHAIN3M, MUKPOOPXHUINU3M, OeCIIonue,

THHCKOMACTHUSA, a300CIICPMUS

3. Mukpouedanus, MOTUIAKTUINS, pacliearnHa ryosl 1 Heba
4. MukpodTanbMus, paciiennia ryosl u Heba, MUKpouedamus, moTuIaK T

Omanon omeema. BHICOKUN pocCT, FHHCpFOH&I{OTpOHHLIﬁ TUIIOTrOHaJIU3M, MUKPOOPXUANU3M,

6eCl'IJ'IOI[I/IC, TMHCKOMACTHUA, a300CIICPMUA

3ananue 2. UncTpykuus: Beibepute oauH npaBuiIbHbIN OTBET.
ITopok pa3sBUTHs, BCTpEYAIOLUNACA KaK CAMOCTOSTENIBHO HACIEAYEMBIN ITIOPOK C ayTOCOMHO-
JOMHUHAHTHBIM THUIIOM II€peady, TaK U KaK CHMIITOM IIPU APYTHX CUHIPOMAX, HA3bIBACTCS

1. DxTpomakTuIus

2. Kpunropxusm

3. Amnasus OOJIBIIOro Hajblia
4. Tunpouedanus

Omanon omeema: IKTPOJAKTUINS




3ananue 3. UHcTpyKuus: BeiGepuTe 01MH NpaBUIIbHBINA OTBET.

K knnHMYeckuM npusHakam cuHapoMa bekBura-Buaemana oTHocAT

I.
2.
3.
. Bonbiryto Maccy ipu poskJIEHUH WK TTOCTHATAIBHOE OTIEPEKEHNE (PU3NYECKOTO PA3BUTHS

4

KpputoBuaHbIe CKIIaIKM Ha I11€€, MOHT'OJIOMIHBIN pa3pes Iia3
KopoTkyto miero ¢ u30bITKOM KOKU U KPbUIOBUIHBIMU CKIIQJAKAMU
I'mneprenopusm

Omanon omeema: BOJ'H)HIYIO MaccCy Ipu pOKACHUHN UM MMOCTHATAJIBHOC OIICPEIKCHUC
(I)I/ISI/ILIGCKOI“O Pa3sBUTHUA

3ananue 4. Uactpykuus: BeiGepuTe 0MH NpaBUIIbHBINA OTBET.
[Tokazanus Ui poBeIeHUs] KAPUOTUITUPOBAHUS:

1.
2.
3.

3afiepKKa (PU3MUECKOro U MOJIOBOTO Pa3BUTHS, THIIOTOHAN3M, THIIOT€HUTAIIN3M;
HapylUIeHHE MyPUHOBOTO U MUPUMUIMHOBOIO OOMEHA;

npuoOpeTeHHbIe 1ehopMaly TO3BOHOYHHUKA U TPYIUHBI, IOMYTHEHHE POTOBHIIBI,
rernaToCcIIeHOMET aus;

IPOrpelMeHTHas yTpaTa MPUOOPETECHHBIX HABBIKOB, CYIOPOKHBIA CHHIPOM, CIACTUYECKHE
napanauiu

Omanon omeema: 3aCPIKKa (1)I/ISI/I‘-ICCKOFO H ITIOJIOBOT'O pa3sBUTUA, THIIOTOHAANU3M,
TUIIOI'CHUTAJIU3M

3ananue 5. UHcTpyKuus: BeiGepuTe 01MH NpaBUIIbHBINA OTBET.
CUMITOMOKOMIUIEKC, BKITIOUAIOIINA MUKpOLiepalinio, pacuiearnHy ryObl 1 HEOA, TOTHIaKTHIIHIO
¥ MOJIMKKUCTO3 MOYEeK, HauboJjiee XapakTepeH JUIs:

1

CUHIpOMa DJIBapica;
cunapoma JlayHa;

2.
3. cunnpoma Bonbda-XupuixopHa;
4.

cunapoma Ilaray.

Omanon omeema: cuaapoma Ilaray.

3ananue 6. UHcTpykuus: BeibepuTe o1H NpaBUIIbHBINA OTBET.
[Moxa3zanwust U1 IpoBeIeHUS] OMOXMMHUYECKOTO UCCIIETOBAHHS HE SIBIISTIOTCS:

1

3aJiepKKa IICUXMYECKOTO PA3BUTHS B COYCTAHUM C TIPU3HAKAMHU MOYEKHCIIOTO JIUATe3a;
JIeTKasi OIMropeHus, 3a1ep>KKa MOJIOBOTO CO3PEBAHHMS;

2.
3. OJ'II/IFO(I)pCHI/ISI B COUYCTaHUU C O6H.[CI>1 JUCIIIIAaCTUYHOCTBIO,
4.

MbBIIICYHAA TUIICPTOHHUA, TUIIONMUTMCHTA M, 3aICPIKKAa MOTOPHOT'O U p€YCBOI'0 Pa3BUTHA.

Omanon omeema: nerkas OJ'IPIFO(l)pGHH?I, 3aACPKKa ITOJIOBOT'O CO3PCBAHUA

3ananue 7. UncTpykius: Boeibepute oquH npaBUIbHBIN OTBET.
[Tokazanus 11st IPOBEICHUS CTICIIMAIBHBIX OMOXUMUYECKUX TECTOB:

1

YMCTBCHHAA OTCTAJIOCTh, BPOKACHHBIC ITIOPOKU PAa3BUTUS PA3JIMIHBIX OPTraHOB U CUCTCM;
IMPUBBIYHOC HCBBIHAIIMBAHUC,

2.
3. KaTapakTa, IrerraToCIiJICHOMET aJInA, OTCTAaBaHUC B PA3BUTUH, HEOOBIYHBIN 3aIax MOYHU
4.

MEPTBOPOKIECHUE B aHAMHE3E

Omanon omeema: KaTapakTa, rermaToCijicHoMerainsa, OTCTaBaHHUEC B Pa3BUTUMH, HEOOBIYHBIN
3ariax Mo4u

3ananue 8. UHcTpykius: Beibepute oquH npaBuIbHBIN OTBET.
buoxuMuueckas TMarHoCTUKa MOKa3aHa pH:



1. COUCTAaHNU 3aJCPIKKHU [ICUXOMOTOPHOI'O Pa3BUTUA C FHHOHHFMQHT&HHCﬁ n H€06LI‘-IHBIM
3armaxoM MO4YH, MporpCaAuCHTHOM yTpadyuBaHUH HpI/IO6peTeHHBIX HABBIKOB.

2. TUIIOTCHUTAIIU3ME, THIIOTOHAIU3ME,

oecruoauu;

4. He BbIHAIIMBaHUE OEPEMEHHOCTH

[98)

Omanon omeema: COUETAHUU 3aACPKKU IICUXOMOTOPHOTO Pa3BUTHSI C TUIIONIUTMEHTALUEN U
HEOOBIUHBIM 3alaXOM MOYH, TPOrPEIUEHTHOM yTPAUUBAHUU TPHUOOPETEHHBIX HABBIKOB.

3ananue 9. Unctpykuus: Beibepute oquH npaBuiibHBINA OTBET.
[Toxa3zanus 11 NpoBeieHUs] OMOXMMHUYECKOTO UCCIIeI0OBaHUS:
1. MOBTOpHBIE CIIy4al XPOMOCOMHBIX MEPECTPOEK B CEMBE;
2. oTcTaBaHME B (U3UUYECKOM Pa3BUTHH, T€NATOCINIEHOMET aJIHsl, HEMEPEHOCUMOCTh KaKHX-
00 MUILEBHIX IPOIYKTOB;
MHO>KECTBEHHBIE BPOKICHHBIE IOPOKHU Pa3BUTHSI;
4. MOBTOpHBIE CIOHTAHHBIE A0OPTHI.

W

Omanon omeema: OTCTaBaHUE B (1)I/I3I/I‘ICCKOM Pa3BUTHH, I'CIIATOCIVICHOMET I,
HCIICPCHOCUMOCTD KaKHX-ITH00 IMUIICBBIX ITPOAYKTOB

3ananue 10. Unctpykuus: Beibepure oquH npaBuibHbIN 0TBET. LluToreneTnueckuii MeTos
ABJISIETCS PEIIAOIINM JUISl TUATHOCTUKH:

1. MOHOT€HHOH MAaTOJOTHH C U3BECTHBIM NIEPBUYHBIM OHOXUMHUECKUM J1e(EKTOM;

2. CHHAPOMOB C MHO>KECTBEHHBIMH BPOKJIEHHBIMU [TOPOKAMU PAa3BUTHS;

3. XpOMOCOMHOM NaTOJIOTUH;

4. MHOTO(aKTOPHBIX OOJIE3HEN

Omanon omeema: XpOMOCOMHOfI IaTOJIOTHUH,

3ananue 11. UncTpykuus: BeiGepure oluH NpaBUIBHBIA OTBET.
Cexsenuposanue JIHK - sro:
1. unentudukanus nociaeaopareabHocTu ocHoBanuit JTHK;
2. MHOTOKpaTHO€ IMOBTOpeHue kakoro-nubo yuyactka JIHK;
3. Beigenenue pparmenra JIHK, conepxariero n3y4aemMslii reH;
4. yBenuueHue uncia uccienyemsix ydactkos JJHK

Omanon omeema: naeHTUPUKAIMS TOCIeI0BaTeIbHOCTH ocHOBaHuii JIHK;

3ananue 12. Unctpykuus: Beibepure ouH MpaBUIbHBIN OTBET.
st monydenus oopasuos JJHK He ncnons3yror:

1. KpoBb;

2. CBIBOPOTKY;

3. BOPCHHBI XOPHOHA;

4. 6UoONTATHI KOXKU, MBIIILI, TICYCHH.

Omanon omeema: BOPCHUHBI XOpHUOHA,

3ananue 13. UHcTpykuus: Beibepure oiuH NpaBUIbHBIA OTBET.
(eHoTUITYECKHE IPU3HAKH CHHPOMA KOUIAYbhero KPUKa BKIIOYAIOT:
1. HU3KOPOCIOCTh, KPHUIOBHIHBIE CKIIATKH KOXH B 00JaCTH II€H, MHOYKECTBEHHBIC
MUTMEHTHBIE POAMHKY, TUM(POCTa3, MOPOKU CEp/Iia U KPYIHBIX COCYI0B



2. mpeHaTajbHasl TUIIOIUIA3Us, MUKpoledanus, npeaypuKyJIsspHble CKIaK1, THIOTOHUS
MBI, 3HAYUTEIbHOE CHI)KEHHUE PEaKI[MN Ha BHELTHEE pa3Apa’keHUe U Cy0pOKHbIE
MIPUTIAIKH

3. mpeHartajbHas TUIOIIA3Us, HEOOBIUHBIN IJ1a4, JIyHOOOpa3HOE JINL0, MUKpOIIe(aus,
MBIIIEYHAs! THIIOTOHUS

4. MukpodTalbMus, paciiennHa ryosl u HeOa, MUKpouedaus, MOoIUIaK TS

Omanon omeema nipeHaTabHAs TUIIOIUIA3Hs], HEOOBIYHBIH IJ1a4, TYHOOOPa3HOE JIMIIO,
MUKpotiedanus, MpllIIeuHast THIIOTOHUS

3ananue 14. Unctpykuus: Boeibepure ouH MpaBUIbHBIN OTBET.

(enoTunuueckue npusHaku cuHapoma Jlanrepa-I'manona BKIIOYaIOT:
1. yMCTBEHHas OTCTAJIIOCTh, OTCYTCTBHE PEUH, ATAKCHs, IPUCTYIIbI OECIIPUUNHHOTO CMEXa
2. TpPYLIEBUIHBINA HOC, TUIIEPIUIA3US HUYKHEN YEIIFOCTH, MHOKECTBEHHBIE XPSIILIEBbIC
HK30CTO3bl, KOHUYECKUE SMU(H3BI, 331€PIKKA ICUXOPEUEBOT0 Pa3BUTHI, yMCTBEHHAs
OTCTan0CTh

. nuccaHuedanus, 0co0eHHOe JINIO, YMCTBEHHAs OTCTAJIOCTh

4. oXxupeHue, MplIlIeyHasi TUIIOTOHUS, THIIOTOHA/IU3M, MAJICHbKUE KUCTH U CTOTIbI

(98]

Omanon omeema T’I)YHIGBI/II[HI)II\/II HOC, TUIICPITIa3us HIDKHEH YCIIOCTHU, MHOXCCTBCHHBIC
XpAMEBbIC 5K30CTO3bI, KOHUYCCKUC BHH(I)I/BBI, 3aACPIKKA IICUXOPCYCBOI'O pa3BUTHUA,
YMCTBCHHAsA OTCTAJIOCTDH

3ananue 15. Unctpykuus: Beibepure oluH NpaBUIbHBINA OTBET.
YacTelil, OeCIpUUYUHHBINA CMEX, CIIELU(PUYHOE JIUIO C TPUMACON YIIBIOKH, TOBTOPSIIOIIUECS
KyKOJIbHBIE CTEPEOTHITHBIC ABMKEHHSI, OTCYTCTBUE PEUU — XaPAKTEPHO IS

1. c. Ilpanepa-Bumnu

2. c¢. Bunemauna-bekBura

3. c. Bunbsamcca

4. c. Aurenpmana

Omanon omeema c. AHreapbMana

3ananue 16. Unctpykuus: Beibepure oiuH NpaBUIBHBIA OTBET.
Jlnarao3 MyKOBHCIIM032 YCTaHABIMBAIOT HA OCHOBAHHH:
1. pe3ynbTaToB OMOXMMHUYECKOTO aHAIH3a MOYH M KPOBH;
2. IaHHBIX OCMOTpa OPTAITBMOJIOTOM, KapJHOJIOTOM M MapaKIMHIYECKHX METOI0B
HCCIIe/IOBAHS,;
. KJIMHUYECKUX CUMITOMOB, KOHIIEHTPALIMY NOHOB HATPHS U XJIOpa B TOTOBOH YKUIKOCTH;
4. XapakTepHBIX KIMHHYECKUX CUMIITOMOB, IaHHBIX AIEKTPOMHUOTPa(UN U OTIpeICTICHHUS

ypoBHS KpeaTuHUH(}OCHOKIMHA3HI B CHIBOPOTKE KPOBH.

(98]

Omanon omeema KINHHIECKUX CUMIITOMOB, KOHIICHTPAallMX HOHOB HATPHA U XJIOpa B
IMOTOBOM KUIKOCTHU

3ananue 17. UncTpykuus: BeiGepure oluH NpaBUIBHBIA OTBET.
JlnarHocTuueckue KpUTEpUN MyKOBHCIIMI03A!
1. XpoHn4eckne OPOHXOIKTa3bl, IPABOCTOPOHHEE PACIIONIOKEHUE CEPALIA, XPOHUUECKHE
CUHYCHUTHI;
2. rpyOble uepThl 111a, Kuockonnos, Aepopmarus rpyJuHbl, HUI3KUHA POCT, OPOK KJIallaHOB
cep/la, yMCTBEHHAs! OTCTaJIOCTh;



3.

4.

PELMINBHUPYIONINE XPOHUYECKHE THEBMOHUY, HApyIIeHHE (PYHKIIMU MO KEITYA0UHON
JKeJe3bl, MaTbaOCcopOIIHsl, OOMIIBHBIN 3JIOBOHHBIHN CTYI;

3a/IepKKa pOCTa, MHOXKECTBEHHBIN JU30CTO3, IOMYTHEHHE POTOBUIIbI, TIOBBIIIICHHAS
AKCKPEIHS TJIMKO3aMUHOTIIMKAHOB (MYKOIIOIMCaXapuI0B) C MOYOM.

Omanon omeema peUANBUPYIOIINE XPOHUUECKUE THEBMOHHUH, HapylIeHHe QyHKINN
HO/DKETYI0YHOM JKee3bl, ManbadcopOIHst, OOMIIBbHBIN 3T0BOHHBIHN CTYJ

3ananue 18. UncTpykuus: Boeibepure ouH MpaBUIbHBINA OTBET.
Jlnarnoctuueckue Kputepuu HelipopudpomaTosa:

1.
2.

BpO)KZ[eHHBIﬁ TIOpOK cepAlia U MMOPOK Ppa3BUTHUA J'Iy‘ICBOI‘/JI KOCTU U €€ NPOU3BOJHBIX;
MHOXCCTBCHHEBIC MMT'MCHTHBIC IIATHA HA KOXKE, OITYXOJHU KOXHBIC, ITIOAKOXHBIC U 110 X014y
HEPBHBIX BOJIOKOH, CKOJIMO3, INTMOMBI 3pUTCIIBHOT'O HEPBA,

. cebopeitHbIe aJIeHOMBI Ha IIEKaX, JCMUTMEHTHPOBAHHbIE TISITHA, «KO(GEHHBIC» MATHA,

Cyaoporu, yMCTBCHHasA OTCTAJIOCTh;
aHEMUs, TCIIaTOCIITICHOMET aJIus, «OanIeHHBIN» YcpeIl, BOAAHKA IJI0AA.

Omanon omeema MHOKESCTBEHHBIC IINTMEHTHBIE IIATHA HA KOX€, OITYXOJIM KOXXHBIC,
IMOAKOKHBIC 1 110 XOAY HECPBHBIX BOJIOKOH, CKOJIMO3, INTMOMBI 3pUTCIIbBHOTO HEPBA

3ananue 19. Unctpykuus: Boeibepure ouH MpaBUIbHBIN OTBET.
Junarnocruyeckue KpuTepun GEeHUIKETOHYPUU:

1.
2.

JIBOMCTBEHHOE CTPOCHHE HApy>KHBIX MOJIOBBIX OPraHOB, PBOTA, JIETU/paTalIUs;
MPOTPECCUPYIONIHE OJICAHOCTD U TUTIOTPO(US, CTUICHOMET IS, BRICTYAIOIINE CKYIIBI H
J00HbBIE OYTpbl, «OAIIEHHBIH» Yepern, aHeMHUS;

. MHO>XCCTBCHHBIC IMT'MCHTHBLIC ITISITHA HAa KOXKE, OITYXOJIM KOXKHBIC, ITOJKOXHBIC U 110 X0y

HCPBHBIX BOJIOKOH;
OTCTaBaHUC B IICUXOMOTOPHOM PAa3BUTHUMH, MHKpOHGq)aHHﬂ, TUIIOIMUIMEHTANMs BOJIOC U
KOXH.

Omanon omeema oTCTaBaHUE B IICUXOMOTOPHOM pPa3BHUTHH, MI/IKpOI_Ie(baJ'II/IH,
TUIIOMMUIMEHTANMA BOJIOC 1 KOXH.

3ananue 20. Unctpykuus: Beibepure oiuH NpaBUIBHBIA OTBET.
JlnarHoctTuueckre Kputepun cuaapoma Mapdana:

1.
2.

OTCTaBaHUE B IICUXOMOTOPHOM Pa3BUTHH, MUKpoOLIe(anus, THIIONUTMEHTALHS;
MOJIBBIBUX XPYCTAJIMKA, TUIIEPIOABHKHOCTh CYyCTaBOB, BODOHKOOOPA3HOE BJaBJICHUE
I'PYAMHBI, BBICOKUI pOCT, aHOMAJIbHBIN POCT 3y00B;

. YMCTBCHHAasA OTCTAJIOCTb, MAKPOOPXUAU3M, AJIMHHOC JINIO, BBICOKHI J'IO6, MaCCHUBHBIN

0/100pOI0K, OTTONBIPEHHBIE YIIIH.
'uneprenopusm, OpaxuIaKTUINS, KPUIITOPXU3M, HU3KUI POCT, TTAX0Basi IpblKa yMepeHHast
YMCTBCHHAA OTCTAJIOCTDH

Omanon omeema MOABLIBUX XPYCTAJIMKA, TMIICPIIOJABUKHOCTE CYyCTaBOB,
BOpOHKOO6pa3H06 BIaBJICHUC I'PYANHBI, BBICOKHM pocCT, aHOMAaJILHBIN pocT SY6OB

3ananue 21. Unctpykuus: BeiGepute o1vH NpaBUIBHBIN OTBET.
JlnarHocTUYeCKre KPUTEPUU aIpEeHOTeHUTAILHOTO CHHAPOMA!

1.

2.

TUIIEPTEIOPU3M, OpaxXuIaKTUIINS, KPUITOPXHU3M, HU3KUH POCT, TaXOBbIE IPbIKU, YMEPEHHAs
YMCTBEHHAs! OTCTAIIOCT;

TOHA/Ibl NTPEJICTABIIEHBI IMUKAMU, HapY KHbIE [10JIOBbIE OpraHbl CPOPMUPOBAHBI IO
KEHCKOMY THILY, BTOPUYHbIE 0JIOBbIE PU3HAKU HEJIOPA3BUTHI, KapuoTun 46, XY
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. [Mporpeccupyromas BUupujinsanusa, yCKOPpEHHOC COMAaTUYCCKOC Pa3BUTUC, ITOBBIIICHHAA

3KCerHI/ISI FOpMOHOB KOpI)I HaAAIIOYCYHUKOB,
YMCTBEHHAsI OTCTAIOCTh, MAKPOOPXHUIU3M, OTTOMBIPEHHBIE YIIIH, JJIMHHOE JTUIIO,
MaCCHUBHBIN MOAO0POIOK.

Omanon omeema Nporpeccupyolias BUpHUIN3ALHs, YCKOPEHHOE COMaTHUECKOe
pa3BUTHE, MOBBILIEHHAS SKCKPEIUsl TOPMOHOB KOPbI HAAMIOYEYHUKOB

3ananue 22. UncTpykiws: Beidepute oiuH MpaBUIbHBINA OTBET.

DTHOJOTHUYECKUE TeHETHYECKHE (aKTOPHI IPU MYJIbTH(HAKTOPHATILHOMN MTaTOJIOTHH:
JICHCTBUE IBYX aJlICIICH FeHa OJTHOTO JIOKYCa;

MUKPOIEICIIMN U IPYTHEe MHKPOIEPECTPOUKH KaKOH-THOO0 XPOMOCOMBI,

3¢ (}HeKT eqMHIYHOTO IeHa;

aTUTUBHBIN 3((HEKT MHOTHX TCHOB C Pa3IMYHBIM OTHOCHUTEIBHBIM BKJIAIOM KaXI0TO B
naToreHes

Omanon omeema aJIIUTHUBHBIN 3(b(I)CKT MHOT'UX I'CHOB C pa3JINYHbIM OTHOCUTCIIbHBIM
BKJIaJOM KaXJ10T'0 B IIaTOT'CHE3

3ananue 23. Unctpykuus: Beibepure oluH NpaBUIBHBIA OTBET.

OnHO U3 yCIIOBHIA IPOBEIEHUS MACCOBOIO OMOXUMHUECKOT0 CKPUHUHI'A HOBOPOXKICHHBIX
HU3Kasl 4acTOTa TeHa 0OJIC3HU B MOIYJISIINY;

. OTCYTCTBUE METOJIOB MATOT€HETUYECKOT0 JICUECHUS;

HaJIMYHe OBICTPOTO, TOYHOTO, TPOCTOTO B BHIIOJIHEHUU M HEAOPOTOTO METO/Ia TMAarHOCTUKH
OMOXMMHUYECKOTO e(eKTa;

. BBIPQXEHHBIN KIMHUYECKUN TOIUMOP(GU3M OOJIE3HHU.

Omanon omeema HAINUUE 6BICTp0FO, TOYHOI'O, IIPOCTOTO B BLIMMOJJTHCHHUHN U HEAOPOTOoro
METOda NTUAarHOCTUKH OMOXMMUYECCKOTO z[e(beKTa

3ananue 24. Unctpykuus: BeiGepure ouH NpaBUIBHBINA OTBET.
K xnmHMYecKuM NposiBICHUSIM CUHIpoMa Diepca-JlaHino oTHOCUTCS:
. BripaxkeHHas yMCTBEHHAasi HEIOCTATOYHOCTh
. I'umormikemus
. ITaronornyeckast XpynkocTh TKaHEN
. I'eMmopparunyeckuii CHHIpOM

Omanon omeema Ilaronorndeckas XpynkocTb TKaHEN

3ananue 25. UncTpykuus: Beibepure oiuH NpaBUIBHBIA OTBET.
3anepkKa pocTa, COMPOBOKAAIOIIAACS JTAKTATAIIMI030M U HHCYJIBTOMOAOOHBIMU STTU301aMU
XapakTepHa JJIs:
. MyxkoBuciugo3a
. MuroxoHipuaibHOT0 3a00JI€BaHUS
. I'mukorenosos
. Heiipodubpomarosza
Omanon omeema MUTOXOHAPUAILHOTO 3200JI€BaHUS

OIIK- 5:
3agaHusi OTKPBHITOrO THIA:
3amanne 1 OnpeneneHue MOHATHS XPOMOCOMHBIX OOJIE3HEH



OTajloH oTBeTa: XPOMOCOMHBbIE OOJIe3HHM - Oombllas rpynmna HacleICTBEHHBIX Ooyie3Hell ¢
MHOECTBEHHBIMU BPOX/ICHHBIMHU MTOPOKAMU Pa3BUTHS. B UX OCHOBE JiekaT XpOMOCOMHBIE WIIN
TCeHOMHBIE MyTallii. JTH JiBa Pa3HBIX THIA MyTallMid JJIs KPATKOCTH OOBEAUHSIOT TEPMHUHOM
«XPOMOCOMHBIE aHOMAITI

3aganue 2 OnpeneneHne TOYKOBBIX MyTaIui

Omanon omeema OAHOHYKICOTHIHbBIE 3aMEHbl U HEOOJbIINE JIEIELUU MOXHO OINpPENeNUTh C
nomMomeio rubpuauzammu obpasua JIHK ¢ amnenscnenuduuHbIMEA - OJUTOHYKJICOTHIHBIMU
npobamu U TpoBeeHus awienbenenuduueckon [P, s nposeaenus duroopecrentaon TP,
B KOTOPOM @il OyayT OTJIMYaThCs IBETOM (DIIOOPECIEHIMH, MOXHO M0100paTh
YHHBEPCAJIbHBIE TIPAUMEPhI U ajlIeNbCenn(puuHbie 3006 Ecian amienscnenupuunbe mpoosl
10100paTh CTHIK B CTHIK, @ UX KOHIBI CHAOJUTh YHUBEPCAIBHBIMU MPAMMEPAMH, TO MOKHO
MIPOBECTU MPOCTYIO WM MYJIbTHUIUIEKCHYIO JIMTa303aBUCUMYI0 amiundukanuio. Kpome toro, B
OOJILIITUHCTBE CIy4YaeB ¢ MOMOIIBI0 KOMITBIOTEPHOT0 aHainu3a nocienoBarenbHoctu JJTHK MoxxHO
OOHAPYKHTh, YTO UCCIEMYEMBIM MOIMMOPHHU3M M3MEHAET TOCIIEN0BATENBHOCTD, CIEHPUIHYIO
JUTSL OJTHOM M3 COTEH M3BECTHBIX B HACTOAIIMM MOMEHT OAKTEPUATBHBIX PECTPUKTA3

Baganue 3 OnpezeneHre NPOTSKEHHBIX JeIEHH

Omanon omeema: TIpOTsHKEHHBIE NENELHMH - OJHU U3 CAMbIX CIIOKHBIX MYTAI[UH HE TOJIBKO JJIs
IOMCKa HOBBIX, HO M JJIs OIpENEICHHs] B IMAarHOCTUYECKUX LIENAX YK€ U3BECTHBIX. HacTo ux
OIIPENENIAIOT 0 OTCYTCTBUIO THOPUAN3ALMOHHOIO CUTHAIA WIK €r0 OCJIA0JCHHUIO B PA3JIMYHBIX
NPUIOKEHUAX - OT rudpuauzanuu no CaysepHy 0 aHalIM3a LIUTONEHETUYECKUX MPEnapaToB ¢
MOMOMLIBIO  (IIFOOPECIEHTHBIX  30HI0B. JIIsi KIMHHYECKOM JMATHOCTHKH pPaspabaThiBAOT
MeToauKu Ha ocHOBe [TLIP ¢ OlleHKON CpPaBHUTENBHON MHTEHCUBHOCTH MOJIyYaEMBIX aMILTUKOHOB.

3ananue 4 OnpeneneHyue TaHAEMHBIX TIOBTOPOB

Omanon omeema: JIns onpenenceHus] 4uciia TaHAEMHBIX IIOBTOPOB B OOJIBILIMHCTBE CIIy4acB
JIOCTaTOYHO MPOBEACHUS aHAIHM3a MOTUMOp(H3Ma JUTMHBI aMILTH(QHUIMPOBAHHBIX (PParMEeHTOB C
MIOMOIIIBIO 3JIEKTpodope3a B aKpWIAMUIHOM Telie WIH KamWUIBIPHOTO 3JeKTpodopesa. Pexe
TpeOyeTcs UCII0JIb30BaHNE THOPUAN3AIIMOHHBIX TEXHUK, TAKUX Kak ruOpuan3anus no CaysepHy.

3amanne 5 CpaBHHUTENbHAs reHoMHas ruopunmzamus (Comparative Genomic Hybridi zation —
CGH)

Omanon omeema: CGH — KoHKypeHTHas ruOpuau3anus in situ Ha HOPMAJIbHBIX MeTa(a3HbIX
IUTACTHHKAX 3/I0pOBOTO yenoBeka AByxX reHoMHbIX JJHK-6ubmuorek. OnHa n3 HUX MmoiydyeHa U3
AHAJM3UPYEMOM TKaHW, BTOpas — W3 KOHTPOJBHOTO 00pasua, B3ATHIX B SKBUMOJSAPHBIX
KOJINYECTBAX W MEUEHHBIX pasHbIMHU Qurroopoxpomamu. CoBpeMeHHbIE MOAM(HUKAINN METO/a
MO3BOJISIFOT TPOBECTH THUOPUAM3ANMI0O HE TOJBKO Ha MeTada3HBIX XpPOMOCOMax, HO M Ha
MHKPOYHIIAX, NIPEACTABICHHBIX HabopaMu KiIoHupoBaHHBIX (pparmentos JJHK. Takon BapuaHT
rubpuausanun u3secteH kak matpudanas CGH (array CGH). Uctounukom ananusupyemon JJHK
MOTYT OBITh JIIOOBIE AAPOCOAEPIKAIIME KIETKH OPraHU3Ma: JIMMQpOLKUTHI HepU(GEPHIECKON KPOBH.
(GuOpoOIaCcThl, KJIETKH aMHUOTUYECKOHM JKHUAKOCTH M XOPHUOHA, OTIECNIbHBIE OJaCTOMEPBI WIIH
HOJISIPHBIE TEblA, a TAKXKe O0pasibl OIMyXOJEBOW TKaHU. JIJIsl MCCIENMOBaHUS MOXKET ObITh
JIOCTYIIEH W apXHMBHBIA Marepuall, 3a)MKCHPOBAHHBIMA B (OPMAIMHE M 3aKIIOYEHHBIM B
napaduHoBbIe 6110k, B xauecTBe ncrounnka JJHK 1y1s KOHTPOIEHON OUOINOTEKH, KaK IIPABHIIO,
MCTIOJB3Y 0T TMM(OLMTHI TEPU(EPHIECKON KPOBU MYKUHMHEL.



3ananue 6 ['eHbl npeapacnooKeHHOCTH

Omanon omeema: I'eHbl MPepacloNOKEHHOCTH — 3TO MYTaHTHbIE T€HbI (aJUIEiH), KOTOpbIE
COBMECTUMBI C POXJIECHHEM U XU3HBIO B IOCTHAaTAJIbHOM MEPHUOAE, HO IPU ONpejie- JIEHHBIX
HEeOJIaronpusATHBIX YCIOBUAX CIOCOOCTBYIOT Pa3BUTHIO TOI'O MJIM MHOTO 3a00JIeBaHUs

3aganue 7 MykoBuciuo3 OO0mas xapakTepucTuka. [ [puHIUIb THarHoCTUKY.

Omanon omeema: SIBisieTcs HaCIEICTBEHHBIM 3a00JIEBAHUEM KEJIe3 BHEILIHEN
CEKpEeLUH, IPOSBISIETCS B MIEPBYIO OUEPEIb MATOJOTHEN CO CTOPOHBI XKETYJOUHO-KUILIEYHOTO
TpakTa U JbIXaTeNIbHOM cucTeMbl. [IoBbIIIEHHAs BA3KOCTh CEKPETA YKEJE3 BHEIIHEN CEKpEeLMH
HPUBOJIUT K XPOHUUECKOMY BOCHAIIUTEILHOMY ITPOLIECCY B JIETKHUX, SK30KPHHHOM
HEIOCTaTOYHOCTH TOJKEITYTOYHOH JKeJIe3bl, FenaToOnIMapHoOi MaTOJIOTHH U aHOMAIIEHO
BBICOKOMY COZIEP’KaHUIO 3JIEKTPOJIUTOB B NOTE. /IMarHo3 CTaBsAT Ha OCHOBAHUU JITAHHBIX
UCCIIEIOBaHMS MTOTA WM HISHTU()UKALMY 2 BApUAHTOB T'€HA, BBI3BIBAIOLINX MYKOBUCIIHIO3, Y
OOJIBHBIX C MOJIOKUTEIBHBIM PE3yJIbTATOM HEOHATAIbHBIX CKPUHUHT-TECTOB UJIM XapaKTEPHBIX
KJIMHUYECKUX NpU3HaKoB. OTBETCTBEHHBIN I'EH JIOKAIM30BaH HA JJIMHHOM IIJIEY€ XPOMOCOMBI 7.
OH Koaupyer MeMOPaHOACCOLMUPOBAHHBIIN O€JI0K, Ha3bIBAEMbIIl MyKOBHCLIU03HBIM
TpancMeMOpaHHbIM peryisitopom npooauMoctu (CFTR). Haubonee pacripoctpanennas
Bapuantamu rera, F508del, Bctpeuaercs npumepno y 85% amneneii; Obuin
unentuduuuposansr> 2000 menee pacnpoctpaneHHbx BapuanTtoB CFTR.

3ananue 8 AHOMaINU MOJOBBIX XPOMOCOM

Omanon omeema: AHEYIJIOUIUU TIO TOJOBBIM XPOMOCOMaM, KaK MpPaBUJIO, XapaKTEPHU3YIOTCA
0oJiee MITKUMU KIIMHUYECKUMH CUMIITOMaMU 110 CPABHEHHIO C TUCOATaHCOM YMCIa ayTOCOM. Y
YeJIOBEKA OHHU IIPEACTABICHB MOHOCOMHMEM IO XPOMOCOME X M Pa3jIMYHBIMU BapPUAHTAMM
HOJIMCOMHH TI0 TOJIOBBIM XpOMOcoMaM. [10IMCOMMH T10 TIOJIOBBIM XPOMOCOMaM  JTO GOJbIIas
Ipylma  XpOMOCOMHBEIX  OOJIE3HEH,  NPEJCTABIECHHAs  Pa3MYHBIMU  KOMOMHAIIMAMM
JOTIOJTHUTEIBHBIX X- WM Y-XpPOMOCOM, a B CIydasX MO3auIlM3Ma - KOMOWHAIUSAMH Pa3HbIX
KiIoHOB. OOImas 4YacTtoTa TOJHUCOMHUU IO X- WIM Y-XpPOMOCOMaM CpEId HOBOPOXKICHHBIX
cocraBisgeT 1,5:1000-2:1000. B ocaoBHOM 3T0 moaucomun XXX, XXY u XYY. MozanyHsle
(opMBI COCTABIISAIOT IPUMEPHO 25%

3amanne 9 KIMHUKO-IIUTOTEHETHYECKAsh XapakTepUCTHKa cuHApoMa CHHAPOM TPHUILIO-X
(47,XXX)

Omanon omeema: Cpenu HOBOPOXKACHHBIX ACBOYEK dacToTa cHUHApoma cocrtaBiser 1:1000.
Kenmuuel ¢ kapuotunoM XXX B MOJHOM WM MO3aWYHOM BapUaHTE MMEIOT B OCHOBHOM
HOpPMaJbHOE (U3MYECKOE M IICHMXUYECKOE Pa3BUTUE, OOBIMHO BBIABIAIOTCA CIYYaMHO MpH
oOcienoBaHuu. ITO  OOBSCHSAETCST TeM, UYTO B  KIETKax JBE  X-XPOMOCOMBI
reTepoXpPOMAaTHHU3UPOBAHKI (JBa TEJNblIa MOJIOBOTO XpOMAaTHHA), a (YHKIIMOHUPYET JIHIb OHA,
Kak ¥ y HOPMaJIbHOM KEHIIMHBI. Kak mpaBuiio, y )eHIIUHBI ¢ KapuoTUIoM XXX HET OTKIOHEHHH
B IIOJOBOM pa3BUTUH, OHA UMEET HOPMAJIbHYIO IUIOJOBUTOCTb, XOTS PHUCK XPOMOCOMHBIX
HapyLIEHHH Y TOTOMCTBA U BOSHMKHOBEHUS CIIOHTAHHBIX aDOPTOB MOBBIIIEH. MHTEILIEKTyalbHOE
pa3BUTHE HOPMAJILHOE WJIM HAa HIDKHEH TPAHUIIE HOPMBI. JIUIIb y HEKOTOPBIX JKEHIIUH ¢ TPHUILIO-
X ecThb HAapyLIEHUS PENPOLYKTUBHOM (DYHKIMH (BTOPHYHAS aMEHOpEs, AMCMEHOpES, PaHHsASA
MEHoTay3a u Jp.).



3ananue 10 Kiimauko-uToreneTnueckas xapakrepucrtuka cuaapoma Cunapom Knsiipensrepa
Omanon omeema: ITOT CUHAPOM (B TOJHOM M MO3aMYHOM BAPUAHTAX) BCTPEYAETCS C YACTOTOU
1:500-750  HOBOpOXJEHHBIX  MainpuukoB. [IpucyrcTtBue  Y-XpOMOCOMBI  ONpEneIser
(opMHpOBaHHE MYKCKOro mnoisa. J[o mepuosa mojJoBOrO CO3pEBaHMS MAaJbUUKU Pa3BHBAIOTCSA
MOYTH HOPMAJILHO, JIMLIb C HEOOIBIINM OTCTABAHMEM B IICUXMYECKOM Pa3BUTHHU. | €HETUUECKHH
NUCOATaHC B CBS3H C I06ABOYHOU X-XPOMOCOMOH KIMHUYECKU MPOSIBISETCS B TIEPHOJT TIOJIOBOTO
CO3pEeBaHMsI B BUJI€ HEOPA3BUTHUS IMUEK U BTOPUUHBIX MY>KCKHX ITOJIOBBIX IPU3HAKOB. bosibHBIE
MMEIOT BBICOKHH POCT, KEHCKUM THUII TEJIOCIOKEHHS, THHEKOMACTHIO, ClIab0€e OBOJIOCEHHUE JIUIIA,
HNOJMBIIIEYHBIX BMAJUH M JIOOKA. SIMYKM yMEHBIIEHBI, THCTOJIOTHYECKH OOHApYKMBAIOTCS
JiereHepanysi TePMHHATUBHOIO DSIUTENUS M THUAIMHO3 CEMEHHBIX KaHATUKOB. boibHbIE
OecIuIoJHbI (a300CTIEPMUs], OJTUTOCTIEPMHUS).

3ananue 11 Knunuko-nuroreHeTnueckas xapakrepuctuka cuaapoma Cunapom llepemeBckoro-
TepHepa

Omanon omeema: D10 eIUHCTBEHHAss (opMa MOHOCOMHH Y KUBOpoxkaeHHBIX. He menee 90%
3auatMu ¢ Kapuotunom 45,X aGoprupyercs crmoHTaHHo. Monocomust X coctasuser 15-20%
CpelIu BceX aHOMaJbHBIX KapUOTHIOB abopTycoB. Yacrora cunapoma lllepemesckoro-Tepuepa
paBHa 1 : 2000-5000 HOBOpOXIEHHBIX AeBOYEK. LluToreHeTnka CUHIpPOMa MHOrooOpa3Ha.
Hapsity ¢ MCTHHHOM MOHOCOMHEM BO BCeX KieTkax (45,X) Bcrpewarorcss apyrue (Gopmbl
XPOMOCOMHBIX AHOMAJIMM MO TOJIOBBIM XPOMOCOMaM. DTO JAEJIENHMU KOPOTKOrO MM UIMHHOTO
mieda X- xpomocombl [46,X,Xp-; 46,X,Xq-], umzoxpomocombl [46,X,i(Xq); 46,X,1(Xp)],
KOJIbIIEBBIE XpoMO- coMbI[46,X,R(X)], a Taxke paznuyHble BapuaHThl Mo3aunu3ma. Jlums 50-
60% mnanuentok ¢ curapomom lllepemeBckoro-TepHepa UMEIOT NPOCTYIO MOJIHYH) MOHOCOMMUIO
(45,X). EnunctBennas X-xpomocoma B 80- 85% ciiydaeB nMeeT MaTepHUHCKOE MPOUCXOKICHUE
u juib B 15-20% - oTioBckoe. B ocTanbHBIX Cllydasx CHHAPOM OOYCIOBIIEH Pa3HOOOpa3HBIM
moszaunusmMoM (B nenom 30-40%) u Gojiee peAKMMM BapMaHTaMH JEJIELHH, HU30XPOMOCOM,
KOJIBLIEBBIX XpOMOCOM. KITMHUYECKU CHHIPOM MPOSIBISETCSA B 3 HANIPABJICHUSIX: * TUIIOTOHAIU3M,
HEJIOPa3BUTHUE TOJIOBBIX OPraHOB M BTOPWUYHBIX MOJIOBBIX MPHU3HAKOB; * BPOXKICHHBIE MOPOKHU
pasBuTHs; * HuU3KMH pocT. CO CTOPOHBI TOJOBOUM CHCTEMBI OTMEYAKOTCS OTCYTCTBHME TOHA
(arene3us roHajn), TUIOIJIA3Us MAaTKU M MaTOYHBIX TpyO, MEpBUYHAS aMEHOpes, CKyIHOe
OBOJIOCEHHE JTIOOKA M TOJIMBIILIEYHBIX BIIAJNH, HEIOPA3BUTHE MOJIOYHBIX YKeJe3, HeI0CTaTOYHOCTh
ACTPOTE€HOB, U30BITOK TUITOPU3APHBIX TOHAIOTPOIHHOB.

3ananuel2 YucnoBble HapyLIEHUS AyTOCOM.

Omanon omeema: C KINMHAYECKOM TOYKM 3PEHUS UHUCJIOBBIE HAPYIIEHHS ayTOCOM
XapaKTepU3YIOTCS CIEAYIOIMMI OCHOBHBIMHU MPU3HAKAMH: -BHYTPHYTPOOHAs M MOCTHATAJIbHAS
3a[epKKa POCTA; -KOMIUIEKC IUCMOP(OHUECKUX HApYIIEHWH, OCOOEHHO aAHOMAIMH JIHIIA,
JUCTATBHBIX OTAEIOB KOHEYHOCTEH M IOJIOBBIX OPraHOB; -BPOXKIEHHBIE TOPOKH DPa3BUTHUS
BHYTPEHHUX OPTraHOB, Yallle BCEI0 - MHO’KECTBEHHBIE; ~-HAPYIIEHUS! YMCTBEHHOT'O pa3BUTHUs. XOTs
NPUCYTCTBHE JIOOOM M3 3THX YETHIPEX IPYIIN MPU3HAKOB HE CUUTAIOT OOA3ATENBHBIM MPH TOM
WJIM MHOM CHHJIPOME, YMCTBEHHAS OTCTAIIOCTD - OJIHO U3 HaKMOO0JIee TUITMYHBIX HAPYLICHHUH.

3amanue 13 KiumHuko-uMroreHermdeckass XapakTepucTuka cuHzapoma JlayHa (Tpucomus
XpoMOCOMBI 21).



Omanon omeema: Hanbonee pacrpocTpaHeHHOE XPOMOCOMHOE 3aboneBanue. lonmynsaironHas
yactoTa coctaiseT 1:600-700 HoBopoxkaeHHbIX. L{luTOreHeTnueckue BapuanTel cMHIpoMa /layHa
pazHooOpasuel OcHOBHYIO 100 (10 95%) COCTAaBIAIOT Clydad IIOJHOM Tpucomunm 21,
BO3HUKAIOIIME BCIEACTBUE HEPACXOKIEHHS XPOMOCOM B MeHO3e. BKiajg MaTepuHCKOro
HEpacxoXXJeHUsl B raMeTnueckue Gpopmel 6one3Hu coctasiseT 85- 90%, a OTIIOBCKOTO - TOJIBKO
10-15%. ITpumepHo 75% HapyLIeHHH BO3HUKAIOT B IIEPBOM JEIECHUH MEH03a y MATEPH M TOJIBKO
25% - Bo BropoM. Oko110 2% meTer ¢ CUHAPOMOM JlayHa MMEIT MO3audHble (JOPMBI TPHCOMUM
21 (47,+21/46). IlpumepHo 3-4% OOJIBHBIX UMEIOT TPAHCIOKALMOHHYIO (OpPMY TPHUCOMHUHU TIO
THUIy POOEPTCOHOBCKMX TPAHCIOKALMU MEXIY aKpOIEHTpHYecKuMU xpomocomamu (D/21 wu
G/21). Oxoyio OJHOW YETBEPTH TPAHCIOKALMOHHBIX (OPM HACIEAYIOTCA OT POIAHUTENEH-
HOCHTEJIEH, TOT/Ia KaK TPU YE€TBEPTU UX BO3HUKAIOT de novo. OCHOBHBIE KIIMHMYECKUE TIPU3HAKH
CHHIpOMA: THIIMYHOE IUIOCKOE JIUIO, Opaxuuedanus , aHOMaluu riia3 (MOHIOJIOMIHBIM paspes3
IJ1a3, SUKAHT, NaTHA Bpyniduibna, paHHss KaTapakTa , MUONHS ), OTKPBITHIM POT, aHOMAJIMH
3y00B, KOPOTKMH HOC, IUIOCKas MEPEHOCHIA, U30BITOK KOXKM Ha Ilee, KOPOTKHE KOHEYHOCTH,
TONepeYHasl YeThIpEXMasbleBas JaJ0OHHas CKIalKa, HIMPOKMH IIPOMEXyToKk mexmy | u 11
nanbliaMd CcTOnbl. M3 MOPOKOB BHYTPEHHUX OPraHOB YAaCTO OTMEYAIOT BPOXKIACHHBIE MOPOKU
cepana (medEeKTHl  MENOKETYIOUKOBOM M MEXKIPEIACEPIHON  IIEPETOPOJIKH,  OTKPBITHIM
aprepuanbibin  1npotok) u  JKKT, KoTOpele B 3HAYMTENHLHOM CTENEHH  ONPEAEISIOT
IPOIOJKUTEIBHOCTD KU3HH MAIIMEHTOB ¢ CUHAPOMOM JlayHa. BonbIIMHCTBO GOJIBHBIX CTPAAAIOT
YMEPEHHOM MJIM TSDKEJION CTENEHBI0 YMCTBEHHOU OTCTAIOCTH. Bosiee MArkue PeHOTUIMYECKHE
NPU3HAKA XapaKTePHBI IS MAMEHTOB C MO3aMYHBIMU (POPMAaMU CHHIPOMA.

3aganue 14 KnuHUKO-IIMTOreHETUYECKas XapaKTepucTuka cuaapoma Ilaray.

Omanon omeema: llonynsuuronHas yactota BapbupyeT B quanazone 1:7800-14 000. 3a6oneBanue
BO3HUKAET MPEHMYIIECTBEHHO BCJEICTBUE TPHUCOMHUU XPOMOCOMBI 13, Kak mpaBuio,
MAaTEPUHCKOTO TMPOUCXOXKACHHs. KpoMe TOro, pa3BUTHE CHHIpPOMAa MOXKET OBITh CBSI3aHO C
TPAHCIOKAIIMOHHBIMH BapuaHTaMu (POOEPTCOHOBCKHE TPAHCIOKAIIMH), MO3AHYHBIME (DOpMaAMH,
JOIIOJHUTENBHOU KOJIBLEBOU XpoMocomon 13 u u3oxpomocomamu. Knunndecku cunapom Ilatay
XapaKTepu3yeTcs MUKponehanuet, paculeIMHAMI BEPXHEN T'yObl U HEOA, HU3KO MMOCAKEHHBIMH
ne(OPMHUPOBAHHBIMH YIIHBIMH PAaKOBMHAMH, MHKPOT€HHMEH, THIIOTEIOPU3MOM, IUCILIA3HEH
CETYATKH, MOJMAAKTHINEHN, TONEPEYHON JIaJOHHON CKIIAJKOM U MHOYKECTBEHHBIMH MOPOKAMM
BHYTPEHHUX OPTaHOB: BPOXKJIEHHBIMU MOPOKaMH cepima (IedeKThl MeperopopioKk M KPYIHBIX
COCYZIOB), HE3aBEPIICHHHIM TIOBOPOTOM KHUIIEUYHHKA, MOJUKHUCTO30M TIOYEK U YABOCHHUEM
MoueTouHuka. OOHapyKUBAIOT KPUNTOPXU3M, THUIIOIUIA3MIO0 HAPYXKHBIX TIOJOBBIX OPraHOB,
yIBOEHHME MATKH U Biaranuma. s 1eTer XapakTrepHa riy0okas uauotus. IIpoJonKuTenbHOCT
KU3HU, KaK MPABUIIO, COCTABIISIET 2-3 MEC U PEJIKO JOCTUTAET OJTHOTO IoJIa.

3amanne 15 KnuHuko-1uToreHeTnyeckas XxapakTeprucTuKa CHHApoMa DBapca.

Omanon omeema: llonymsuuonHas 4actora cocrtasiser 1:6000-8000 ciydaeB. Btopoe mno
pacnpocTpaHeHHOCTH Tociie cuHapoma JlayHa XpomocomHoe 3a0oiieBaHue. bBOJBIIMHCTBO
caydaes (90%) cBA3aHO ¢ MOIHOU (GOPMOH XPOMOCOMBI 18, BO3HHKAIOILEN BCIIEACTBHE OIIMOOK
IIEPBOrO JIEJIEHHS MEN03a y Marepu. TpaHCIOKALMOHHBIE BAPHAHTHI PETUCTPUPYIOT KpauHe
penxo. KpuTH4ecKMH PEruoH, OTBETCTBEHHBIM 3a (OPMHMPOBAHHME OCHOBHBIX KIMHUYECKUX
IIPU3HAKOB CUHAPOMA, - cerMeHT 18q11. HoBoposxkieHHbIE ¢ CMHIpOMOM DBap/ica UMEIOT MAITyIO
maccy Tena. OCHOBHBIE JMAarHOCTUYECKHWE TPU3HAKKM 3a00JeBaHMA:  JoJuxouedanus,
TUTIEPTEIOPU3M , HU3KO MOCAKEHHBIE YIIM aHOMAJILHOM (POPMBI, MUKPOTHATHS , MUKPOCTOMHS M



CKOLICHHBIM MOA0OPOJOK. BO3MOXHBI aHOMAJMK DPa3BUTUS KOHEYHOCTEM, OTCYTCTBUE
JUCTAILHON CKJIAJKM Ha MHU3HHIE W TUIOIUIa3Us HOTTeW. M3 MOPOKOB BHYTPEHHUX OPraHOB
XapaKTCPHBIMHU  CHHUTAIOT KOM6I/IHI/Ip0BaHHBI€ IMOPOKHU CepIIeLIHO-COCYI[I/ICTOI:I CHUCTEMBI,
HGS&BCpIHGHHBIﬁ MMOBOPOT KHIICYHHKA, MOPOKH PA3BUTHUA IMOYCK W KPUIITOPXHU3M. OTtMmeuaroT
3aCPIKKY IMMCUXOMOTOPHOI'O pa3sBUTUA, UAUOTHUIO, I/IM6CHI/IJ’IBHOCTB. HpOI[OJ'I)KHTeJ'IBHOCTI) JKU3HU
OOBIYHO HE TPEBBINIACT OJHOTO Toxa. Tpucomuu 1o Xpomocomam 8, 9 u 14 cpemu
HOBOPOKJIEHHBIX PETUCTPUPYIOT peaKo. ONMCaHbl eMHUYHBIE CITyYal HEKOTOPBIX TPUCOMHH.

3ananue 16 KnuHuko-nmuTOreHeTnyeckas XapakTepucTuka CHHAPOMa TPUCOMUH 110 Xp 8.
Omanon omeema: Peaxoe 3aboyeBanne, 9acToTa KOTOPOro B momyssiiuu coctaiseT 1:50 000.
Bosnukaer B pe3ysibTare XpOMOCOMHOTO HEPACXOXKICHHS B COMAaTHUYECKUX KJIETKAaX Ha PaHHUX
CTaaUAX pa3BUTHA. TpUCOMHS 8 TaAMETHYECKOTO MPOUCXOKIACHHUS XapPaKTEPU3yeTCs, KaKk OBLIO
OTMEYEHO BBINIE, PAHHEM OJMOPHOIETATBHOCTBIO. Y HOBOPOKIEHHBIX OOHAPYKUBAIOT Kak
NOJIHBIE, TaK MW MoO3auyHble (OpPMBI TPUCOMHHM, TMPU O3TOM KOPPEISALHUsS MEXIy
PacIpOCTPaHEHHOCTHIO aHEYINIOMIHOTO KJIOHA U TSKECThIO 3a00JIeBaHMsI OOBIYHO OTCYTCTBYET.
OCHOBHBIE JTMATHOCTHYECKUE TPU3HAKM CHHIPOMA: Makpouedaaus, MUKPOTHATHS, MACCUBHBIM
BBICTYIAIOIIKMHU JI00, IMMPOKAs CIIMHKA HOCA M OOJIbINKE OTTONLIPEHHbIE yiiu. Cpeay aHOMaIuK
cKkenera oOHapyKMBalOT 100aBOYHBIE peOpa M MO3BOHKHU, 3aKPbIThle CIMHHOMO3IOBBIE TPHIKH B
IIEMHOM U IPYZHOM OTJEIE O3B0 HOYHHMKA, AILIA3HI0 M TUIOIUIA3UI0 HAJKOJIEHHHKA, a TAKKE
KOpPOTKyI0 Mmer0. OTMEYaloT MHOXKECTBEHHBIE KOHTPAKTYpPhl CYCTAaBOB, KIWHOIAKTUIIUIO U
KamMnToakTiini. Cpeau TMOPOKOB BHYTPEHHHX OPTaHOB —PACIPOCTPAHCHBI aHOMAIUU
MOYENONIOBOM (THApOoHE(PO3) M CEPAEUYHO-COCYAUCTOM CUCTEMBI (Ie(EKTBI MEPEropomoK H
KPYMHBIX COCYZIOB). Y OOJBbHBIX OTMEYAIOT 3aJIEPKKY ICUXOMOTOPHOTO M PEYEBOT0 Pa3BUTHSI.
WHTennexkT oObIYHO CHUXKEH.

3ananue 17 KiIMHUKO-IIUTOreHETHUECKas XapaKTepUCTUKA CHHpOMa TpucoMuu o Xp 9.
Omanon omeema: B OoJBIIMHCTBE ciy4yaeB 3aboseBaHue OOYCIOBIECHO HEPACXOXKIECHUEM
XpPOMOCOM Ha PaHHUX CTaaUsX Pa3BUTHs, M TOJIBKO MHOTJA OHO CBSI3aHO C TaMETHYECKUMH
MyTalsiMi. BO3MOXKHBI TOJHBIE W MO3au4Hble (opMbl. OCHOBHBIC KIMHHYECKHE MPU3HAKU:
nonuxonedanus, TIy0oKO MOCaKEHHBIE I71a3a, BBICOKUM J100, MIMPOKAs MEPEHOCHIIA, BBHICOKOE
HEO0 (9acTo ¢ PACHIENUHON ), MUKPOPETPOTHATHSL, Ae(pOPMAIMsl YIIHBIX PAKOBHH U KOPOTKAs LIESl.
OTMe4aloT aHOMAaJIHM{ CKeJIeTa, BKIIOYAIOIIMe AWCIUIA3HI0 Ta300€JApPEHHOr0 CYCTaBa, BBIBHUX
JIOKTEBOTO MJTM KOJICHHOTO CyCTaBa, MaTOJIOTHUECKHE N3MEHEHUs pedep. 113 MopoKoB BHYTpEHHHX
OpraHOB THIHWYHbI AHOMAJIUHM CEPAEYHO-COCYIUCTOM, MouenonoBon cucreM U JKKT.
BoJIBIIMHCTBO HOCUTEIEN TPUCOMUM 9 TIOrUOAIOT B TIEPBHIE 4 MEC KU3HU, IPEUMYLIECTBEHHO OT
PECTTUPATOPHBIX HHDEKIMH.

3amanue 18 MoHorenHbie (OPMBI HACIEACTBEHHBIX OOJE3HEH: KIACCH(DUKAIMS, STHOJOTHS
Omanon omeéema: MOHOIeHHBIE HACTIEICTBEHHEIE 00JIE3HU 3aHUMAIOT 0CO00E MECTO B ITaTOJIOTHH
4eJIOBEKa B CHIIy M3YYEHHOCTH MX Ipupoasl. COrnacHo 3ToM KiaacCH(MKAIUU BCE MOHOTEHHBIE
HACJIEJICTBEHHBIE OOJIE3HU JICISTCS Ha: - Ay TOCOMHBIE IOMUHAHTHEBIE, -AyTOCOMHbBIE PEIIECCHBHBIE,
-X-clleMJIeHHbIE JOMUHAHTHBIC, -X-CIETICHHbIE PEIECCHBHBIC, -Y -CLICTIJICHHbIE 3a00JIeBaHUA.
HekoTopble aBTOpHI CIOJA XK€ BKIKOYAOT MOHOIEHHBIE MUTOXOHAPHAIbHbIE 0one3Hu. OCHOBOM
Apyrou Kinaccu(pMKalM¥d MOHOTEHHBIX HACJIEACTBEHHBIX OOJE3HEH SBISAETCS TO, Kakas M3
MOJIEKYISPHBIX (DYHKIMM HAPYLIA€TCS B CIly4ae MYTalMd B COOTBETCTBYIOIIEM TreHe. Umcio
MOJIEKYJISIPHBIX (DYHKIMH y Pa3HBIX MCCIEN0BATENECH BAPBUPYET, HO B OOJBIIMHCTBE CIIy4aeB K



HUM OTHOCST CJIEAYIOLIME: CIIy4ae MYTallM¥ B COOTBETCTBYIOLIEM I'eHEe. YHCI0 MOJIEKYISPHBIX
(GYHKIMY y pasHBIX MCCIENOBATENEN BAPLUPYET, HO B OOJBIIMHCTBE CIyYaeB K HUM OTHOCAT
CIIEAYIOUINEe: -CBSI3bIBAHWE OEJIKOB C HYKJICWHOBBIMH KHCIOTaMH, (epMEeHTaTHBHBIE, -
TPAHCIIOPTHBIE, ~-MOTOPHbIE (DYHKIIUH, -PETYIISALNIO TPAHCKPHUIILNH, -CUTHAJIBHYIO TPAHCAYKIINIO,
-CTPYKTYPHYIO (PYHKIIMIO, CBS3BIBAHME C JIMTAHJIOM, -IIANIEPOHHYIO (YHKIUIO,-PErYISIII0
aKTUBHOCTH (DEPMEHTOB U T.[

Baganue 19 MoHorennsle (GOpPMBI HACIEACTBEHHBIX OOJE3HEW: OCOOEHHOCTH KIMHUYECKOM
KapTHUHBI

Oranon otBera: KimHWYeckas TeHETHMKAa BCer/la ONHpansach B CBOMX MPUHIUIAX Ha
3aKOHOMEPHOCTH, yCTAHOBJICHHBIE OJKCIIEPUMEHTAILHOM TeHeTHKOW. OJHa W3 OCHOBHBIX U
HanboJIee CTAPhIX AKCHOM KJIMHUYECKOM MEIULMHBI CBOJUTCA K TOMY, 4TO OOJIE3HB JIHOOOM
stHonoruu  (MH(GEKIMOHHON, TPaBMATUYECKOW, aIMMEHTADHOM, TOPMOHAIBLHOM M Jp.)
NPOSIBJISICTCS. HEOJMHAKOBO Yy PAa3HBIX WHAWBUIOB, MO3TOMY HYXKHO JICYUTh HE OOJIE3Hb, a
0onbHOTO. B psizie ciydyaeB KIMHUYECKash KapTUHA OJJHOTO U TOTO YK€ 3a00JICBaHHs BaPHUPYET OT
CTepThIX (OPM [0 THKEIEUIINX KIMHUYECKMX MNPOSABICHHH. DOPMHPOBaHUE KIMHUYECKOM
KapTUHBI CBSA3BIBAIOT C OCOOEHHOCTSAMM JEHCTBHS OTHOJOTMYECKMX (DAKTOPOB (HampuMep,
BUPYJICHTHOCTh BO30YyIHTENs), UCXOJHOIO COCTOSHHUS OpraHu3Ma (MMMYyHHBIM CTaTyc, OOMEH
BEILECTB), CONMYTCTBYIOIIMX YCJIOBUH (CTpecc, Temmeparypa). Kpome Toro, mpusHaercs pojb
BPOXK/ICHHBIX XApPAaKTEPUCTHK OpPraHM3Ma B IATONEHE3€ M KIMHMYECKOW KapTHHE OOJIE3HEN.
Kazanoch Obl, MOKHO OKMIATh OOJICE WM MEHEE YHHU(DMIMPOBAHHOM KIMHHYECKOW KAPTHHBI
KaKOM-JIM00 HO30JI0THYECKON (POPMBI TE€HHBIX OOJIC3HEM, MOCKOJIBKY STHOJOTMYECKHH (aKTOp
I71s BCeX OONIBHBIX € 9TOM (POPMOM OJIMHAKOB (MyTalys B COOTBETCTBYIOIIEM I'€HE), 4 MATOreHes3
pa3sBepTHIBAaeTCs Ha (POHE KECTKO AETEPMUHUPOBAHHOIO KOHTPOJIS TE€HHOM aKTUBHOCTH. Takou
BBIBOJ| TOJCKA3bIBAJl OOIIEr€HETUYECKMI B3I HA MOHOTEHHO IE€TEPMUHUPYEMBIE COOBITHS.
O[HaKo KIMHHMYECKas NpAaKTUKA I0Ka3ajda, 4TO CHUMITOMATHKA HACJIEACTBEHHBIX OOIE3HEH
pasnnyHa. [Ipy HaKOIUIEHMH HAOIIOJEHUM OJHMX M TEX JKE€ HO30JIOTMYECKHX (OPM OKa3aiocCh,
4TO KIMHUYECKUM MNONUMOP(GU3M TE€HHBIX OOJNE3HEM BHIPAKEH HE MEHBIIE, YEM
HEHACJIEICTBEHHON naTosoruu. [Ipy MHOTHX 3a00JIEBAHUSX, JOCTATOYHO XOPOIIO M3y4EHHBIX HA
KIMHUYECKOM, T€HETUYECKOM M MOJIEKYJISAPHOM YPOBHSX, HET CTPOTOM KOPPENSIMU MEXKIY
TEHOTHUIIOM U (DEHOTHUIIOM.

Baganne 20 MoHoreHHble (OPMBI HACIEACTBEHHBIX OOJNIE3HEN: MOHATHE O KIMHUYECKOM
noaumopduzme

Omanon omeéema KIMHAYECKUA TOIUMOP(U3M FEHHBIX 0OJIE3HEN MPOSIBIIAETCS B Pa3HBIX CPOKAX
Hayvasa 3a00JIeBaHUs, TIOTHOTE U TSHKECTH CUMIITOMATHKH (TTyOMHA MATOJIOTHIECKOTO TIpoIiecca),
NPOJOJDKUTEIBHOCTH OOJIE3HH, CTENEHH WHBAIUIHOCTH, TOJEPAHTHOCTH K Tepamnud, B
COKpAIIIEHUH MPOAODKUTEIFHOCTH XU3HH. BMecTe ¢ TeM ciieayeT mom4epKHyTh, YTO T€HHBIC
0oJIe3HN HE MMEIOT IIABHBIX IEPEXO0J0B OT HOpPMBI K matonoruu. [laxe camas yerkas ¢opma
Oose3HN 00s3aTENbHO HMMEET MHUHHMMAJbHBIE JMArHOCTHUYECKHE KpuTepuu. [ eHermdeckoe
NPABUJIO TJIACUT: HOPMAIbHBIA E€HOTHUII JETEPMUHUPYET HOPMAILHBIM (PEHOTHUII, & MyTaHTHBIN
FEHOTHI JIETEPMUHHMPYET MyTaHTHbIM (QeHotun (Oone3Hp). [eHETHYECKOM NPUYUHOM
HoIMMOP(PU3Ma MOKET OBITh SBJICHUE B3aUMOJIECHCTBYS TJIABHOIO T€HA U TEHOB MOAM(DHUKATOPOB
(3nucra3, 0COOEHHOCTM  MHAKTMBAlUM M J1030Bas  KOMIIEHcAlusi  X-XpOMOCOMBI,
LIUTOILIA3MATHIECKUM TEHOM), C JIPYTOH CTOPOHBI - 3TO MOT'YT OBITH U (h)aKTOPHI BHEIIHEH CPEJIBI,
B KOTOPBIX OCYIIECTBIISETCS Pa3BUTHE MHAMBUA. K HACTOAIIIEMY BPEMEHH HAKOIIMIICS OTPOMHBIM



(akTHuecKkun Matepuai o GEeHOMEHOIOTUH KIMHUYECKOTO MOJMMOP(pU3Ma OTAEIBHBIX (GOpPM U
¢axTopam, ero onpeaensomuM. B nepeyto ouepes clieyeT paccMaTpuBaTh 3HaUEHUE XapaKTepa
MyTallii B KOHKPETHOM JIOKyC€ JUIS TPOSIBICHUS Ooie3HM Wiu (HOpMUpPOBaHHS (EHOTHIIA
(MmyTanTHOrO). I[TEpBMYHO BO3HUKIIKE M YHACIEIOBAHHBIE OT TPEABLIYIIUX MOKOJEHUN MyTaIlUK
MMEIOT JIOCTAaTOYHO CXOJHOE (DEHOTHITMYECKOE MPOSBICHHE, T.€. JIUTEIBHOCTh YHACIIETOBAHUS
MyTallud HE OTPAXKAETCS Ha KIMHUYECKOM monuMopdusme TeHHbIX GonesHen. Kax
TIO4EPKHUBAIIOCH BBILIE, IECATKH U JIa)Ke COTHU Pa3HbIX MyTaIuH (1 JaXKe Pa3HbIX TUTIOB) B OTHOM
¥ TOM K€ JIOKYCE BELYT K OJIHOM U TOM ke 00J1e3HU. B GOJBIIMHCTBE CilydaeB XapakTep MyTalku
HE ONpe/eNsaeT KIMHUYECKYIO KapTHHY 0osie3Hu. MEHOTHI ONpeIeNsieT NePBUYHbIM P (EKT reHa
(HeT mpoyKTa UM MaJlo MPOJYKTa).

3amanue 21 ['eHeTnyeckast reTepoOreHHOCTb.

Omanon omeema: TIOHATHE TEHETHIECKON T€TEPOrEHHOCTH O3HAYAET, YTO KIMHHMYECKas Gopma
IEHHOU OOJIE3HU MOXET ObITh OOYCJOBJIEHA MYTALMSAMH B DPasHbIX JIOKYCAaX WM Pa3sHbIMU
MyTAIUSIMHE B OJHOM JIOKYCE (MHOKECTBEHHbIE /UIENH). SIBIIEHHE TEHETUYECKON TETEPOrEHHOCTH
HOCHT OOIIMI XapakTep, €ro y/Ke MOKHO Ha3BaTh PABUIIOM, IOCKOJIBKY OHO PACHIPOCTPAHAETCS
Ha Bce OEJKM OpraHu3Ma, He TOJIBKO Ha MaTOJIOrMYecKHe, HO M Ha HOpMajbHble BapuaHThl. C
MOJIEKYJIAPHO-TEHETUYECKON ¥ OMOXMMHUKOI€HETUYECKOM TOYEK 3PEHHS BIIOJIHE OOBACHUMO, UTO
pasIMYHBIE MATOJOTMYECKHE TEHbl MOIYT HMMETh HPHUMEPHO OMHAKOBBIM (DEHOTHI IIPH
KJIMHMYECKON olieHKe. KoHeunbn 3G(GeKT MOoJOMKU Kakoro-mmbo mpolecca Ha KIMHAYECKOM
YPOBHE MOKET OBITH 00YCIIOBIICH HACJIECICTBCHHBIM HApYIICHHEM CHHTE3a Pa3HBIX OCIKOB WIJIH
Pa3HBIX BAPUAHTOB OJIHOTO M TOTO e OeNKa. BhIICHEHNE CTENEHH T€HETHIECKON M€ TEPOrEeHHOCTH
pU JI000W HACIIEJCTBEHHOM OOJIE3HU MPOXOIUT YEPE3 BCE OTAlbL ONUCAHHUE MPOSABJICHUN HA
KIMHUYECKOM YPOBHE, W3y4YCHHWE THIIA HACIEAOBaHMS U JIOKAJM3allMM T'eHA, BBICHEHUE
IIEPBUYHOTO OMOXMMHUYECKOTO Ne(EKTa, YCTAHOBJIEHHE MOJIEKYJIAPHON CYLIHOCTH MyTalluH Ha
yposte JIHK. I'eneTnueckast rereporeHHoCTh, 00yCIOBICHHAs MyTallUsIMU B pa3HbIX JIOKYCaXx, -
MEXJIOKYCHAsl T€TEepOreHHOCTh - OTUETIMBO BHJHA Ha MpuUMepe cuHapoma Inepca-anno (6
dopm), HempopubpomaTosa (o MeHbmen mepe 6 GopMm) M TA VICTOYHHKOM T'€HETHYECKOM
IE€TEPOrEHHOCTH B TOM JKE€ JIOKyCE - BHYTPWJIOKYCHOM T€TEPOTEHHOCTH - MOTYT OBITh
MHOKECTBEHHBIM QJUIENM3M M T€HETUYECKME KOMIAYHIbL. Pa3Hble MyTaHTHBIE aJUIENH MOTYT
HPOSBIATHECS (DEHOTHITNYECKH HEOAWHAKOBO (HAampUMep, pasHble [-TajacceMHu, HEKOTOpPbIE
MYKOTIOJIUCAXaPUI03bl). PaciiM()poBKa TeTEPOr€HHOCTH TE€HHBIX OOJE3HEW HMHTEHCHUBHO
IPOJOJKACTCS. OJTHOBPEMEHHO B KJIMHUYECKOM M T€HETHYeCKOM HarmpasieHusx. OOmas 3agada
CBOJUTCS K BBISBJICHUIO KOPPENSALMHM MEXIy TeHOTHIOM M (eHoTunoM. AHamu3 (eHOTHIa
(KJIMHUYECKOM KAPTUHBI OOJIE3HH) - IEPBBIM 3TAIl B pACIIH(PPOBKE TEHETHIECKON TETEPOTEHHOCTH.
YeMm TOYHEE M3ydeH (DEHOTHUII, TEM OOJIbIIE BO3MOKHOCTEN B OTKPHITHU HOBBIX (OPM OOJIE3HEH,
B pa3jielieHMy n3ydaeMon (GOopMbI Ha HECKOJIBKO HO30JIOTMYECKHX €MHUIL. Bce mepednciennbie
METOIBI C HEKOTOPHIMH YCOBEPIIEHCTBOBAHUSAMHM B IAapakIMHAYECKOM IUIAHE W CeMdac
IPUMEHSIOTCS JUIsl paciuippPOBKU MPHUPOJIBI HACIEACTBEHHBIX 00JIe3HEN. AHANIN3 (DEHOTHIA HE
JIOJDKEH OTPaHWYHMBATHCS OPTaHM3MEHHBIM ypoBHeM. [lepcrniekTuBHOE HampaBiieHHE - U3yYCHUE
KJIETOYHOTO YPOBHS, T.€. MCCJIEJOBAaHHE KJIETOK B KyJIbType TKaHU (KJICTOYHAs TMOpHIU3anys,
MeTa0OoJIMUeCcKoe KoomepupoBaHue, (Qusnonoruyeckas KomuieMeHTtanus). [eHeruueckas
reTEPOreHHOCTh HECKOJIBKUX TPYMI 0O0JIe€3HEW ObLa OTKPHITA C MOMOIIBIO METOIOB KYJbTYPhI
KJIETOK (MyKOMOJI1caxapu103bl, 0one3nu penapauuu JJTHK).

3ananue 22 I'emoxpomaTo3. OO0miast XapakTepucTHKa 3a00J1eBaHuUs



Omanon omeema: HacnencrsenHoe 3a00jeBaHne, XapaKTEPU3YIOIIEeCs TTOBBIILICHHBIM
BCAChIBAaHHEM JKeJle3a B KUIIEYHUKE U OTJIOKEHHEM B OpraHaxX M TKaHAX JKeJIe30CoAepKallnx
MUTMEHTOB (MIPEUMYILECTBEHHO B BUJIE TEMOCHIEPHHA) C pa3BUTHEM (HOpO3a.
Pacnipoctpanennocts 1:200 - 1:300 (B eBponeiickoit momyssiiun). ['erepo3urornoe
HOCHUTEJBCTBO NaTojoruyeckoro rena ormevaercs y 10-13% nacenennsa. Mysxunnbl 0051€10T
npeanonaoxurensHo B 10 pa3 yame xeHmuH, B Bo3pacte 40-60 neT, a JKeHIUHBI 10cIe
MeHornay3bl. [laTorenes HegoctaTouHO M3ydeH. Kiaccuueckuii reMoXxpomMaTo3 NpeACcTaBIseT
co0oif ctyneHuaTslii mpouecc, HaunHatomuiics mytauueit HFE-rena, HapyiiennemM HachleHHsI
TpaHcheppHHa, YBEIMUEHHEM CHIBOPOTOUYHOTO (DeppUTHHA U 3aBEPLIAIONIUICS JETTOHUPOBAHUEM
JKese3a B JKU3HEHHO BAXKHBIX OpraHax, Mpek/ie BCero B eveHu, ¢ popmupoBanuem ¢pudposa u
ppo3a. ['eMoxpomaros - HOJIMCUHAPOMHOE 3a00JIeBaHNe, KIMHUYECKUE MPOSBICHHUS KOTOPOTO
HE SBJISIIOTCS crnieunpuuHbiMU. Hannuue KIMHUYECKUX MPU3HAKOB FeMOXpOMaTo3a TECHO
COIPSIKEHO CO CTENEHBIO HAKOIUIEHUS JKelle3a B TKaHAX. Kputndueckoi BIsS€TCS KOHIIEHTPALUs
Kelesa, peBbllatonias Hopmy 6osee yem B 10-20 pa3. Yarme 3to nmpoucxoaut nocie 30-40 ner.

Baganue 23 MoHOreHHbIE (OPMBI HACIIEACTBEHHBIX 3a00JI€BAHUI CKEJETA U COEIAUHUTEIBHOM
TkaHu.Cunapom Dnepca-Jlanio.

Omanon omeéema Cunupom Dnepca-Jlanio - reTeporeHHas IpyIna HacleJCTBEHHBIX OOIE3HEH
COENIMHUTEILHOM TKAHM C PasHBIMU THUIIAMH HACJIEJOBAHMS, HO OOIIMMHM KIMHUYECKHMH
MpU3HAKaMU: TUIEPMOOMIBHOCTh CYCTaBOB, MOBBILICHHAs PACTSLDKUMOCTh KOXKH, CKEJETHbIE
U3MEHEHUS, MOBBIICHHAS PAHUMOCTh KOXH, IPOSBICHHUS CO CTOPOHBI BHYTPEHHUX OPIaHOB.
Cungpom Dinepca-/laHio IposSBISETCs BPOXKIECHHOM TMIEPPACTSIKUMOCTBIO COEAUHUTEIBHOM
TKaHU B CBSI3M C HAPYIICHUSMHU CHHTE3a KOJUIareHa, 0OyCIIOBJICHHBIMU MYTAaIlMsIMH B Pa3HBIX
reHax KOJUIareHa M JAPYrux OCNIKOB SKCTPAKIECTOYHOTO MaTpukca. KinmnHndyecku, OMOXMMUYECKH,
MOJIEKYJIIPHOT€HETHYECKH UICHTU(UIIMPOBAHO 6 TUIIOB cHHApOMa Jnepca- JlaHino, KOTopbIe ¢
KIMHUKO-TEHETMYECKOW  TOYKHM  3PEHUs  JIOJDKHBI  CUYMTAThCd  CAMOCTOSTEIbLHBIMH
Ho3osornyeckumMu ¢opmamu. Hanuuume cunzapoma Onepca- [lanno mano orpaxaercs Ha
PENPOLYKTUBHOM (QYHKIMH, XOTS y GOJBHBIX CHHKEHO KOJIMYECTBO IIOTOMKOB. VIMEOTCS M30IIATHI
C BBIPKEHHBIM 3 (HEKTOM POIOHAYATBLHIKA HA TIPOTSHKEHMU HECKOILKHUX ITOKOJIEHUH, B KOTOPBIX
0oJbpHBIE ¢ CUHIIPOMOM Jnepca-/lanno cocraBiustor 10% Bcero HaceneHusl.

3amanue 24 MoHoOreHHble (OPMbI HACIIEICTBEHHBIX UMMYHOAE(MUIIUTHBIX COCTOSHUN

Omanon omeema: Pa3nu4arOT HECKOJBKO THIIOB HACIEACTBEHHBIX HMMYHOAC()HUIIUTHBIX
cocrossuuy. OIUH U3 HUX CBA3aH C HapyLIeHHEM (QYHKIMHU (aronuTo3a MMMYHOKOMIIETEHTHBIMH
kietkamu. [Ipumep HapyuieHus MogoOHOrO pojaa - XpOHUYECKas IpaHylieMaro3Has O0oJie3Hb,
Haciexyemas o X-CUEIUNIEHHOMY WM ayTOCOMHO-penieccuBHOMy Tumy. [Ipu aTom 3a0oneBanuu
(arouuTel 3aXBaThIBAIOT MHUKPOOPTAaHMU3MbI, HO HE MOTYT HUX IEpEeBApUTh, B CBA3H C UYEM
o0pa3yroTcsi TpaHyJeMbl, a OOJbHBIE CTPAJAIOT YacTHIMH TOBTOPHBIMU HWH(EKIHOHHBIMU
3aboneBanusMu. CaMbli M3BECTHBIM NPMMEP HACJIEACTBEHHOrO HApyINeHHs (YHKIMH
KOMIIOHEHTOB KOMILJIEMEHTA - HACIIECTBEHHBIN aHIMOHEBPOTUUECKUH OTEK . DTO 3a00JIE€BaHME,
HacjieIyemMoe IO ayTOCOMHO-IOMHHAHTHOMY THITy, OOYCIOBJICHO HEJIOCTATOYHOCTHIO
uHrubuTopa mepBoro kommnoneHta cuctembl komruiemeHTa (CI-INH). Ono manudectupyer
IIOBTOPHBIMU HPHCTYIIAMU OTE€KA KOYXKH, IBIXaTENIbHBIX ITyTeH U KMIICYHHUKA U IUIOXO IIOIIAETCS
JICUYEHUIO.

3amanue 25 buoxuMuueckmue MEeTOIbl JUAarHOCTHUKU



Omanon omeema: BUOXMMHYECKHWE METOJBI HANpPAaBICHbI HA BBISABICHHE OHMOXUMHYECKOTO
(enotuma opranuzMa. YpOBHHU, HA KOTOPHIX OICHUBACTCS (PEHOTHUII, MOTYT OBITh Pa3HBIMH: OT
IIEPBUYHOrO MPOAYKTa TeHa (MOJUIIENTHIHON LENH) 10 KOHEYHBIX META0OIUTOB B KPOBH, MOYE
win 1note. CoBpeMEHHBIE BBICOKOTOUYHBIE TEXHOJOTUM (BBICOKOA((PEKTUBHAS KUIKOCTHAS
xpomaTorpadus, XpoMaTOMacC-CIIEKTPOMETPHsI, Tra3oBas  XpoMarorpadus, TaHJIeMHas
CIIEKTPOMETPHS) TO3BOJIIIOT HACHTHU(HUIIMPOBATh JIFOOBIE METAa0OJIUTHI, CHEUGUYHBIC IS
KOHKPETHOM HACJIEICTBEHHOM Oone3Hu. IloKa3aHMAMM Ul TPUMEHEHUS OMOXMMHYECKHX
METOJIOB JUAarHOCTUKU y HOBOPOXACHHBIX SBISIOTCA CYAOPOTH, KOMa, PBOTA, TUIIOTOHUS,
KENTyxa, CrernupUYecKMd 3alaX MOYM M II0Ta, alKa03, HAPYIIEHHOE KHUCIOTHO-OCHOBHOE
PaBHOBECHE, OCTAHOBKA POCTa. Y JeTeH OMOXMMHYECKHME METOIBI UCHONB3YIOT BO BCEX CIydasx
MOJIO3PCHHSI HA HACJCACTBEHHBIC OOJE3HM OOMEHa BeHIeCTB (3a7epKKa (UINYECKOTO U
YMCTBEHHOTO PAa3BUTHS, IIOTEPS IPUOOPETEHHBIX (DYHKIUH, KIMHAYECKAs KAPTHHA, CIIEIU(pHIHAS
IS KaKOM-IMOO HACNIENCTBEHHOM OOJIE€3HM). BHOXMMHMYECKME METOABI INPUMEHSIOT IS
JMArHOCTHKU HACJIEACTBEHHBIX OOJE3HEH M TETEPO3MIOTHBIX COCTOSHUM Yy B3POCIHBIX
(remaToNeHTUKYISAPHAS JereHepalnsi, HEJO0CTaTOYHOCTh 0 l-aHTUTPHUIICHHA, HEIOCTATOYHOCTH
Ire®/JI" u t.1.).

3ananue 26 [TanmeHT - HOBOPOXKIeHHBIN, HanpaBieH B MI'K s o6cnenoBanus B CBS3H €
nosblimeHrneM ypoBHs Heo TTT-184,4 mxEn/mi, perectTTI-291,2 MxEx/mn. O0beKkTHBHO: Macca
tena 4200r, koxka cyxasi, macTO3Hasi, )KEJITYIIHAs, JINIIO OTEUHOE, SI3bIK OOJIBIIION, OTEKH KUCTEH
M CTOII, TOJIOC HU3KHIA.
)IIpeanonoxuTenbHblil TUarHos.
2)MeTo/1bl TMarHOCTHKH.
DTanoH OTBeTA:
1) BposxaeHHBII NepBUYHBIN TMIIOTHPEO3
2) KoHcynbTanus reHeTHKa ¢ YTOUHEeHHs TeHeTHUECKOM ITHoNoruu 3abonesanus; 1it roxn
TTT u T4 cBoGoauslit 1p/2-3 mec., [Tocne kaxaoro u3MeHeHus 103bl, KOHTpoab TTT
gepes 2 mec; Y3U cpasy mocie mocTaHOBKH TMArHo3a, aainee 1p/B 1-2 rona; omeHka
IMHAMUKHU pocTa; cuuaTUrpadus DK

3amanwne 27 [lamuent - neBouka 3 yiet. XKanoObl Ha MOBBIIEHHYIO YTOMJIIEMOCTb, OJICTHOCTD,
TOJIOBOKPY’KEHHE, CHIDKeHHE armeTuTa. OOBEKTUBHO: JIETKass HKTEPHUYHOCTh KOXKHU U CKJIIED,
00JI1 MPEUMYIIECTBEHHO B JIEBOM Mopedepre, cruieHoMeranus. B ananuse kposu - Hb-75 /7,
Op-2,9, LI1-0,9, Per-52%, neiik-10,2, D-2, n/g-4, ¢/q1-52, mumd-37, CO3-20. U3 anamHe3a: Math
3/10pOBa, y OTIla MEPUOANUYECKH OTMEYAETCS JKENTYIIHOE OKpaIllMBaHUE CKIIEP.

1)IIpennonoxuTenbHblii TUarHos.

2)MeTo1bl TUAarHOCTUKH.

Omanon omeema:

1) Tamaccemus

2) VY3U OBbII, OAK, buoxumudeckuii anainus kposu, CekBenupoanrie HBA1, HBA2,

HBB

3ananue 28 [lanueHT - HOBopoXxaeHHas JieBouka. OOBEKTUBHO: TUIIEPTEIOPU3M, KIIFOBOBUIHBIH
HOC, aCHMMETpPHS Yeperna, HU3KO pacloIoKeHHbIe 1e(OpMUPOBAaHHBIE YIIIHbIE PAKOBUHBI C
MpeapuKyJIbPHBIMU CKJIaJlaMu, 3aJIep:KKa ICUXoMoTopHOro pa3sutus. Ha Y3U - runomnasus
HOYKH.



D)IIpeanonoxuTensHbIi TUarHos.
2) MeTo/1bl TMarHOCTHKHU.
Omanon omeema:

1)Cunnpom Bonbda-Xupmixopra
2)UccnenoBanue KapuoTumna

3amanwne 29 [lamuent - myxduHa 53 ser. XKamoObl: Ha U3BMEHEHHE MOXOIKH U TIOUepKa,
HEMPOU3BOJIbHBIE ABIKEHUS PyKaMH U T0J10BON. OOBEKTUBHO: XOPEUYECKUE TUTIEPKUHESBI
KOHEUYHOCTEH, YCUIIMBAIOIIKECS MPU LieJeHanpaBieHHoM JericTBuM. [loxoika HeyBepeHHas,
HIapkaroias, pedsb 3aTpyaHeHa. PogociaoBHas oTsromieHa no JuHUU MaTepH B 3X MOKJICHUSX.

1)IIpeanonoxuTenbHblil JUarHos.

2)MeToabl TMarHOCTHKU

Omanon omeema:

1)bone3ns ['eHrTunrToHa

2)MPT, KT u 39I'-uccnenosanne; JJHK-1unarnoctuka Ha Hamu4Iue SKCMaHCHN

TpuHYyKIeoTUIHBbIX CAG-110BTOPOB

3ananue 30 [Tanuent - HOBopoXxaeHHBIN, HanpaBieH B MI'K a1t oGcnenoBanust B CBS3U €
noBbleHneM ypoBHsS HeoDA-3,6Mr%, perect PA-6,44Mr%. O0beKTUBHO: (peHOTUTTHUECKU O3
CUTHAJIbHOW JUCIIACTUKU.

D)IIpeanonoxuTenbHblil TUartos.

2)MeTobpl TMarHOCTHKN

Omanon omeema:

1)DeHnnaKeToRy pHst

2)Kontpons ypoBHs DA B kpoBu, OAK, 6noxumuueckuit ananus kposu, AJIT, ACT, LD

onpexaenenue myrauuil B rene PAH

3ananue 31 [Tanuentka 32 ner. XKanob He nmpenbsABIsSET, HAllpaBJIeHA aKyIIEPOM-THHEKOJIOTOM
JUISL OLICHKH PUCKa I10 pe3ysbTaTaM IIpeHaTalbHOro CKpuHuHra 1 tpumectpa. Jlannas oep - 11,
cpok 16-17 Hen. Pe3ynbraThl nmpeHaTalbHOTO CKpUHUHTA 1 TpuMecTpa: ¥Y3-uccienoBaHue -
oepem 12nen, KTP-49, UCC-157, TBII-2,3, kocTi HOCa BU3YaTU3UPYIOTCS, KPOBOTOK B
BEHO3HOM IPOTOKE-PEBEPC; CHIBOPOTOUYHBIC MapKephl - ypoBeHb PAPP-A-0,53MoM, B-XT'Y-
2,87MoM, UTOroBeIi HHAMBUAYAIBHBIN PUCK 110 Tpucomuu 21 - 1:90.

1)IIpeanonoxuTensHbIi TUarHo3.

2)MeToabl TMarHOCTUKU

Omanon omeema:

1) O35.1. XpoMocomMHBIE aHOMAJTMU y TUT0AA (TIpeArnoaraeMeie), TpeOyromue

MPEIOCTABIICHUS MEAUIIMHCKON TOMOIIM MaTEpH.

2) luBazuBHas mpeHaTAIbHASI TUarHOCTHKA

3ananue 32 [TanueHt - pebenok 4x net. XKanoObl Ha yBeIHUEHUE )KUBOTA, OTCTABAHHE B
NCUXO0(U3MYECKOM PAa3BUTHH, IIATKYIO OXOJKY, Cyaoporu. OobexkTuBHO: 98/14, 60mbI0ii
YKUBOT, I'€MIaTOCINIEHOMETAJIMsI, MbIILIEYHAsi THIIOTOHUS, AaTaKCHS.

1)IIpennonoxuTenbHblii JUarHos.

2)Merto/1bl TUAarHOCTUKH.

Omanon omeema:



1) bone3ns Humanna — [luka

2) JJabopaTopHbIe METO/IbI TUArHOCTUKU-O00HAPYKUBACTCS YMEHBIIIEHUE KOJTMYECTBA
depmenTa chuHroMHeIHa3bl; -BeIsBieHns xapakrepHbix myTtaimii B renax SMPD1, NPC1
u NPC2

3amanwne 33 [lamueHT - HOBOpOXKIeHHBIHN, HanpaBiieH B MI'K 151 oOcienoBanus B CBSI3U C
noBblillieHHeM ypoBHS HE0oDA-3,6Mr%, perect PA-6,44MmMr%. OOBEKTUBHO:
(henoTunuyecku 6€3 CUTHATBHON AUCTIIIACTHKH.
DIlpennonoxutensusiid quarios3: MKb-10:

2)MeToabl TUarHOCTUKU:

Omanon omeema:

1) E70 ®enunkeronypus

2) Kontpons ypoBHsa @A B kpoBu,0OAK, 6uoxumuueckuii ananusz kposu, AJIT, ACT , 11D,

onpenaenenue mytauuu B rene PAH

3ananue 34 [laumentka 37 net. XKanob He mpenbsABIsSET, HAIIPaBICHA aKyIIEPOM-THHEKOIOTOM
JUISL OIICHKH PUCKa IO pe3yibTaTaM MpeHaTalbHOro CKpuHuHra 1 Tpumectpa. Jlannas oep -5,
cpok 14-15 Hen, npoTeKaeT ¢ yrpo30i pepbIBaHus, 10Iy4aeT MEAUKAMEHTO3HYIO TEPAIHUIO.
PesynbTarel npeHaTanbHOTO CKpUHUHTA | TprMmecTpa: Y3-uccinenoBanue - 6epem 13uen, KTP-
67, HCC-156, TBII-3,1, kocTi HOCa BU3yaJIU3UPYIOTCS; CHIBOPOTOUHBIE MAPKEPHI - YPOBEHb
PAPP-A-0,54MoM, B-XI'Y-0,35MoM, UTOroBbIil UHAUBUYaJIbHBIA PUCK MO TpUcOMUH 21 -
1:50.

D)IIpennonoxuTenbHbIA TUArHO3.

2)MeTo/1bl TUAarHOCTUKHU.

Omanon omeema:

1) O35.1. XpoMocoMHbIE aHOMAIIWH Y TII0/a (TIpearnoiaraemMbie), TpeOyromue

IIPEIOCTABIIEHUS MEAUIIMHCKON TOMOIIY MaTEpH.

2) uBa3uBHas npeHaTallbHasl JUarHOCTUKA

3amanwne 35 [lamuent - myxuuHa 23 sert. XKamoObl Ha TEPHOIUIECKAE MYIUTEIbHBIE 00N U
JKKEHHE B KHCTSAX U CTOIAaX, NOBBIIIEHNE TeMnepaTypsl 10 37,2-37,4, CUIbHYIO YCTAJIOCTh U
cnaboctb. [Ipu ocmoTpe B 065acTu myrka BU3yaau3upyercs aHruokeparoma. Jlaboparopuo
TUIIOXPOMHAsi MUKpOLMTapHasi aHEMUSL.

1)I[IpeanonoxuTensHbIi TUarHo3.

2)MeTo/1bl TUarHOCTHKHY.

Omanon omeema:

1) E75.2 6one3up @abpu

2) Aunarno3 BepupUIMPYETCS UCCIIEI0BAaHUEM aKTUBHOCTU (epMeHTOB n3ocoM. JJTHK-

JIMarHOCTHKa Ha Halmuue MmyTtanuii B rene GLA

3amanwne 36 [lamuent — pedeHOK 6 Mec, Macca rpu poxaeHuU-4400r, nmuHa 54cM. OOBEKTHBHO:
MUKpoltedanus, MaKpOrJIOCCHs, CIITICHOMETallusl.

1)IIpeanonoxuTensHbIi TUarHos.

2)MeTo/1bl TUarHOCTUKH.

Omanon omeema:

1) Q87.3 Cunnpom bexsuta-Bunemana



2) -OAK, 6uoxuMuuecKkuii aHaIU3 KPOBHU, aHAIIU3 KPOBHU Ha ITIOKO3Y, nHCYInH, ADII,

KaJIbLUW, KPEAaTUHUH.

-I'eHeTnueckast IMarHOCTUKA:-KapUOTUIIMPOBAHUE (OTPECICHUE TYTUTHKAIIUNA UITH

Tpauciokauu 11pl5) -ananuza meTunrpoBanus (Ha HaJTUYHE SIMMUTEHETUYECKUX

U3MEHEHHUN )- 0OHapyKeHUEe OJHOPOIUTENbCKON qucoMun 11pl5 ananuzom

METHJIMPOBAHMUSL, TMO0 aHATTU30M MOJIUMOPGU3MOB MOBTOPSIOIIUXCS MOCIEI0BATEILHOCTEH

JIHK.- MyTarmuu reaa CDKN1C (p57 KIP2 ) 06HapyXuUBarOT CEeKBEHHPOBaHUEM

JIHK UuctpymenTtansHas auarnoctuka: -9XO0 KI'u OKI' -KT, MPT, Y31,

peHTreHorpadus
3ananue 37 [Tanuent - pebenok 2x set. JKaaoObl Ha 3aepKKY MCUXOPHU3NUECKOTOM Pa3BUTHS.
OOBEKTUBHO: HU3KUM POCT, TETOCIOKEHUE JUCTIPONOPIIMOHATIEHOE C OTHOCUTENIBHO JUTHHHBIMU
KOHEYHOCTSIMU ¥ KOPOTKHUM TYJIOBHUIIEM, TpyObI€ YEePTHI JIMIIA -3aIaBIIIEe EPEHOCKHE, TYCThIC
cpocimecs OpoBH, MOJIHbIE TYObI, O0JIBIION S3bIK, THIEPTPUX03, KU(OCKOINO3,
BOPOHKOOOpa3Has aedopmarus TpyJHOU KIETKH, OOIBIION KUBOT, IeMaTOCIIIICHOMETaJIHSI.

D)IIpennonoxuTenbHbIA TUArHO3.

2)MeTo1bl TUAarHOCTUKHU.

Omanon omeema:

1)Myxkomnonucaxapuio3

2) JIaboparopHble MEeTOBI HcclenoBanust: OnpenecHrne akTUBHOCTH JIN30COMAITbHBIX

ruaposna3 Uccnenoanne moun Ha 'AT'; JIHK- TectupoBanue Ha cnenudpuyeckie MyTaiuu
WNucrpymentanbhas quarnoctuka: -9XO KI'u OKT -KT, MPT, Y3U, pentrenorpadus

3ananwue 38 [laruenTka 34 neT. )xanod He NMPeabABILET, HAIPABJICHA aKyIIIEPOM THHEKOJIOTOM
JUIsl OLIEHKU PUCKA 110 pe3yJibTaTaM IpeHaTalbHOro ckpuHuHra 1 tpumectpa. [lannas Oep - 21,
cpok 14-15 Hen, npoTeKaeT ¢ yrpo30i MpepbIBaHus, OIy4aeT MEAUKAMEHTO3HYIO TEPAIHIO.
PesynbraThl npeHataibHOTrO ckpuHUHTa 1 TpuMectpa: ¥Y3-uccnenonanue - 6epem 13uen, KTP-
66, HCC-162, TBII-1,7, kocTh HOCa BU3yaJIU3UPYIOTCS, KPOBOTOK B BEHO3HOM IPOTOKE-HOPMA,
peryprutanm-HeT; CBIBOPOTOYHBIE MapKephl - ypoBeHb PAPP-A-0,16MoM, B-XI'U-0,59MoM,
UTOTOBBIN MHAMBHIyaJIbHBIN pUCK 1O TpucoMuu 18 - 1:132.

D)I[IpeanonoxuTenbHblil TUarHos.

2)MeTobl TUarHOCTHKN DMAloH Omeema.

1) buoxumuueckue OTKIOHEHNUS, BBISIBJICHHbIE IPU aHTEHATAJIbHOM 00CIIeZIOBaHUH

Marepu

2)ceiBopoTouHbIe Mapképsl 2 Tpumectpa (ADPIL,IC,XTY), Y3U mona.
[IpoundopmupoBats nauneHTKy o Hanuuuu metoga-HUIIC.

3ananue 39 [Tanuent - 6epemennas 32 roxa, xanod He MPeIbIBISIET, HAIIPABICHA aKyIIEPOM
THHEKOJIOTOM JIJISI OIIEHKH PUCKA 10 Pe3yJIbTaTaM MPeHaTaJIbHOTO CKpUHUHTA | TpuMecTpa.
Hannas 6epemMeHHOCTh 15, cpok 14-15 Hen. Pe3ynpraTsl mpeHaTaAIBHOTO CKPUHUHTA 1
TpumecTpa: Y3-ucciaenaopanue - 6epem 12-13nen, KTP-66, YCC-155, TBII-=2,0, kocTi HOCa
BU3YAIH3UPYIOTCS, KDOBOTOK B BEHO3HOM MPOTOKE-HOPMA, PETypPrUTallUU-HET; CHIBOPOTOYHbBIE
Mapkepsl - yposenb PAPP-A-0,23MoM, B-XI'4-0,36MoM.

D)IIpeanonoxuTensHbIi TUarHo3.

2)MeTo/ bl TUarHOCTHKHU.

Omanon omeema:

1) bBuoxuMuueckue OTKIIOHEHHS, BBISIBIICHHBIE TIPH AaHTCHATAJILHOM 00CIIeIOBAaHUHT



Marepu
2)cbiBopoTOouHbIE MapkEphl 2 TpuMmecTtpa (ADILIC,XI'Y), Y3U nmnoxa.
[IpoundopmupoBats manneHTKy o Hanmuyuu metoaa-HUIIC

3amanwne 40 [lamuent - myxuuHa 25 ser. KamoObl Ha c1abOCTh B HOTAX, HAPYIICHUE TTOXOKH,
TPYIHOCTHU IpU NobeMe 1o jecTHule. OOBEKTUBHO - ICEBIOTUIEPTPOYUN HKPOHOKHBIX
MBI, BBIPAXKEHHBIHN JTOP03 MOSCHUYHOTO OTJENA, «yTHHAs MMOXO0JKa», 3aTPYIHEHO MMOAHATHE
pyk. [Ipu BcTaBaHuM UCTIONIB3YET BCIIOMOTaTeIbHbIE TPUEMBI.

D)IIpeanonoxuTensHbIi TUarHo3.

2)MeToabpl TMarHOCTHKH.

Omanon omeema:

1) G 71.0 Mpimeunas muctpodus

2)JIaboparopusie MeToas! nccaeaoanus: -OAK, Onoxumuaeckuit ananu3 kposu, KOK,
JIAL'; -CexkBeHMpOBaHKE T'€HOB HA HAJTMYME MYyTalllii, OTBETCTBEHHBIX 32 BOSHUKHOBEHUE
HEPBHO-MBIIIEYHBIX 3a00eBanuii; MucTpymenTanbHas nuarnoctuka:-2X0 KI'u OKT -KT,
MPT, V3U, pentrenorpadus -OHMI', 30T

3ananue 41 Ilanuent - HoBopoxkaeHHas, 14 cyTku, Hanpasnena B MI'K s oOcnenoBanus B
cBsi3U ¢ noBbIeHreM ypoBHs HeoOlIll'- 337,5 umouns/, perectOIIl - 609,3 HMOIB/M.
OO0bekTrBHO: Macca terna 340r, peHoTunuieckn 6e3 0COOSHHOCTEH.

1)IIpeanonoxuTenbHblil TUartos.

2)MeTo/bl TMarHOCTHKN

Omanon omeema:

1) E25 AnpeHoreHuTaabHbI CHHAPOM

2) -Ha BI'KH npoBoauTcst HeOHaTalIbHbIM CKpUHUHT-I OpMOHanbHBIN Mapkep AeduunTa 21-
rupokcuiassl - yposeHb 170HP B yrpenHux npo6ax kpoBu- ['opMoHanbHBIN Mapkep Aeduuuta
MHUHEPaIIOKOPTUKOUIOB TIPU CONBTEPSIONIEH popMe - MOBBIIIEHNE AKTUBHOCTH PEHUHA I1J1a3MBbl -
«30710TO# CTaHAAPT» B AMATHOCTHKE HEKJIACCUYECKOH GopMmbl nedunmra 2 1-ruipokcuiassl 1
muddepeHnmanbHOi nuarnoctuke peakux ¢popm BJIKH - mpoba ¢ cuHakTeHOM ¢ ompeaeieHueM
UIMPOKOTO CIIEKTpa CTEPONI0B-I eHeTHUeCKoe TECTUPOBAHHE - BTOPOU 3Tall B COMHUTENIBHBIX
CIIy4asX ¥ B KAYECTBE CEMEHHOI0 FT€HETUYECKOT0 KOHCYJIbTUPOBaHUS

3ananue 42 [TanueHT - xxeHmuHa 45 net. XKanoos! Ha OBICTPYIO YTOMIISIEMOCTD, CI1a00CTh,
YXYALIEHUE MTaMsITH U BHUMaHUS, IpOXKaHUE MableB pyK. OObeKTHBHO: JU3aPTPHS,
THIIEPKUHE3Bl, MHTEHIIMOHHBIN TpeMop. JIabopaTopHO: TUIonepyIoria3MUuHEMHUS,
THII0AIEOYMUHEMHUSL.

D)IIpeanonoxuTenbHblil TUarHos.

2)Meto1bl TUAarHOCTUKH.

Omanon omeema:

1) E 83.0 bone3ns Bunbcona-KonoBanora

2)-Hanunuue xonbua Kaiizepa-®Oneiimepa -Conepxkanue «o01ei» Meu B CbIBOPOTKE KPOBH
0OBIYHO CHHXKEHO MEHee ueM Ha 12 MKI/[UI, OJHAKO B PEJKUX CIIydasx MOXKET ObITh U
HOpMaJbHbIM -CHMKEHHME KOHLIEHTpauuu 1epyoruiasmuba Huxke 20 mr Ha 100 mut -IToBbienue
sKcKpenuu meau ¢ modoi 6onee 100 mxr B cytku -JIHK - nuarnoctuka Ha Hainuune MmyTanui
rena ATP7B



3ananue 43 [Tanuent — neBouka 5 yiet. XKanoObl Ha 3a1€PIKKY IICUXOPEYEBOTO PA3BUTHS.
O6wextuBHO: 104cM/16KT, TOHKHE peIKHUE KOPOTKHE BOJIOCHL, JITUHHBIN IPyIIEBUAHBIA HOC,
JUTMHHBIN (QUIBTP, TOHKAs BEPXHss I'y0a U OOJbIINE OTTONBIPEHHBIE YIIIN, BEPETEHOOOpa3HbIe
Haynblbl PyK.

1)[IpeanonoxuTenbHblil TUarHos.

2)MeTo/bl TUarHOCTHKHY.

Omanon omeema:

1) uaapom Jlanrepa-I'unnona

2) Caa3b 3a005eBaHMs ¢ MyTalMel, OAHOBpEMEHHO 3aTparuBaromieil Tpu rera: TRPSI,
EXTI1 n RAD21

3ananue44 Ilamuent - Mamp4uk 6 jet. XKanoosl: Ha Hu3Kkui pocT. O0bekTuBHO: 104cM/18KT,
MITO3 IBYCTOPOHHUHN, aHTUMOHTOJIOU THBIN pa3pe3 TJ1a3, HU3KO MOCAKEHHBIC YIITHBIE PAKOBUHEI,
HU3KUW POCT BOJIOC HA 3aThIJIKE, KPBUIOBHIHBIC CKIIAJIKH HA IIee, BaIbI'yCHas aedopmarius
JIOKTEBBIX CYCTaBOB, TPABOCTOPOHHUU KPUIITOPXU3M.

)IIpennonoxuTenbHbIA TUArHO3.

2)MeTo/1bl TUarHOCTHKHY.

Omanon omeema:

1) Q 87.1 Cunnpom Hynan

2) B ropMoHaJIBHOM CTaTyce — OMPEEISAETCS MOBBIIICHHOE COICPKAHNE TOHAIOTPOIIMHOB
B IIJIa3M€ KPOBH, YPOBEHB TECTOCTEpOHA CHIDKEH. Onpenenenue mytamuu B rene [TTITH 1

3amanue 44 [lamuent — pedeHok 1,5 roga. OObEKTUBHO: Ha KOXKE TYJOBUIIA M ITOIMBIIICYHON
o0yactu nsATHA 1BeTa «kode ¢ MoIokom» (5-40 MM), Ha paaykHOU oOosouke y3enku Jluma.

I IpeanonoxuTensHbIi TUarHos.

2)MeTobl TMarHOCTHKH.

Omanon omeema:

1) MKB-10: Q85.0 Heitpopubdbpomaros

2) lnarHocTtrika OCHOBaHa Ha KJIMHUYECKOM OCMOTPE, TaHHBIX

odraneMonioruyeckoro oocnenoanus, Heiipouzyanuzanuu (KT, MPT) MonekynsipHo-
reHeTuuecKasi TuarHoctuka- nouck aenenuid NF1

3ananue 45 [TanueHT - HOBOpOXKIeHHBIN, HanpaBieH B MI'K s o6cnenoBanus B CBS3H C
noBblieHueM ypoBHs HeoDPA-12,8mMr%, perect PA-33,4mMr%. OOBEKTUBHO: (PEHOTUITUYECKH
0e3 CUTHATbHON AUCTUIACTHKH.

1)IIpeanonoxuTenbHblii TUarHos.

2)Meronbl TUAarHOCTUKH.

Omanon omeema:

1) E70 ®enunkeronypus

2) Kontpons ypoHst DA B kpoBu,OAK, dnoxumuyecknii ananus kposu, AJIT, ACT , D,

onpenenenue myrauuu B rene PAH

3ananue 46 [Tanuent - manpuuk 3,5 net. XKanoObl Ha EPUOANYECKOE MOBBILIICHUE TEMIIEPATYPHI
tena 10 40,5, co coB MaMbl He NOTeET, B 1,5 1 2,5 roja cyJOpOKHBIN IPUNAI0K B JIETHUN
nepuoa. O0beKTUBHO: OOJIBIION J100, peIKKE BOJIOCHI, OPOBU U PECHUIIBI, KOKA TOHKAs cyxas,



TUIIO/IOHTHSA, 3yObl KOHMUECKOW (POpMBI, MHO)KECTBEHHBII Kapuec, TOHKHUE AUCTPOPHUHBIC
HOT'TH, 33/IepP’KKa ICUXUYECKOTO Pa3BUTHSL.

1)IIpennonoxuTenbHblil TUarHos.

2)Meroibl TUarHOCTUKH.

Omanon omeema:

1) E 75.2 bone3ns ®adbpu
2) MPT, KT, Y3U BayTpennux opranon, IKI', 9xo-KI', konudecTBeHHOE OTNIpeacieHne

au3ocuHronunuaoB merooM TMC, onpeseneHne akTUBHOCTH anb(da-rajgakTo3uassl B KPOBU.
3ananue 47 [TanueHT - HOBopoxaeHHas ieBouka. OObEKTUBHO: TUM(PATUIECKHI OTEK KUCTEH 1
CTOI, ITEPUTHYM IIEH, SITUKAHT, aHTUMOHTOJIOU/IHBIN pa3pes r1a3, BIIC, monkoBooOpa3Has
MOYKa.

1)IIpeanonoxuTenbHblil JUarHos.

1) MeToasl TMarHOCTHKH.

Omanon omeema:

1) Cunapowm lllepemesckoro -Tépuepa

2)MeToab! IMarHOCTUKU: UCCIIEI0BaHUE KapHOTHIIA

3ananue 48 [lanuent - Mmanpuuk 5 net. O0bexTuBHO: 104cM/15KT, Kpyrioe M0, KITMHOBUIHBIH
pOCT BOJIOC Ha JI0Y, THIIEPTEI0PU3M, HIMPOKAsk IEPEHOCHIIA, KOPOTKUN HOC C BBIBEPHYTHIMU
HO3JIPSIMH, IIUPOKUH QHUIBTP, MAIEBUIHAS MOIIOHKA, KPUIITOPXU3M.

1)[IpeanonoxuTenbHblil TUarHos.

2)MeTo/bl TUarHOCTHKHY.

Omanon omeema:

1) Q 87.1 Cunnpom Aapckora

2) 'eneTnueckue TECTHI ISl BBIBIEHUS MyTaluu B reHe FGD1

3ananue 49 [Tanuenr - neBouka 5 set. XKanoObl Ha CyJOPOTH, CHIKEHHE WHTEIUIEKTA.
OOBEKTUBHO: HA JUIE B 00JIACTHU IIEK €IUHUYHBIC PO30BBIC MAIMYJIbI, HA TeJe 3
JEeMUTMEHTUPOBAHHBIX «IIEPUCTBIX) MATHA.

1) [IpenmnosnoxuTeabHbId JUArHO3.

2) MeToasl TMarHOCTHKH.

Omanon omeema:

1) MKB-10: TyGepo3Hblii ckiepo3

2)MetonoB Heiipouzyanuzauuu: KT, MPT, 331" Y31 BHyTpeHHUX OpraHOB
MounekynsipHO-reHeTHUeCcKas JuarHocTuka- nouck aenenuit TSCluTSC2

3amanue 50 [larueHT - ManbyuK 5 JIET, HANPaBJIEH C IEJIbI0 YTOYHEHUs qUarHosa. M3 anamuesa:
HelipoceHcopHas Tyroyxocts [II-IV, rematypus, nporennypus. O6beKTHUBHO: ICUX0(DU3HUECKOE
pa3BUTHE COOTBETCTBYET BO3pACTy, GEeHOTHI 6€3 0COOEHHOCTEH.

)IIpenmnonoxuTenbHbIA TUArHO3.

2) MeTo bl TUAarHOCTHKH.

Omanon omeema:

1) MKB-10: Q87.8 Cunapom Anbsnopra
2) ananu3el MOuYH 1 KpoBH, Y 3U opranos Opromnoii nonoctu, KT, MPT ronosxoro mo3ra.

[Touck myranuii B rene COL4AS B Xq22 b u COL4A3 u COL4A4 na 2q36-q37



3ananue 51 [TamueHT - Manbunk 4x neT. XKanoOwl Ha c1a00CTh B HOTAX, HAPYIICHUE MTOXOIKH.
OOBEKTHBHO: MICEBAOTUNIEPTPO(PHSI UKPOHOKHBIX MBIIII], TUIIEPIOPA03 MOSICHUIHOTO OT/eINa
MO3BOHOYHHKA, 3aTPYAHEHO MOAHITHE pyK. [Ipu BcTaBaHUM MCTIOIB3YET BCIIOMOTATEIbHbBIE
MIPUEMBI.

1)[IpeanonoxuTenbHblil TUarHos.

2)MeTobl TMarHOCTHKN

Omanon omeema.

1) G 71.0 Mpieunas auctpodust

2) -OAK, buoxumuyeckuit ananus kposu, KOK, JI/II" -CekBeHnpoBaHie T€HOB Ha HATMYUE

MYyTalui, OTBETCTBEHHBIX 32 BOBHUKHOBEHUE HEPBHO-MBIIIEUHBIX 3200IE€BaHUI

3amanue 52 [lamuent - neBouka 4x net. M3 anamuesa: 10 1,5 1eT pa3BuTHE COOTBETCTBOBAJIO
BO3PACTy, 3aTEM PETPECC MICUXUMOTOPHOTO pa3BUTHsA. OOBEKTUBHO: YMCTBEHHASI OTCTAJIOCTh,
CTEPEOTUITHBIC IBUKEHUS B BUJIC «CKUMAHUS U MBIThSI PYK»

D)IIpenmnonoxuTenbHbIA TUArHO3.

2)MeTobl TMarHOCTHKN

Omanon omeema.

1)MKB-10: F 84.2 Cungpom Perra

2)MeTo/bl TMarHOCTUKU: MOUCK MyTanuu B rene MECP2

3amanwne 53 [lamuent - neBouka 5 net. XKanoObl Ha 00JIM B KOCTSIX, YACTHIEC MEPEIOMBI, OOJIBIION
*)uBoT. O0bekTUBHO: 104cM/16KT, KOKa OJieqHast, OOJBIION KUBOT, I'€IaTOCINIEHOMET AN,
BBIpaKEeHHAs BeHO3Has ceTb. OAK: aneMust TpOMOOLIUTONIEHUS JICHKOTICHHUS.

)IIpennonoxuTenbHbIA TUArHO3.

2)MeTo/1bl TUarHOCTHKH.

Omanon omeema:

1) E 83.0 bonesus ['ome

2) OAK, broxumust KpoBH, OIIpe/ie]IeHHe aKTHBHOCTH OeTa-TII0KOoIepeOpo3nIassl,
nencuromerpusi, MPT kocteit JIHK- cexkBeHMpOBaHKE SK30HOB U MPUIK30HHBIX Y4ACTKOB

uHTpoHOB reHa GBA

3amanne 54 Ilamuent - manbuuk 4 jet. XKamoObl Ha 3aIep)KKy IICUXOPEUYEBOTO PAa3BUTHS, YXOI
oT obmeHuss. O0bekTuBHO: 118cM/22KT, 60IbINAs TOJIOBA C BHICOKUM U HIHPOKUM JIOOM,
JUTMHHOE JIUIIO C YBEIIMYCHHBIM OJJOOPOIKOM, YIIIH OOJBIINE, KUCTU U CTOIBI ITUPOKHE,
TUCTANbHBIC (DaTaHTH MANBIEB TAK)KE MIHUPOKUE, TUTIEPMOOMILHOCTD CYyCTaBOB U
TUIEPATACTUIHOCTh KOKH. PEOCHOK He KOHTAKTHBIN, C PU3HAKAMHE ayTH3Ma.

D)IIpeanonoxuTenbHplil TUartos.

2MeTonpl TMarHOCTUKH.

Omanon omeema:

1) MKB-10: Q 99.2 Cunapom Maptuna - benna (CuHAPOM JJOMKOM X-XPOMOCOMBI)

2) Omnpenensiercs konudyectBo LI T-moBTOPOB 1 UX CTaTyC METUIUPOBAHUS C TIOMOIIIBIO

SH/IOHYKJIEa3HOW PECTPUKIIMU U cay3epH-OJIOTTHHTA.

3ananue 55 [Tanument - myxxunna 28 net. becruioansiii 6paxk - 5 net. O6bextuBHO: 186¢M/108KT,
TCJIOCIIOKCHHUC 10 ) KCHCKOMY TUITY, THHCKOMACTUS, KPACHBIC CTPUHU HA )KUBOTEC, TMIIOILIA3UA

SUYCK.



D)IIpeanonoxuTensHbIi TUarHos.
2)MeTo/ bl TUarHOCTHKHU.
Omanon omeema:
1) Cunapom Knsadenbrepa
2) HWccnenoBanue kapuoTuia
3amanue 56 [larueHT — HOBOpOXKAEHHAsS, CpoUHBbIe poabl. O0bekTHBHO: 26001/48CM,
MUKpoOpaxunedanus, cCHHOGPHU3, JUTHHHBIC 3aTHYThIE PECHUIIBI, 1e(OPMUPOBAHHBIC YIITHBIC
PaKOBUHBI; MAJICHbKUI HOC, MUKPOTE€HHUSI, TOHKAs BEPXHSS I'y0a, poT B BUJE MOTyMeECsIIa,
MaJeHbKHE KMCTH U CTOIIBI, KIIMHOJAKTHINS V NaJIblIEB KHUCTEH.
D)IIpennonoxuTenbHbIA JUATHO3.
2)MeTtoapl TMarHOCTUKH.
Omanon omeema:

1) Kopuemnus ae Jlanre
2) JlmarHo3 Ha OCHOBE KJIMHUYECKHUX MPOsIBICHUH ( TUIMMYHBIC YePTHI JIUTIA SBIISFOTCS

HaunOoJiee IMPOKO NPUHATHIM KPUTEPUEM JJIs TIOCTaHOBKY uarHosa) OmnpeneneHue
myTtaiuit NIPBL, SMCIA unu SMC3
3)
3ananue 57 [TanueHT — HOBOpOXIeHHBIH. OOBEKTUBHO: MUKpOLE(aIns, CKOIICHHBIN J100,
THIIOTETIOPU3M, MUKPO(TAIbMUS, pacienrta ryosl u He0a, HU3KO MOCaKEHHbBIE U
neGOopMHUPOBaHHBIE YITHBIE PAKOBHHBI, OJIUIAKTHIINS IOCTAKCHATTbHAS, «CTOTA-Ka4aIKay,
BIIC, mukponeHuc, KpUurnTopxu3M JABYCTOPOHHHM.
1)I[IpeanonoxuTenbHblil TUartos.
2)MeTo/1bl TUarHOCTHKHY.
Omanon omeema:
1) Cunnpom Dasapca
2) UccnenoBanue KapuoTuna

3ananue 58 [lanmeHT — HOBOPOXKIeHHBIH. OOBEKTUBHO: AOHOIIEHHBIH, 2800r/48cM,
MUKpoIie]anus, aHTUMOHT OJIOUIHBIN pa3pes3 IJ1a3, MIIIIeYHas THIIOTOHUS, TYHOOOpa3HOoe JUIIO,
TUTIEPTEIIOPHU3M, TIad peOeHKa, HATTOMUHAIOIINN KOIIaYhe MSyKaHbE.

1) [IpeanonoXuTeNbHBINA JUATHO3.
2)MeTobl TMarHOCTHUKH.

Omanon omeema.
1) Cunapom Jlexxena (CHHIPOM «KOIIAYBETO KPHKAY)
2) UccnenoBanue KapuoTuna

3anmanue 59 [TammeHt 4 ner. XKanoOs! Ha 3aAEpKKY IICUXOpPEUeBOro pa3BuTusi. OOBEKTUBHO:
CBETJIBIC BOJIOCHI, TOYOBIE TJ1a3a, TOJMXOCTEHOMEINS, BOPOHKOOOpa3Has rpy/IHas KJIeTKa,
TUIepMOOUIIBHOCTD CyCTaBOB, apaxHOJAKTUIINS, CyOIIOKCALIUS XPYCTAINKOB.

)IIpenmnonoxuTenbHbIA TUarHo3

2)MeTobl TUarHOCTUKH.

Omanon omeema:

1) Cungpom Mapdana

2) OxoKI', uccnenosanue myrauuii FBN1



3ananue 60 [Tanuent 5 ner. XKanoObl Ha 3aJ1epPHKKY ICUXOPEUEBOI0 PA3BUTHS, IPUCTYTIBI
HEMOTHBHPOBAHHOTO cMexa. OOBEKTHUBHO: MUKpOOpaxuiedars, MaKpOCTOMUS, MBIIIICUHAsS
THIOTOHUSI, TOXO/IKA 110 THITY «MEXaHHYECKOW KyKJIBD»

1)IIpeanonoxuTenbHblii TUarHos.

2)MeTo/1bl TUAarHOCTUKH.

Omanon omeema:

1)Cunapom AHreiabMaHa

2) UccnenoBaHue KapruoTHIIA
3ananue 61 [TanmeHT - HoBopoXxaeHHBIH, HanpaBieH B MI'K 111t oGcnenoBanust B CBS3U €
nosbiieHrueM ypoBHs HeoVPT-90 ur/mn, perectPT-50 Hr/mit, XJI0pH bl oTa-75 MMOJIB/T

1)IIpeanonoxuTenbHblii TUarHos.

2)MeTobl TMarHOCTHKH.

Omanon omeema:

1)MyKOBHCIINI03

2) Pentren npu poxxaeHuu 3areM 1p/roa, Crimporpadus 1p/3 Mec, KOHTPOJIb MUKPODIOPHI
1p/3 mec, onpenenue mytanuii rena CFTR

3ananue 62 [TanmeHT — HOBOpOXAeHHBIH. OO0BeKTUBHO: Macca Tena 2400r, HU3KO MoCcaXKeHHbIE,
nehOpMUPOBAHHBIC YITHBIE PAKOBUHEI, TOTUXOIE(hars, MUKPOTCHHUS, KOPOTKUE TTIa3HbIC MIEIIH,
MHUKPOCTOMHUSI, (DIICKCOPHOE MOJIOKEHHUE MANbLEB PYK, maxoas rpeika, BIIC. 13 anamuesa —
OepeMEHHOCTh MPOTEKajaa C MHOTOBOJAMEM, OTMEUAIach ciiadasi akTUBHOCTH Tuiofa, Ha Y3U —
€MHCTBEHHAs apTepusl MYIIOBUHBI, MaJICHbKas IJIallEeHTA.

)IIpenmnonoxuTenbHbIA TUarHO3.

2)MeToibl TUarHOCTUKH.

Omanon omeema:

1)Cunapowm Ilatay

2) UccnenoBanue kapuoTuna

3ananue 63 [lamuent - 6epemennas 42 net, cpok 6epemeHHOCTH 18 Henenb, JaHHas
6epemenHocTh 3 (1 u 2 — MmenukamMeHTO3HbIe a0opThl). KoOHCYyIbTHpYETCS 10 pe3ynbTataM
MpeHaTaIbHOrO CKpuHUHTA | TpumecTpa. BoiaBnensl Y3U mapkepsl: BoasiHka mioaa, TBIT-8mmM,
ypoBerb PAPP-A-0,49MoM, B-XT'Y-1,11MoM.

1)I[IpenmnonoxuteabHblid JUATHO3.

2)MeTobl TUarHOCTUKH.

Omanon omeema:

1) O35.1. XpoMOCOMHBIE aHOMAJIUH Y TIJI0J1a (TIPEATIOIaragMbie), TpeOyroIue

MIPEIOCTABIICHUS MEAUIIMHCKON TOMOIIM MaTEpH.

2) uBa3uBHas npeHaTallbHas JUarHOCTUKA

3amanue 64 [lamuent - manbunka 12 ner. XKanoOsl Ha 00k B HOTaX, MPUCTYTIBI CEPALICONCHHMS.
OOBEKTHBHO: JOTUXOCTCHOMENHS, TPYAHON KU()OCKOINO03, TUIIEPITACTHYHOCTD KOXKH,
«TaUPOCHBIE» PYOIIbl HA TOJICHSAX U B 00JIACTH KOJIEHHBIX CYCTaBOB, TUIIEPIIOABMKHOCTh
KpPYIHBIX U MEJIKUX CYyCTaBOB, MPOJOJIbHOE TIOCKOCTOIHE.

1)IIpennonoxuTenbHplii JUarHos.

2)MeTo/1bl TUAarHOCTHKHU.



Omanon omeema:
1)Cungpom Dnepca-Llannoca
Ox0oKI', MonexymsipHO-reHeTHUeCKoe uccienaoBanme «HaciencTBeHnble 3a00aeBaHne

COEIMHUTEIHLHON TKAaHW

3amanue 65 [laruent - neBouka 5 yet. XKanoObl Ha )KUKHI 37IOBOHHBIN CTYJI, B3IyTHE )KUBOTA,
notepio Beca. M3 anHamHesa: nepBble CUMITOMBI ¢ 11 Mec. mocie paciMpeHus: MTUTaHus, CO CJIOB
KHUJIKUN CTYJI BO3HUKAET Mocie ynotpedineHus xyueda, neueHbs. OobektuBHO: 100cM/12Kr, KoXka
OneqHast, MbIIIIeYHAs! TUTIOTOHUS, OOJIBIION KUBOT

D)IIpennonoxuTenbHbIA JUATHO3.

2)MeToabl TMarHOCTUKH.

Omanon omeema:

1)AHTHTENA K TKAHEBOHM TpaHCAMUHA3€e, aHTUTENA K TJIMOANHY, THTUTENA K SHIOMH3HUIO U
pPETUKYJIUHY, TeCT Ha 00mui 6enok, Tect Ha ansoymuH; HLA tTunuposanne DQ2/DQS8

3ananue 66 [lanMeHT - HOBOpOXKIEHHAs Ha 5€ CyTKH OTKa3 OT €/Ibl, PBOTA, CYJOPOTH, Ha 6¢
cyTtk B APO MeTabonuveckuii KeToaua03 U TUIOTIIMKeMHUs], Ha 7€ CyTKH — AeTUApaTaIiH,
nporpeccupytomas jgeraprus. O0ObeKTUBHO: OT MAIUEHTa UCXOTUT crienuuueckuit
CJIaJIKOBATBIN 3aI1ax.

1)IIpeanonoxuTenbHblil TUarHos.

2)Merobl TMarHOCTUKU.

Omanon omeema

1)bonesns «kneHoBoro cuponay (Jleiunos)

2) I'azoBas xpomartorpadusi 06pas3oB MOYH; AMUHOKHUCIIOTHI M1a3Mbl (TOBBIIIICHHE
aIIOM30JIeNIMHA) - B paspaborke; JTHK- nuarnocTuka (4acTble MyTal|u
B renax BCKDHA, BCKDHB)

3ananne 67 Ha ocMoTpe peGeHOoK 5 JIeT - TelleKaHT, TeTepOXPOMHUS Paly>KKH U BOJIOC Ha TOJIOBE,
HelpocercopHas Tyroyxocts III-IV crenenu. B pogocioBHo# - y MaTtepu cemast mpsib, y OpaTta
TYTOyXOCTb.

D)IIpenmnoioxuTenbHbIA TUArHO3.

2)MeTobl TUarHOCTUKH.

Omanon omeema

1)Cunapom BaapnenOypra

2) lnarno3 ycTaHaBiIMBAETCs HA OCHOBAaHUU KJIMHUYECKUX JAHHBIX, U3YUECHHUS] CEMEHHOTO
aHaMHe3a, MOJIEKYJIsIpHO-TeHeTH4YecKkoi nuarnoctuku, ¥Y3U rnaza, MPT, KT

3amanwne 68 Ilamuent — manpuuk 1,5 roma. KamoObl Ha CYyXOCTh M MIETYIICHHE KOXKH.
OOBEKTUBHO: KOKa CyXasi ¢ OOJIBIIMMH TEMHBIMH YEIITYHKAaMHU U BBIPAKEHHBIM THIIEPKEPATO30M
B 00J1aCTH pa3rudaTeNIbHBIX TTOBEPXHOCTEH JIOKTEBBIX U KOJICHHBIX CYyCTABOB.

D)IIpeanonoxuTensHbli TUarHos.

2)MeTo/1bl TUarHOCTHKH.

Omanon omeema

1)BynbrapHblii UXTHO3

2)/Iuaruo3 cTaBUTCS HA OCHOBAHUU KJIMHUKU



3ananue 69 Ilanuent - pedbenok 1 rona. OOBEKTUBHO: BRIpAXKEHHAs 3a7€piKKa
IICUXOMOTOPHOTI'O Pa3BUTHS, CYAOPOTH, MBIIIEYHBIN THIIEPTOHYC, CKPYUYEHHBIE IOMKHE BOJIOCHI.

1)IIpeanonoxuTenbHblil TUartos.

2)MeTobpl TMarHOCTHKN

Omanon omeema

1)Cunapom Menkeca

2)KT, MPT, 23I" MonekysipHO-TeHeTHUECKOe UcclieioBaHre Touck myTtanuiit ATP7A

3ananue 70 Ilamuent - neBouka 6 ser. XKanooOsl: Ha HU3KUK POCT. OOBEKTUBHO:
104cm/18kr, 1TO3 IBYCTOPOHHUH, aHTUMOHTOJIONTHBIN pa3pes Ii1a3, KPhUIOBUIAHbBIE CKIIAJKH HA
niee, BaJIbrycHas AedopmMarius JIOKTEBBIX CyCTaBOB.

1)IIpeanonoxuTenbHblii TUarHos.

2)MeTo/bl TUarHOCTHKHY.

Omanon omeema

1) Cunnpowm lllepemesckoro -TepHepa

2) UccnenoBanue kapuoTuna

3ananue 71 Mamment- 1,5m mec. XKanoOsl: 1utoxast mpudaBka B BECE, CHUKEHHBIN alleTHT,
cpeiruBanue. Poquiics ¢ KIIMHUYECKON BPOXKICHHOW KUIIEYHON HEITPOXOAUMOCTHIO . Hantoxena
uneocrtoMa. [1o ctoMe onpenensieTcs BOASHUCTOE KUIIEYHOE COAEPKUMOE C KUPHBIM OJIECKOM.
B Teyenue nocnennei HepeM OTMEYAETCS Kallelb, TeMIieparypa HopMmaiabHas. Co CJI0B MaMbl
KO’ka peOeHKa UMEeeT BbIpaKEHHBIN COJICHBIN BKYC

DI IpennonoKuTeIbHBIA TUArHO3.

2)MeTo/1bl TUAaTHOCTUKU

Omanon omeema
1)MyxkoBucu103
2) OnpeneneHue ypoBHS XJOPUAOB MOTa, KOMIporpaMmma, aHaJIu3 Kajia Ha TaHKPEaTUYECKYIO
anacrasy, uccieaoBanue yacteix Mytanuii B rene CFTR

3amganue 72 Ilamuent - myxunHa 23 roga. JXKanoOwr Ha Gecriionue. B meTcTBe yacTeie
pecnupaTopHbIe 3a00JIeBaHUs, CHAHYCHTBI. [[pOBOIMINCH MyHKIIMKA BEPXHEYEIIOCTHBIX TazyXx. [1o
JAHHBIM CIIEPMOrPAMMBI — a300CTIEPMHUSI

)IIpeamnonoKuTenbHbIi TUarHo3.

2)MeTtoabl TMarHOCTUKU

Omanon omeema
1)MyxkoBucI103
2) uccnenoBanue yacTtbix MyTanuii B rene CFTR

3amanne 73 Ha npuem oOpatuiack MaTh peOCHKA C Pe3yIbTaTaMH HEOHATAJILHOTO CKPUHUHTA.
Manbuuk 8 nHel xu3Hu. 2KanoObl Ha JKENTYIIHOCTh KOXKHBIX ITOKPOBOB, CPHITUBAHUE, KUIAKUI
ctyn. [1o pe3ynapTaram HEOHATATBLHOTO CKPUHUTA: 00IIask TalakTo3a KPOBH 27 MI/Al

DIIpennonoxuTenbHbld JUarHo3.

2)MeToabpl TMarHOCTHKH

Omanon omeema

I)l"anakrozemust



2) aHanM3 aKTUBHOCTH (hepMeHTa rayakto3o-1-pochar-ypuaunrpancdepass (I'AJIT),
JHK-nuarnoctuka (rena GALT)

3ananue 74 Ilanuent-geBouka 1,5 ner. C 3 qHS )KU3HU pELUANBUPYIOIINE STTU30/1bI PBOTHI,
CITyTaHHOCTH co3HaHMs. HabmromaeTcst HEBpOJIOTOM B CBSI3U C 3aJIeP)KKOM pa3BUTHA. B KpoBu
oTMmedaercst Mmetabonmaeckuit aruao3. TMC kposu: C3 MOBBIIICH, aMUHOKHUCIIOTHI B MOYE —
TTOBBIIIIEHNE METHJIMAJIOHOBOM KUCIIOTHI

) IpennonoxuTenbHbIN AUATHO3.

2)MeTo/1bl TMarHOCTHKN

Omanon omeema

1)MeTunmanoHoBasi auaypust

2) MonekynsipHO-TeHETHUECKOE HCCIIE0BAHNE

3aganue 75 [aument 20 queit xxu3znu. Haxoaures B APO ¢ KIMHUKOW MOJMOPTaHHOMN
HJI0OCTaTOYHOCTH. B Bo3pacTe 5 CyTOK JKM3HU COCTOSIHHE peOeHKA PE3KO YXYIIIUIOCH 3a CUeT
HapacTaHUsl HEBPOJIOTMYECKON CUMITOMATHKHU B BUie cuHapoma yraetenust [IHC,
reHepaIn30BaHHBIX Cy0por B KpoBU oTMeuaeTcss MeTaboIn4YecKuil TakTaT-anua03. B moue
MalMeHTA MOBbIIIeHA KOHIEHTPALMS 3-THAPOKCUIIPOITMOHOBAS KUCIOTA

) IpennonoxuTenbHbIN 1UarHo3.

2)MeTobl TMarHOCTHKU

Omanon omeema

1)IIponmmoHoBas anuaypus

2) TMC, npoBenenue cekBeHupoBanusi MerogoM NGS, Bximtouatomuecs B cedst rensl PCCA
n PCCB

K-7

3agaHus 3aKpbHITOro TUIIA

3ananue 1. UncTpykuus: BeiGepuTte oauH NpaBUIIbHBIA OTBET
BpoxnaeHHol arpe3neil Ha3pIBarOT

OtcyrcTBUE Oprana

Hesapamenne orBepcTus

CwMerieHue ecTeCTBEHHOTO OTBEPCTHUS

OTCyTCTBHE €CTECTBEHHOTO OTBEPCTHS

il e

Omanon omeema:. OTCYTCTBI/IG CCTCCTBCHHOI'O OTBEPCTUMA

3ananue 2. UHcTpykuus: BeiGepuTte oauH NpaBUIIbHBIA OTBET

Bpok1eHHBIM TTOPOKOM pa3BUTHS SIBIISETCS

Hapymenue ¢yHkium oprana

BpoxnenHnoe HapyleHrne 0OMeHa BELIeCTB

BpoxaenHoe HapylieHHEe YMCTBEHHOT'O Pa3BUTHUS

CtpykTypHBIH 1e(EKT OpraHa, COPOBOKIAIOMINNCS HAPYIICHHEM eT0 (QyHKIIUH

el e

Omanon omeema: CTpyKTypHBINA Je(EKT opraHa, COpOBOKIAIOIINNCS HAPYIIICHHUEM €T0
byHKIIUN

3amanwne 3. UacTpykius: BeiGepuTe o uH MpaBUIbHBIN OTBET



[Topoxk pa3BuTHS, BCTPEUYAIOIIMICS KaK CAMOCTOSITEIBHO HACIEyEMBIN ITOPOK C
ayTOCOMHO-JIOMHUHAHTHBIM THIIOM NEPEAadH, TaK U KaK CUMIITOM MPU JPYTHUX
CHUHJIPOMAax, Ha3bIBAETCSA

1. DOxrpomakTunus

2. Kpunropxusm

3. Amrasus OOJIBIIOrO IMajblia
4. Tunpouedanus

Omanon omeema I'unpouedanus

3amanne 4. Uuctpykius: BeiGepute 0iuH MpaBUIbHBIN OTBET

CoucTaHne MHOKCCTBECHHBIX IMOPOKOB PA3BUTH, ABJIAIOIINUXCA PE3YJIILTATOM OJAHOT'O

MEPBUYHOI'O BPOKACHHOT'O ITOPOKA, HA3bIBAOT

1. HeknaccudunupoBanubiM komruiekcom BITP
2. Cunapomom

3. Accomuanuei

4. CnencrsueM

Omanon omeema: CiieACTBUEM

3ananue 5. Unctpykius: Beibepute oauH MpaBUIIbHBIN OTBET
Mukporedanus Ipu CHHAPOME aTKOTOJILHOTO TUI0/Ia OTHOCUTCS K

1. Hu3pynuusm

2. Jlucnnazusm

3. Mansdopmarusam
4. Hedopmarusm

Omanon omeema: JAu3pynuusam

3ananue 6. Uuctpykuus: BeiGepuTe oauH NpaBUIIbHBIA OTBET
K nedexram HepBHOI TpyOKH HE OTHOCHTCS

1. AreHe3us MO3KEUKa

2. CHnMHHOMO3roBas rpbbka
3. AmdHuedanus

4. »suuedanorene

Omanon omeema: AreHe3ns1 MO3KeEUKa

3ananue 7. Unctpykuus: Beibepute oauH NpaBUIIbHBINA OTBET
Kapuorun 46,XY,del(7)(p11.23) xapakrepeH A cuHAPOMa

1. Coroca

2. Bunbsmca-boiipena
3. Jlexxena

4. Ju Jxopmxu

Omanon omeema: Bunbsimca-boiipena

3amanue 8. MucTpykius: BeiGepuTe 01uH MpaBUIbHBIN OTBET
K xnuHnueckuM npusHakam cuHapomMa beksura-Buaemana oTHocAT
1. KpsutoBuaHbIE CKIAJKH HA II€€, MOHTOJIOUIHBIN pa3pes ria3
2. KopoTkyto 1miero ¢ M30bITKOM KOXH U KPBUTOBUIHBIMU CKJIaIKAMH



3.
4.

I'mneprenopusm
Bonbiryro maccy npu poXAeHUH WK TOCTHATAJIbHOE ONepexeHne (pu3niaeckoro
pa3BuTUA

Omanon omeema: BonplIyIo Maccy MpH POXKJICHUH WIN TIOCTHATAIBHOE ONEPEKECHHE
(U3NIECKOTO pa3BUTHS

3ananue 9. Unctpykuus: Beibepute oauH paBUIbHBINA OTBET

el e

MukpodTranbMuei Ha3bIBaIOT
YMeHbIIEHHBIN pa3Mep I1a3HbIX 010K
buskoe pacnonoxenue rias
OTCYTCTBHE IJIa3HOTO 510J10Ka
MaJICHBKHE IV1a3HbIE 11EIU

Omanon omeema Y MEHBIIICHHBIN pa3Mep TIa3HBIX S0JI0K

3amanne 10. UacTpykums: Beibepure oauH NpaBIIbHBIA OTBET

el S

Bribepure npaBuIIbHBIE YTBEPIKICHUS:
IPOTHATHS - HUKHSISL YETIOCTb, BHICTYIAIOIIAS BIIEPE]T IO OTHOILICHHUIO K BEPXHEIH;
SMHKAHT - 3TO CpocIInecs OpoBH;
THIEPTENIOPH3M - 3TO OIYIICHHBIC HAPYXKHBIE YIJIbI I71a3;
MUKPOTHATH - OTO MaJIble pPa3Mepbl BEPXHEU YEIIOCTH;

Omanon omeema: MHUKPOTHATHA - 3TO MaJIbIC pa3MCPhbL BerHeﬁ YCIOCTH

3amanwue 11. UaCcTpyKums: Beibepure oauH NpaBHIIbHBIA OTBET

(O8]

Bribepure npaBUIIbHBIE YTBEPIKICHHS:

KaMOTOJAKTUIINS - CTUOATeNIbHAs KOHTPAKTYPa MPOKCUMAIIbHBIX MEX(aaHrOBBIX
CyCTaBOB;

SMMKAHT - 3TO cpoclIrecs OpoBH;

TUIIEPTEJIOPU3M - 3TO OIYILEHHBIE HAPYXKHBIE YIJIBI IJ1a3;

(GUIBTp - 3TO KOXKHAsl KPBUIOBUAHAS CKIIaIKa

Omanon omeema: KAMITOAAKTIIINS - CTHOATEIbHAS KOHTPAKTYpa MPOKCUMATIBHBIX
MeX(aJaHroBBIX CyCTaBOB

3ananue 12. Unctpykuus: Beibepure oJuH MpaBUIbHBIN OTBET

b s

K npuznakam Y -CUEIIIEHHOTO TUIIA HACJIEIOBAHUS OTHOCATCS:
repezaya TOJNIbKO 110 MYKCKOW JINHUU BCEM JIETM;
nepeaaya TOJNIbKO M0 MYKCKOM JINHUM BCEM MaJjlbuuKaM;
nepeaayda TOJIbKO OT MaTepH K ChIHY;
OTCYTCTBHE IMIOTOMCTBA y O0JIBHOTO MY>KUHHBI.

Omanon omeema: nepeaada TOJbKO MO M}OKCKOﬁ JJMHHUH BCEM MaJIbYUKaM

3ananue 13. UHcTpykuums: BeiGepure onnH NpaBUIbHBIN OTBET

el e

HCﬁCTBHe MYTAHTHOI'O I'€Ha IIpUu MOHOTEHHOM ITaTOJIOTHU IMPOABIISACTCA:
TOJBKO KIMHUYCCKUMHU CUMIITOMaMU,

Ha KIMHHUYCCKOM, OMOXUMHYECKOM H KJIETOYHOM YPOBHAX;

TOJIBKO Ha ONPCACICHHBIX 3TaIlax obOMeHa BCIICCTB,

TOJIBKO Ha KJICTOYHOM YPOBHC.



Omanon omeema: Ha KIIMHUYCCKOM, OHMOXMMHUYECKOM U KIIETOYHOM YPOBHSIX;

3ananue 14. Unctpykums: Beibepure oJuH MpaBUIbHBIN OTBET

il e

Dtronornyeckne PakTopbl MOHOTEHHOUN HACIIEICTBEHHOU MaTOJIOTHH:
IIEPEHOC YYaCTKa OJHOM XPOMOCOMBI Ha APYIyIO;
n3meHenue ctpykrypsl JJHK, myranus rena;
B3aUMO/ICHCTBHE TEHETHUECKUX U CPEIOBBIX (PAKTOPOB;
JieNenus, TyIUTMKalnsl, TPAHCIOKAIUs y9aCTKOB XPOMOCOM.

Omanon omeema: usmenenue crpykrypsl JHK, myTanus rena

3ananue 15. Unctpykums: Beibepure oJuH MpaBUIbHBIN OTBET

Jaiite BepHOE omnpenenenne. ApTpoxanas3us — 3T0...

pa3b0ITaHHOCTh CYCTaBOB

OTCYTCTBHE LIIUTOBHUIHOM KeJe3bl

COYETaHHUE MOPOKOB Pa3BUTHSI HESICHON 3THOJIOTHH, BCTPEYAIOIIEeCs Yalle YeM MOXKHO
ObLTO0 OBI OKUIATH OT MPOCTOM CITYYaHOCTH

MHOYKECTBEHHBIE BPOKAEHHBIE KOHTPAKTYPhI CyCTaBOB

Omanon omeema. pa360HTaHHOCTL CyCTaBOB

3ananue 16. Unctpykuus: BeiGepure oivH NpaBUIbHBIN OTBET

b S

Bepnoe onpenenenue. Manshopmarnius — 370 ...

MMOPOK Pa3BUTHS, BEI3BAaHHBIN HETIPABWIBHBIM (DOPMUPOBAHHEM TKaHEH

YBEJIMYEHHBIN I'OJIOBHOM MO3T

YBEJIMYECHHBIE YIIIHbIE PAKOBUHBI

CTOMKOE COYETaHUE NIOPOKOB Pa3BUTHs, HE BBICTPAUBAIOLIEECS B €AUHYIO LIETIOUKY
COOBITHI (KaK CEKBEHIINS), 8 BEI3BAHHOE PA3IMYHBIMU HAPYIIEHUSIMH Pa3BUTHS OJHOMN

WJIN HECKOJIbKUX TKaHEN

Omanon omeema: OPOK Pa3BUTHS, BEI3BAHHBIA HETIPABUILHBIM (hOPMHUPOBAHHEM
TKaHEN

3ananue 17. Unctpykums: Beibepure oJuH MpaBUILHBIN OTBET

b s

Coueranue HEHPOCEHCOPHOU BPOXKAEHHOM/paHHEH TYTOYXOCTH, C BECTUOYIAPHBIMHU
HapylIeHUsIMH U ¢ O6oiee mo3aHei Manudecraueit nuddysnoro 306a /pexe
TUIOTUPE03a

cunpoma Ilenapena

cunnpoma Kapsemna—Jlanre-Hunbcena

cuaapoma BaapnenOypra, Tum I

MyKomnoJicaxapuaosa, Tan I11

Omanon omeema: cungpoma [lennpena

3ananue 18. UncTpykims: Beibepure oJuH MpaBUILHBIN OTBET

b S

Bpoxnéanas runepriiazusi KOpbl HAAMOYEYHUKOB HanboJiee 4acTo 00ycloBIeHa
HEJIOCTaTOYHOCTHIO

17,20-11a3sI

3-0eTa-ruApoCTePOUIPETYKTA3BI

2 1-runipokcuiiazbl

JlecMmoiassl



Omanon omeema: 21-ruapoxcuiiassl

3ananue 19. Unctpykuus: Beibepure oJuH MpaBUIbHBIN OTBET

anladi e

Hannuune ¢punanenbduiickoit XpoMOCOMBI CYMTACTCS] TATOTHOMOHHYHBIM JIJIST
OCTPOr0 MUEJIOUHOTO JIEUKO3a

paka nmpeacTaTebHOM KeJe3bl

XPOHHUYECKOTO0 MUEJIOUAHOTO JIEHKO3a

. paka MOJIOYHOM KeJIe3bl

Omanon omeema. XpOHUUECKOTO MUEJIOUTHOTO JIEKO3

3ananue 20. Unctpykums: Boibepure oJuH MpaBUIbHBIN OTBET

[9S)

Anomanap IIbepa PoOena Bkitouaet

pacuiesnuHy HEOA BCIIECTBHUE BBIPAXKEHHONM MUKPOTE€HHH U TII0CCOMNTO3a

JUIEBble aHOMAJIUU U TUIIOIIA3UIO0 JIETKUX BCIIEJICTBUE areHe3ny MoveK y 1mioia
MMaJIOBOAMSI

THIpOHE(PO3 BCIEACTBUE CTEHO3a MOYETOYHUKA

ruzponedanuio, KocoaanocTb U HapyleHne (yHKIMNA OpraHOB MaJIoro Ta3a y peOeHka
CO CIIMHHOMO3TOBOM T'PBIKEN

Omanon omeema: pacuienuHy HEOA BCIEACTBHE BHIPAKEHHON MUKPOTEHUU U
IJIOCCOITO3a

3amanwne 21. UaCTpyKIMs: BeiOepure oauH NpaBHIIbHBIA OTBET

el e

XapaKTepHbIM J1J1s1 TOPMOHAJIBHBIX [T0KA3aTeseH U1l MaunueHToB ¢ cunapomoM Jle JIs
anemnns sBaseTcs

cHKeHHbIN ypoBeHb JII'T u ®CI'

MOBbIICHHBIA YpoBeHb @CI', HOpMaIbHBIN WK CHUKEHHBIN YPOBEHb TECTOCTEPOHA
TIOBBIIIICHHBIH YPOBEHb TECTOCTEPOHA U MHTUOMHA

HOpPMAaJIbHBIN YPOBEHb TOHAJOTPOIIMHOB U TECTOCTEPOHA

Omanon omeema: NoBbIIeHHBIN ypoBeHb OCI', HOpMAJIbHBIN WJIM CHUKEHHBIA YPOBEHD
TECTOCTEPOHA

3ananue 22. Unctpykums: Beibepure oJuH MpaBUIbHBIN OTBET

el e

K xnmuHMYecKrM npu3HaKaM, XapaKTepHBIM I cuHApoMa Mapdana, OTHOCAT:
EnuHcTBeHHYI0 CrUOaTeNIbHYIO CKIAAKY Ha JaJOHAX U MU3UHIAX
YMCTBEHHYIO HEIOCTAaTOYHOCTh

Bpaxunedanuto

@®ubpo3HBIE KOHTPAKTYPHI MANBIEB U KOJICHHBIX CYCTaBOB

Omanon omeema: ®UOPO3HBIE KOHTPAKTYPHI MAIbIEB U KOJCHHBIX CYCTaBOB

3amanwne 23. UacTpykuwms: Beioepure oauH MpaBIIbHBIA OTBET

—_—

Ll N

3anep>1<1<a pocTa U YMCTBCHHOI'O pa3BUTHA B COUYCTAHUU C THIICPTPHUXO30M U JIMIICBBIM
nu3Mop(hU3MOM (BBITHYTHIE OpOBH, CHHO(MPHU3, 3amaBIiias IEPEHOCHIIa) XapaKTepHa JJIs
CUHJIpOMA:

Kopuenuu ne Jlanre

Aapckoro

Hynan



4. CunbBepa-Paccena
Omanon omeema: Kopuenuu ne Jlanre

3ananue 24. UHcTpykuwms: BeiObepure oivH NpaBHIBLHBIA OTBET

[Tpu Tupo3uHEMUN 1-ro TUITA MPUHIIUT JUETOTEPAITUN 3aKITI0YAETCS B OTPaHUYEHUN
MOCTYTUJICHUS B OPTaHU3M:

JInzuHa u apruHuHa

TuposuHa u QeHnnanannHa

JIm3uHa 1 METHOHWHA

MeTtuoHMHA U aprUHUHA

b S

Omanon omeema: Tupo3nuHa u peHUIATaHUHA

3ananue 25. Unctpykuus: BeiGepure ouH NpaBUIBHBIA OTBET
Ckomnuno3 (yrou 6onee 20 rpaaycoB), CIIOHIAMIONNCTE3, OTPaHUYEHHUE Pa3THOAaHUS B
JIOKTEBOM CyCTaBe, MEUAILHOE CMELICHUE MEINAIbHOM JOABIKKH, INIOCKOCTOIIHNE,
POTPY3Hsl BEPTIY>KHOU BIAJAMHBI TI000H CTENEHU SIBJISIOTCS AUArHOCTUYECKUMU
MpU3HAKaMU CUHIPOMA:

1. Jlayna

2. DnBapjca

3. Mapdana

4. Knaitudenbrepa

Omanon omeema Mapdana

IK-7
3ajaHusA OTKPBLITOrO THIA

3ananue 1 I'emoxpomaros

Omanon omeema: HacneactBeHHOe 3a00€BaHUE, XapaKTEPU3YIOLIEECs MOBbIIIEHHBIM
BCAChIBAaHMEM JKeJle3a B KUIIEUYHUKE U OTJIIOKEHUEM B OpraHaxX M TKaHAX JKEJIe30CoAepKaIInX
MUTMEHTOB (MPEUMYIIIECTBEHHO B BHJIE TEMOCHIEpHHA) C pa3BuTHEeM (hrbpo3sa.
Pacnpoctpanennocts 1:200 - 1:300 (B eBponeiickoit nmomyJssitiun). ['erepo3uroroe
HOCUTEJBCTBO MaTojioruyeckoro reHa otmeuvaercs y 10-13% nacenenus. Myx4uHbl 6071€10T
IpeanookuTenbHo B 10 pa3 vamie xeHuH, B Bozpacte 40-60 siet, a )KEHIMHBI 10Ce
MeHomnay3bl. [laTorenes HenoctatouHo uzydeH. Knaccuueckuii reMoxpomaTo3 MpeaCTaBIIsSIET
co0oii cTyneHuaTslii mpouecc, HaunHatomuiics Mytauued HFE-rena, HapyiieHneM HachleHUS
TpaHceppHHa, yBEIUYECHHEM CHIBOPOTOYHOTO (heppUTHHA U 3aBEPIIAIOLINIICS IETOHUPOBAHHEM
JKele3a B )KU3HEHHO BaXKHBIX OpraHax, Mpex/ie BCEero B MeYeHH, ¢ popMupoBanueM Gpudpo3a u
nuppo3sa. ['emoxpomaTo3 - MOJMCUHAPOMHOE 3a00JIeBaHUE, KIMHUYECKUE TPOSBICHHSI KOTOPOTO
HE ABISAIOTCS crienupuuHbIMU. Hannune KIMHIYECKUX MPU3HAKOB TeéMOXPOMAaTo3a TECHO
COTPSIKEHO CO CTENEHbIO0 HAKOTIEHUS JKele3a B TKaHAX. Kputndyeckoil sBiseTcss KOHIIEHTPAIUs
xKenesa, peBblaonas Hopmy 6osee yem B 10-20 pa3. Yare 3to npoucxoaut nocie 30-40 mer.

3ananue 2 Hapymenne oOMeHa nopupuHoB U cuHTe3a remMa. OO01as XxapakTepUCTHKA.
[TpUHIUITBI THATHOCTUKH.

Omanon omeéema: 3aboJjieBaHUs, B OCHOBE KOTOPBIX JIEKAT IMOBPEKACHUS B CUHTE3€ remMa,
Ha3BaHbl HOppupusMu. X pa3BUTHE Yalie BCEro CBsI3aHO C HACJICACTBEHHBIMU JIe(heKTaMH B
(hepMEeHTHBIX CUCTEMAaX, OTBETCTBEHHBIX 32 aHA00IM3M nophupuHOB.B 3aBucuMoOCTH OT
JIOKAJIM3alluK HAPYIICHUH pa3InyaloT SPUTPOIIOITHUECKUE (aHOMAIMK B 0OMeHe Top(UPUHOB B
KOCTHOM MO3T'€) U IEYEHOYHBIE (ITOX0KHE CABUTH B TeMATOIUTAX ) THITBI, OTIIMYAIOIIHECS IPYT
oT Jpyra nedekraMu pa3HbIX reHoB.OTHAKO HCTOPHUYSCKHUE XPOHUKU BPEMEH CPETHEBEKOBbS
COXPAaHUIIU OIMCAHUSI CEMEWCTB, y YICHOB KOTOPBIX OTMEYAIIUCH YePThI, CBOMCTBCHHBIE
TSDKEIIBIM (popMaM 3TOTO CTPAJIAHHMSI, TPOSBIISIONINECS KOKHBIMHU, HEBPOJIOTUICCKUMU



NCUXUYECKUM M a0IOMUHATBHBIMUCUMIOTOMAMHU (KIMHUKOM OCTPOTro ’KMBOTA, TOLUTHOTOH,
PBOTOH, 3aJ€pKKOI CTyJa; SUWICNITUYECKUMU MPUTIAaJKaMU, Tape3aMu, apainiaMu,
NOJIMHEBPUTAMH, 3pUTEIIBHBIMU U CIIyXOBBIMU TaJUIIOLIMHALIUSAMH, CJIETIOTON), a TAKKE
QHOMAJILHO BBICOKHUM BBbIJIEJIEHHEM OP(HUHOB ¢ MOYOH WK KajoM. HekoTopsie mpusHaku
00J1e3HH — KpacHbIM OTTEHOK 3yOOB U KOCTEH, CBOE0Opa3HbI IIBET KOXKU, H3MEHEHHON
BOJIJIBIPSIMU, SI3BaMU U pyOLIaMK; HOUHOM 00pa3 Ku3HU, 00yCIOBIEHHBIN (OTOIEpMaTUTOM,
CIIOHTaHHOE CBEYECHHE HEKOTOPBIX TKaHEeH U BblJIeNeHUIl 00JIbHOTO, IPUXOTH BKYCa, CBI3aHHBIC
C aHEeMHEM, — CTOJIb IPKU M HEOOBIYHBI, UTO BBI3BIBAIOT B MAMSTH OINKCAaHUE OOJIMKA U MTOBEACHUS
MHU(pHUECKUX BypJanakoB uian BamnupoB.B Poccun yame BoisiBisitorest OITIT u TTKTL. [{ns
MEepPBOM XapaKTepeH KOMILIEKC CIIEIYIOIMINX CUMIITOMOB: TaXUKapAusl, moBbieHne AJl,
KOJINKOOOpa3Hble O0JIM B ’KMBOTE, MPU3HAKU MOJIMHEBPUTA, CYAOPOTH, H3MEHEHUS TIOBEACHUS,
SMOLIMOHANIbHAS JTaOUILHOCTD, AETIPECCHS, TAJLTIOLMHALIUY, [Tape3 AbIXaTeIbHOW MYCKYJIaTyphl U
1p. CrocoObl AMarHOCTUKY OCHOBAHBI Ha BBISIBIEHUH U30bITOUHOTO KosnyecTBa 5-AJIK,
nophobunuHoreHa u obmux noppuprnon.llo3nusas koxuas noppupus (IIKIT) npossaser ceds
HOBBIIIEHHON CBETOUYBCTBUTEIBHOCTBIO, TTTyOOKMMHU OPAKEHUSIMUA KOXKH, 00YCIIOBIEHHBIMU
(hoToceHcuOUIM3aIMeit, HHOTa KIMHUKON «OCTPOTO KHBOTAY.

3ananue 3 MykoBucuuao3 Oomas xapakrepuctuka. [IpuHIMIIBI THarHOCTUKY.

Omanon omeema: SIBnsieTcs HaCIEICTBEHHBIM 3a00JIeBaHUEM KeJle3 BHEILIHEH
CEKpPELNH, IPOSBISIETCS B TIEPBYIO OUEPE/Ih MTATOIOTHEH CO CTOPOHBI )KETYJOUHO-KUIIIETHOTO
TPaKTa U JpIXaTeabHOM cucTeMbl. [1oBBIIIIEHHAs BA3KOCTh CEKPETa jKejie3 BHELIHEH CeKpeLuu
NPUBOJIUT K XPOHHYECKOMY BOCHAIUTEIILHOMY IPOIECCY B JIETKHUX, SK30KPHHHOM
HEJI0CTaTOYHOCTH IMOJKETYTOUYHOH jKeIe3bl, FenaToOnIMapHoi MaToJOrMH U aHOMAJIbHO
BBICOKOMY CO/ICP’KaHUIO 3JICKTPOJIUTOB B TIOTE. /IMarHO3 CTaBsAT Ha OCHOBAHWU JTAHHBIX
UCCIIEIOBaHMS [TOTA WM UJICHTU(UKALMY 2 BApUAHTOB I'€HAa, BBI3bIBAIOLINX MYKOBUCIIMIO3, Y
OOJIBHBIX C MOJIOKUTEIHHBIM PE3yJIbTATOM HEOHATAIBHBIX CKPUHUHT-TECTOB MIIH XapaKTePHBIX
KJIMHUYECKUX MPU3HAKOB. OTBETCTBEHHBIN T'€H JIOKAJIIM30BaH Ha JJIMHHOM I1JIeYe XPOMOCOMBI 7.
OH KoaHpyeT MeMOpaHOACCONMUPOBAHHBIHN OEJIOK, Ha3bIBAEMBIH MYKOBHCIIHIO3HBIM
TpaHcMeMOpaHHbIM peryisitopom nposoaumMoctu (CFTR). Haubonee pacripoctpaneHHas
BapuaHnTamu reHa, F508del, Bctpeuaercs npumepHo y 85% aneneit; Obutn
unentTuuurpoBansr> 2000 menee pacnpoctpaneHHbIX BapuanToB CFTR.

3ananue 4 CHUHAPOMBI IEPBUYHBIX UMMYHO/I€(DUIIUTOB SBIISIOTCS T€HETHUECKU
nperonpeaeIeHHbIMA UMMYHOAeUIIUTAMH C UMMYHHBIMU M HEUMMYHHBIMU J€(EeKTaMu.
Omanon omeema: HenMMyHHBIE IPOSIBIEHUS YaCTO JIETYE PACIIO3HATH, YEM CaM
umMmyHoaepuut. [Ipumepamu city>kat aTakCus-TeI€aHIMAKTa3usl, TUIIOIIIA3Us XpALIEeH U
BoJioc, cuaapom Jn Jxopmxu, cunapom runep-IgE n cunnpom Buckorra — Onppuua.
HecMmoTps Ha Hanmuure UMMYHOAE(PUIIUTOB, Y HEKOTOPBIX NAI[UEHTOB TaKkKe
pa3BUBAIOTCS ayTOMMMYHHbIE paccTpoicTBa. IMMyHO1€(DUIIUTHI OOBIYHO MPOSBISIOTCS
peLUUANBUPYIOIMMH HH(EKIIMOHHBIMU ITpoLieccaMu. Bo3pact, B KOTOpOM Havaauch
peLuIBHpYIONIUEe HH(PEKLNH, JaeT K04 K TOHUMaHHIO TOTr0, KaKOH KOMIIOHEHT UIMMYHHOM
CHCTEMBI BiHsieT. TeM He MeHee, IS OATBEPKACHUS JUarHo3a IMMYyHoIepHInTa He0OOXOAMMO
IpoBe/ieHUE CcrelupUUEcKUX TecToB. JleueHre u MporHo3 Npyu NePBUYHBIX UMMYHOAE(PHUIIUTHBIX
HapyILIECHUAX 3aBUCUT OT KOHKPETHOI'O pacCTPOMCTBA

3ananue 5 Kumeunsle nucaxapuaossl. OOmas xapakrepuctuka. [IpyHINIIBI THarHOCTUKY.
Omanon omeema:Kuieunsle 1ucaxapyio3bl — HECIIOCOOHOCTb K YCBOGHUIO
OTJENbHBIX BUJIOB YTJIEBOAOB BCIEACTBHE Ae(UIIUTA OTHOTO MK O0JIee KUIIEYHBIX (DePMEHTOB.
Knununueckue nposiBiaeHus BKIOYAIOT AUAPEI0, B3Iy THE )KUBOTA, TIOBBIILICHHOE
razoo0paszoBanue. J[MarHo3 OCHOBBIBAETCS HA KIMHUYECKUX JIaHHBIX U pe3yibTaTax
BOJIOPOJIHOTO JABIXaTEJILHOTO TecTa. Jleuenue 3axitouaercs B UCKIIIOUEHUH YIIOTpeOIeHUs
«BUHOBHOT'O» Jucaxapuaa. B HopMe aucaxapu/ipl pacileIuIsiOTCs 10 MOHOCAXapH10B



nucaxapuaasaMu (B YaCTHOCTH, JTAKTa301, MajabTa30ii), pacro0KeHHBIMH Ha IMIETOYHON KaiimMe
SHTEPOIIMTOB TOHKOTO KUIIEUHUKa. Hepaciiennenusie nucaxapuabl 0071a1at0T BEICOKOM
OCMOJIIPHOCTBIO, TPUBJIEKAIOIIECH BOIY U SJIEKTPOJIMTHI B IPOCBET KUIIEYHUKA, YTO MPOSIBISAETCS
BOJISIHUCTOM napeeil. Benencrue nepepaboTky yrieBo10B MUKPOMIOPOi B TOJICTOM KHILIKE
00pa3yroTcs rasbl (BOJOPO/I, IBYOKUCH YTIIepO/ia, METAaH), YTO COMPOBOXKIAETCS N30BITOUHBIM
OTXOJICHHEM Ta30B, B3yTHEM U PACTSHKEHUEM JKUBOTA, TTOSIBIEHUEM 00JIN B KUBOTE.
Bo03M0XHO puMeHEeHNEe MOJIEKYJIIPHOM AUArHOCTUKH JIJISl TOATBEPKIACHUS JUArHO3a.

3ananue 6 Knunuka. J[narnoctuka, jiedeHue, npo(uiIakTiKa HacleACTBEHHBIX CHHIPOMOB C
MIPEUMYIIECTBEHHBIM HapyIIEHUEM CEPJICYHO-COCYAUCTON CUCTEMBI.

Omanon omeema: OCHOBHBIM MPU3HAKOM IIPOOJIEM C CEPJICUHO-COCYIUCTON CUCTEMOM
aBIsieTcst 0011b B 06sacTu cepama. OHa MOXKET OTAaBaTh B pyKy, LIEI0, JIONATKY U ObITh
CHUMIITOMOM CTE€HOKapAuHU, MH(papKTa, uiieMun. YacTo BCTPEUAIOLINICS CUMIITOM — OJIBIIIKA
— SBJIIETCS IPU3HAKOM CEP/ICYHON HE0CTaTOYHOCTHU. YUalleHHOe cep/lieOneHune, OuryueHue
nepeboeB B paboTe cep/iia — CUMIITOMbI apUTMUU. Tskemnasi cepliedHast HeloCTaTOYHOCTb
nposiBisieT ce0s oTekaMu KoHeuHocTel.J{Jis uccnenoBanus atoei, cTpaJalonumMu
3a00JI€BaHUAMU CEPACUHO-COCYTUCTON CUCTEMBI, IPOBOIATCS BU3YaIbHBIH OCMOTP, Majblalus,
nepkyccus, ayckyiabTanus. O6s3arensasl DK, OxoKTI', BekTopkapaunorpadus, ucciegoBaHus
IreMOIMHAMUKH U (PYHKIIMOHAJIBHOT'O COCTOSIHUS CEep/ILia U COCYI0B, 30HAMPOBAHUE,
pentreHorpadwus, 1abopaTopHbIe UCcCiIeT0BaHus (MOYH, KpoBH). [ToATBEpKIaI0IIIUM METOIOM
MOJKET CIIy>KMTh MOJIEKYJISIpHAsl JTUarHOCTHKA.JIedeHre MpoBOAUTCS B 3aBUCUMOCTH OT
BBISIBJICHHOT'O 3a00JI€BaHUS Y KapAHOjora Uil TeparneBTa.

3ananue 7 Knunuka. Jluarnoctuka, jeyeHue, npouiakTuka HaciaeICTBEHHBIX CUHIPOMOB C
PEeUMYILIECTBEHHBIM HAPYLIEHUEM 3HJJOKPUHHON CHCTEMBI.

Omanon omeema: Hanbomnee 4acTo cpeiy KIMHUIECKUAX MMPU3HAKOB, Pa3BUBAIOIIIUXCS
BCJIEJICTBHE HApyLICHUs SHIOKPUHHOTO OanaHca, clieyeT Ha3BaTh odxcuperue. OHO MOXKET ObITh
BBI3BAHO TEHETHYECKIUMH Je(PEKTaMHu B KJIIETKaX THIIOTaJIaMyca: CUHOPOM
IIpadepa—Bunnu (syndrome Prader-Willi) BcneacTBie XpOMOCOMHBIX aHOMAIIUN; CUHOPOM
Jloypenca-Myna—bapoe—buona (syndrome Laurence-Moon-Bardet-Biedle) (Hacnemxyercs mo
ayTOCOMHO-PEIIECCUBHOMY THUILY); cuHOpom Anecmpema (syndrome Ahlstrom), umeromuit
NIOJJOOHBIH THT HACJIEIOBAHNS, CONPOBOXIAIONIHIACS TAK)Ke CUMITTOMAMH CaxapHOTO JAradeTa,
Heponatuu; cunopom babunckozo-Ppenuxa (syndrome Babinski-Frohlich) n3-3a
HAJIMYECTBYIOIIETO MPH STOM TUITOTOHAM3MAa WHOT/Ia Ha3bIBAIOLIUICS A0UN030-2eHUMANbHOU
oucmpogueii. Kpome Toro, y Takux Halii€HTOB MOTYT BO3HUKHYTh CHMITOMBI HECAXapHOTO
nrabeTa, HU3KUH pocT, HHDAHTHIIN3M; BEPOSTHON MPHYUHON CUNTAIOT MyTaIlUH B TeHAX,
OTBETCTBEHHBIX 3a CHHTE3 IIPOrOpMOHOB ajieHorunodusa.K cumnromam 0xupeHns 0ObIYHO
pUCcoeIUHIOTCS U Apyrue. Cunopom Jloypenca-Myne-bapoe-buons (syndrome Laurence-
Moon-Bardet-Biedle) nposBIsSICTCS TUIIOTOHAIU3MOM, TTOJTUIAKTHINCH, TATMEHTHON
JieTeHepaIel CeTyaTKy, BIUIOTH /10 MOoTepH 3peHus K 20 To/1aM, CHUKEHHBIM HHTEIUIEKTOM.
O>xHpeHue ¢ BO3pacToM MporpeccupyeT. AyTOCOMHO-PELECCUBHBIN TUI HACIEJOBAHUS.
[Tpuumnna, BEpOSTHO, TeHETHYECKUH e(heKT 00pa3oBaHMsI KOPTUKOCTEPOUIOB. Jleuenue He
pa3paboTaHo./[1s1 MHOTUX HacleACTBEHHBIX 00JI€3HEN IHIOKPUHHON CHCTEMBbI XapaKTepeH
noauMopdu3M; mpuuéM 0053aTEIBHO PETUCTPUPYETCS YBETUUECHUE PAa3MEPOB Pa3IMIHbBIX
xené3. Jlmarnoctuka: s NpoBeeHNUs YTOUHSIOUIEH AMarHOCTUKH HACJI€ICTBEHHBIX
9H/IOKPUHOTIATUI OCYIIECTBIISIIOT UCCIe0BaHue MPpoduist ropMoHOB, ipoBoauTcs JJHK-ananmms
I'€HOB, aCCOLIMUPOBAHHBIX C SHIOKPUHHOI naTojoruel. Jleduenue 3aBUCUT OT KOHKPETHOTO
3a00JIeBaHMs U OCYIIECTBISETCS y SHIOKPHHOJIOTA.

3ananne 8 Knuauka. /[marnoctuka, jiedenue, npo(uirakTuka HaclIeACTBEHHBIX CHHAPOMOB C
NPEUMYIIECTBEHHBIM HapylIEHUEM HEPBHO-MBIIIIEYHON CUCTEMBI.



Omanon omeema: HacnencTBeHHbIE HEPBHO-MBIIIICUHBIC 3a00JIeBaHUS — OOJIbIIIAS
rpyria 0osie3Hel, Py KOTOPBIX OTMEUAETCs MOPAKCHUE MBIIIICYHON TKaHH, Mepru(epudecKnx
HEPBOB U HEPEJIKO MEPETHUX POTOB CIIMHHOIO MO3ra. Benymum cuMnToMOM MpU 3TUX
3a00JI€BaHUSX SBIISIOTCS MBIIIEYHAs C1a00CTh, yTOMIIIEMOCTh, YaCTO COYETAFOIIASICS C
TUTMIOTOHHUEH U aTpodueil MBI, 0COOCHHO B TIO3IHUX CTAIUSAX pa3BUTUs Oone3Hu. Hanboiee
pacrpoCcTpaHeHHBIMU HEPBHO-MBIIIEYHBIMH 3200JIEBAHHSIMU SIBIISIOTCS TIPOTPECCUPYIOIITNE
MBIIIEYHBIE TUCTPO(UU, CHUHAILHBIE U HEBPAJIbHBIE aMUOTPOPUH, PEXKE BCTPEUAIOTCS
MHOTOHHMH ¥ IEPUOJAUYECKHI CEMEUHBIN Mapaind. Bce OHM ATHONOTNYECKHU CBSI3aHbI C TEHHBIMU
MyTalUsIMU, JTOKAIM30BaHHBIMHU B ayTOCOMaX WJIM MOJIOBOM X-XpOMOCOME; HEPEJIKH MIOBTOPHBIE
ciry4au 3a00JieBaHUs B ceMbe. [[narHocThKa OCHOBBIBAETCS HA KIIMHUYECKUX MPOSIBIICHUSX,
OHMOTICUU MBIIII U aHATU3aX KPOBH VISl HCCIIEAOBAHMUS MBIIIEYHBIX OCIKOB U TeHETUYECKUX
anomanuii. Crienu@uuecKkoro JIeYEHUsT BPOXKICHHBIX MBIIIEYHBIX JUCTPOGUN HE CYIIECTBYET.
Bomnpocsl, KOTOpble KacatoTcsi OpTONEAUUYECKUX, CEPACUHBIX, PECTTUPATOPHBIX, HYTPUTUBHBIX U
COITMATHHBIX aCIIEKTOB MOTYT OBITh PACCMOTPEHBI COOTBETCTBYIOIIMMU IKCIIEPTAMU IO MEpe
BO3HUKHOBEHUS IOTPEOHOCTEH, a oAepKUBAlOIIee JICUeHNe, BKII0Yas (U3N0TEepanuio,
nomoraeTr coxpanuth GyHkuio. [IpodrmakTiuka: MeTUKO-reHeTHIECKOe KOHCYJIbTUPOBAHNUE,
III'T, HUIIT.

3anmanue 9 JTHonornyecKkas reTeporeHHOCTh U KIIMHUYeCKUui nonumophuzm MOb

Omanon omeema: HacneacTBeHHas MpeipacnoioKeHHOCTh K 00JIE3HN MOKET UMETh
MOJIUTEHHYIO WJIM MOHOTEHHYIO OCHOBY. MOHOTEHHAas IPepacIioIoKEHHOCTh OMPeIesieTCs
OJIHUM T€HOM (MyTaIMe), HO JJIs TATOJIOTHIECKOTO MPOSIBIICHUST MyTaIlluH HEOOXOIMMO
00s13aTenpHOE, TPOBOIUpYIOIIee TeHCTBUE (PAaKTOPOB BHEIIHEH CPEIbI.
[Tonurennast npeapacnonoKeHHOCTb ONPEEIISIETCS COUeTaHUEM aJliesiell HECKOJIBKUX T€HOB, UX
oTnpeeNIeHHOM KOMOMHAIIMEH MTPH MPOBOLMPYIONIEM BIMSHUH BHEITHECPEIOBBIX (PAKTOPOB.
Nnentudukaius 3THX TEHOB U UX aJljIeJiel BechbMa 3aTpyaHuTeNbHa. Ho OHM ompeenstor u
dbopmupyroT MmynbTudakTopuansueie 0onesnu.Kaxaas Hozonoruueckas popma 0one3Hu ¢
HACJICJICTBEHHBIM MIPEIPACIIONIOKEHIEM Ha CAMOM JIeJIe TCHETHYECKH TeTepOreHHasl TPpyIIa.
OtnenpHbIe OONE3HU (HAIPUMED, TUIIEPTOHUYECKAs O0JIe3Hb, HIlleMUYecKas 00JIe3Hb cep/lla,
SI3BEHHAsI 00JIE3HB KETyJIKa, CaXapHbIA TUAOET U JIp.) MPEACTABISIIOT COO0N HE O/IHY OOJIe3Hb, a
rpynmny 0oJne3Hel ¢ OJMHAKOBBIM KOHEYHBIM MPOSIBICHHEM. UeM BbIIlIe HaclIeICTBEHHAs
IIPEIPACIIONIOKEHHOCTE M OOJIBIIE BPETHBIX BO3JCHCTBHN CPEJIbI, TEM BBIIIE BEPOSTHOCTH
3a00JIeTh TEM WU UHBIM 3200JICBAHUEM.
Bone3nu ¢ HacaeICTBEHHBIM MPEAPACTIONOKEHUEM OTINYAIOTCS OT IPYTUX (hopM
HACJICICTBEHHOW MATOJOTUH (TEHHBIX U XPOMOCOMHBIX O0JIe3HEH) XapakTepoM KITMHUYECKOU
KapTUHBL. B oTiudne ot reHHbIX 00JIe3HEH, IPHU KOTOPBIX BCEX WICHOB CEMBH MPOOaHIa MOXKHO
pa3aenuTh Ha OOJIbHBIX U 3JJ0POBBIX, KIMHUYECKash KapTHUHA OOJIe3HEH C HAaCIeICTBEHHBIM
IIPEIPACIIONIOKCHIEM UMEET HETIPEPHIBHBIC KIIMHUYECKUE TICPEX0IbI (KITMHHYSCKHIA KOHTHHYYM )
B IIpe/ieJIax OJTHON M TOM YK€ HO30JIOTMYECKON (OPMBI.

3ananue 10 Knunuko-renernueckas xapakrepucruka M®Ob

Omanon omeema: MHoTro(haKkTOpHBIE (MYIbTH()AKTOPHAIBHEIC) OOJIE3HU, HIIN O0JIC3HU
C HAaCNEeJICTBEHHOH MPEPacIooKEHHOCTHIO, PA3BUBAIOTCS B pe3yJIbTaTe B3aUMOCHCTBUS
OTIpeIeICHHBIX KOMOMHAIUH ajuieNiell pa3HbIX JIOKYCOB M CIEM(PUIECKOTO BO3ICHCTBHS
(akTopoB okpyxarornieit cpenbl. K MHOroakTopHbIM 001€3HSIM OTHOCST TUIIEPTOHHYECKYIO
00J1e3Hb, HAPYIIICHUS MO3TOBOTO KPOBOOOpAIeHus, TPOMOO03bI, OOJBITMHCTBO CEPICTHO-
COCYAMCTHIX 3a005ieBaHUi U omyXxoiieid. OclloKHEeHUs OEPEMEHHOCTH TaKKE UMEIOT
MHOTO(haKTOpHYIO pupoy. [Ipu MynbTuhaKkTOpHaTbHBIX 00JIE3HIX BAXKHYIO POJIb HTPAET KaK
HOCUTEJIBCTBO «aJljIeNiel pUcKay, TaK M HaJU4Ke MPOBOLHUPYIONNX (aKTOpoB. 3a007€BaIOT HE
BCE HOCHTENH «aJUIeJIel PUCKay, a Te, Y KOTO BPEAHbIC /Ui JAHHOTO MHAWBUIAYYyMa (haKTOPBI
HaKJIaIbIBAIOTCS HA Tpepacioararonuii renetudeckuii ¢poH. [TyckoBbIM MEXaHM3MOM MOXKET
cTaTh OEPEMEHHOCTb, OCOOEHHOCTH IUTAHUS, IPUEM JIEKAPCTB, 00pa3 KU3HU U Ipyrue



¢axropsl. [Ipocum ydecTs, 4TO 0OHApPY)KEHHBIEC TEHETUYECKHE OCOOEHHOCTH YelIOBeKa,
Ha3bIBa€MbIC TCHETHYECKUMHU (PAKTOPaMHU PUCKA, HE 03HAYAIOT HAMYHS WA OTCYTCTBHUS
yKa3aHHOTo 3a00sieBaHus. BhIsSBIeHNE FreHeTUYECKUX MOIUMOP(HU3MOB U COCTABICHUE
WH/IMBUYaTBHOTO «T€HETHYECKOTO MACIIOPTay MO3BOJISET PeaTin30BaTh KOHIICTIIIHIO
WH/IMBUAYAIbHOM MEIULIUHBI, 1aTh IEPCOHATBbHBIE PEKOMEHIAIMU TI0 TPOPHUIAKTHKE, OLICHUTh
HE00X0IMMOCTh O0JIee TPUCTATHHOTO Bpa4eOHOTO KOHTPOJISI, HA3HAYUTH JTOTIOTHUTEITHHBIE
UCCIIEIOBaHMS U KOHCYJIbTAIlUK CIEUANINUCTOB. B pse ciyyaeB CBOeBpeMEHHOE U3MEHEHHE
oOpa3a >kM3HH, COOI0JICHUE TUEThI WM MTPUeM (papMaKoIOrHUeCKUX MpernapaToB MO3BOJISET
NPEOTBPATUTH UM CYIIECTBEHHO CHU3UTh TSKECTh MHOTO(aKkTOpHOro 3abosieBanus. [Ipu sTom
Ba)XHO IIOMHHTBH, YTO TOJBKO JICUAIIUH Bpad MOKET OTBETUTH HA BOTIPOC: HEOOXOIUMBI JIN
JIOTIOJTHUTEIbHBIE UCCIIE0BAHUS U/UIH KOHCYJIbTALUH CIICIIUATIUCTOB (1 €CIU J1a, TO KaKue),
HE00X0IMMO JIM U3MEHEHHE 00pa3a KU3HU WIN JIEUEHUE.

3amanve 11 I{uToreHeTHyecKre METOBI AUATHOCTUKYI HACIIEACTBEHHBIX OOIE3HEN

Omanon omeema: LluToreHeTHYECKNE METOBI PEHA3HAUEHBI JJIs1 U3YUEHUS CTPYKTYPbI
XPOMOCOMHOI0 HabOpa I OTAEIBHBIX XpoMocoM. HanGomnee pacpocTpaHEHHBIM METOJL B
LUTOTEHETHKE YEJIOBEKA - CBETOBAasi MUKPOCKOIUS, a 3JIEKTPOHHAs U KOH(OKanbHas J1azepHas
MMKPOCKOITHS IIPUMEHSETCS TOJIBKO C UCCIIEN0BATENLCKMMU LeTaMu. Bo Bcen
MEIMKOTEHETHIECKOU MPAKTHKE UCIIOIB3YETCS CBETOBAs MUKPOCKOMUS (IJITaBHBIM 00Pa3oM B
MPOXOJISAIIEM CBETE), B TOM YHCIIE IFOMUHECIIEHTHAs MUKpOcKonusi. OOBEKTOM
[MTOTEHETHYECKUX HAOIOAEHUH MOTYT OBITh COMAaTHYECKUE JEISAIINECS, MEHOTHYECKHE U
unTepdasHbie KIeTkH. Kaxapm 13 5TMX 00bEKTOB MMEET CBOM IIPEUMYIIECTBA U HEJIOCTATKH.
Br160op 00bekTa onpenensiercs Heiablo UccleoBaHNs. BoNbIIMHCTBO HIUTOr€HETHUYECKUX
UCCIIEIOBAHUM BBINOJIHAIOT HA COMAaTHYECKHX KIIETKAX, IO3TOMY OCTAHOBMMCS Ha OIUCAHUY
ATUX METOJIOB

3aganue 12 Mertoa Macc-CrieKTpoMeTpuH.

Omanon omeema: MeToa Macc-CIEKTPOMETPUN OTHOCUTCSI K TOHKUM (PU3NYECKMM METOJaM U
OCHOBAH Ha U3MEPEHUH OTHOLLICHHS MAaCChl 3apsKEHHBIX YacTHIL (MOHOB) K UX 3apsay . B kauecTBe
MaTpHIlbl, KOTopas MmojaBepraercs jazepHoMmy obOmyueHuto (MALDI), BbicTymaioT MOJEKYJIbl
JHK, B KOTOpBIX T100bIe U3MEHEHUs (MyTalllH, ajJIeJIbHbIe BAPUAHTHI) IPUBOAAT K U3MEHEHHUIO
Macchl. MeToJ1 I0CTaTOYHO TPYA0EMOK, TpeOyeT BHICOKOKBATH(PHUIIMPOBAHHOTO NIepcoHana. B o
7K€ BpEMs METO 06J1a)1aeT U pAaAOM HECCOMHCHHBIX MMPCUMYIICCTB: IO3BOJISACT IIPOBOJUTHL aHAJIN3
Gonboro uncna JIHK-npo6 ¢ BHICOKOM CKOPOCTHIO U MPOU3BOAUTENBHOCTBIO.

3ananue 13 [Ipuniune uaeHTUGUKAIN MeTada3sHbIX XPOMOCOM YeTIOBEKa

Omanon omeema: KneTouHblit MaTepHall, TOJYYCHHBIN U3 JaHHBIX 00Pa3IoB,
KYJbTUBUPYIOT B IUTATEIbHOM cpenie 48 — 72 4., 4TO yBEIMUYMBAET MUTOTHUECKYIO aKTUBHOCTD
KJIETOK Y TTOBBIIIAET MUTOTHYECKUNA UHJIEKC {711 OCTAaHOBKHM KJIETOYHOTO JICJICHUS HA CTaIUHI
MeTadasbl K KyJIbType KIETOK 3a 2-3 yaca 10 OKOHYAHUS UX KYJIbTUBUPOBAHUS JOOABISIIOT
KOJIIIEMU]T (KOJIXUIIMH), pa3pyIIalonuii BEPETEHO IeTIeHUs. XPOMOCOMBI B TaHHBI MOMEHT
CIUPAIIM30BaHbl, YKOPOUEHBI, U UX JIErYe OTJEIUTh APYT OT Apyra [ AaJIbHEUILIEro
UCCIIEIOBaHMsL. DTO TaK Ha3bIBaeMbli MeTada3Hblil MeTo 1. J{J1s THIIOTOHU3ALNN KIETOK
UCTIONB3YIOT TunoToHndeckuit p-p NaCl winu nurpaTta HaTpus: KJISTKH HA0yXaroT, TPOUCXOIUT
KapUOPEKCHUC, U XPOMOCOMBI CBOOOTHO TIaBAaIOT B p-pe. Takum 06pa3om, oOpa3yeTcs KIeTouHas
CYCIIeH3HsI, KOTOpasi OJIBEPTraeTcs AabHEHIIINM JEHCTBUAM: IIEHTPUPYTUPOBAHUIO, (DUKCALINH,
OKpacKe U COOCTBEHHO KapUOTHUIIMPOBAHUIO.

3amanne 14 Ilokazanus K MPOBEACHUIO XPOMOCOMHOTO aHAJIA3a
Omanon omeema: CeKTp KIMHUYECKUX CUTYaIUi, TPEOYIONNX KAPUOTUIIMPOBAHHUS
1. Tlomo3penne Ha XpPOMOCOMHYIO 0OJIe3Hb (BepU(PUKALIMSI TUAarHO3a)



2. MmuoxectBeHHble BIIP y pe6&Hka, He yKiIaIbIBaIOIINeCs B KAPTUHY TEHHBIX CHHIPOMOB
MHorokpatsble (> 2) clOHTaHHbIE a00PThI, MEPTBOPOKICHUS WU POXKICHUE
npeapiaymero peoéuka ¢ BIIP

4. BeipaxenHas 3aiepKKa ICUXOMOTOPHOTO Pa3BUTHS y peOEHKa

[IpenaranpHas AuarHocTyka (Mo pe3ylbTaTaM CKPUHUHTA, IPU POKISHUS MPEIBITYIIETO
pebEHKa ¢ XpOMOCOMHOM 00JIE3HBIO)

6. Ilomo3peHue Ha CUHJIPOMBI C XPOMOCOMHOM HECTaOMIIBHOCTBIO

7. Jleitkossl (muddepeHimanpHas JMarHOCTHKA, OIIEHKA MMPOTHO32)

[98)

e

3aganue 15 ConuaiabHbIe aCIIEKTHI MEIUIIMHCKON INeHETUKU

[IpoGnemsbl, n3yyaemMbie MEAUIIMHCKOW T€HETUKON, IMEIOT CEMEUHBIN XapakTep, a He TOJIbKO
WHJIMBHUIYATBHBIN, KaK 3TO ObIBACT IIPH IPYTUX OOJE3HSIX, 9YTO TPEOyeT KOHCYIHTHPOBAHUS KaK
caMmoro MaiueHTa, Tak U Bcell ero cembr; JleueHne HacieICTBEHHBIX 00JIe3HEH OTpaHUYCHO: HE
JUTSL BCeX 3a00JIeBaHMM CylIecTBYET Y EeKTHUBHAS TepaIusl, YTO HAKJIAbIBACT CYIIIECTBCHHBIC
OTpaHMYEHUS HA IOMOILb CTPAJAIOIINM MallMEHTaM U UX POJCTBEHHUKAM; DTUYHOCTb
TEHETUYECKOTO TECTUPOBAHUS: TTIOCKOJIBKY HE JIJIsl K&KIOTO HACJIEACTBEHHO 00YCIOBICHHOTO
3a00JIeBaHHUs CYIIECTBYET JICUCHUE, TO BO3HUKAET BOMPOC, HACKOJIBKO 11eJecoo0pa3Ho coo0IaTh
MAIMEHTY O BBISBJIICHUH Y HETO PUCKOB 3a00J1€BaHMUs, KOTOPOE HEBO3MOXKHO MPEIOTBPATUTH WIIH
BBLICYNTH; BBUIY OypHOTO pa3BUTHsI MEAHUIIMHEI B IIEJIOM U TEHETUKH B YACTHOCTHU (T€HOMHOE
peIaKTUPOBAHKE) CTAHOBUTCS OUYEBHIHBIM, YTO MHOTHE TEXHOJIOTUHU OYy/ly BHEAPEHBI B
KJIIMHUYECKYIO MPAaKTUKY. BcTaér Bompoc: BO BCeX JIM CllydasiXx YMECTHO pelaKTUPOBAHUE T€HOMA

3amanne 16 HBO yrineBogoB. O01mas KIIMHUYECKAs XapaKTEPUCTHKA.

Omanon omeema OO011as KIMHUYECKAsk XapaKTEPUCTUKA: TPYIHOCTH BCKapMJIMBaHUS,
HapyIICHHUE TJIOTaHUS, 3aTSAHYBIIASICS JKENTyXa, CPHITUBAHMS, PBOTA, AUAPES, MbIIIICUHAs
TUTIOTOHMSI, TJIOXas MPUOaBKa B BECe, renaTOMETaINs C TIPU3HAKAMU TTIEYCHOYHOM
HEJOCTAaTOYHOCTH (TUNepOMInpyOuHEMUsl, TOBHIIICHNE aKTUBHOCTH TPAHCAMHHA3), CI1a00CTh,
BSUTOCTh, CTUICHOMET M, TUTIOTJIMKEMUS U CBS3aHHBIE C HEW CYJIOPOTH.

3ananue 17 KnuHuKo-nmuTOreHeTuuecKas XapakKTepUCTHKA CUHIPOMOB, CBSI3aHHBIX C
MHUKPOCTPYKTYPHBIMHU NIEPECTPONKAMH KapUOTHIIA

Omanon omeema CuHApOM MHUKpoaerenud 1p36: yepenHo-IuIeBor AucMophu3M
(MuxpoOpaxunedanus, 60IbIION 1 HECBOEBPEMEHHO 3aKPbIBAIOILUICS EPEeTHUI POAHUYOK,
npsiMbIe OpOBH, TITyOOKO TIOCaKEHHBIE TJ1a3a, IIMPOKast BIaBJICHHAs! IEPEHOCHIIA, HU3KO
HoCakKeHHbIE 1e()OpPMUPOBAHHbIE YIIIHbIE PAKOBUHBI), OpaXUIaKTHIINS, KINHOJAKTHIINS,
kopotkue ctorbl, 3[IPP, PAC, MpliieuHas runoToHMsI, BPOKIEHHBIE TIOPOKH Pa3BUTHS
CEPIEYHO-COCYIUCTON CUCTEMBI U APYTUX OPTaHOB U CUCTEM;
Cunnpom mukpoaenenuu 1q41q42: Tsokénast 3aaepKka pa3BUTHS, YMCTBEHHAS OTCTANIOCTb,
PAC, uepenno-nuueBoit ruemopdusm (Mukpornedanus, riry0ooko HocakeHHbIe Tasa,
TUIOTENOPU3M, BAABJIEHHAs IEPEHOCHIIA, BEIBEPHYTHIE HO3/IPH ), BPOKIEHHBIE IOPOKHU Pa3BUTHS
BHYTPEHHUX OPraHOB U cucteM, ocoderno [THC;

3ananue 18 KilmHUKO-ITUTOreHETHYECKAs! XapaKTePUCTUKA CHHPOMOB, CBSI3aHHBIX CO
CTPYKTYPHBIMH NEPECTPONKAMU XPOMOCOM

Omanon omeema CUHIPOM «KOILIAYLETO KpHUKa» (Sp-): MpeHaTagbHas TUIIOIUIAa3Hsl U
MBIIIEYHAasi TUIIOTOHUS, YePEHO-JIMLEBON AucMophu3M (MUKpouedanus, Kpyrioe JIMIo,
MIMPOKast MEPEHOCHUIIA, THIIEPTEIOPHU3M, THKAHT, KOCOTIIa3Hue, aHTUMOHTOJIOMIHBIA pa3pes Tiias,
HHU3KO MMOCAKEHHbIE YIIIM, MUKPOPETPOTHATH ), I1J1a4, HAMOMUHAIOIINUN KPUK KOIIKH, CBA3aHHBIN
C M3MEHEHUSIMH TOPTaHU, ICUXOMOTOPHAS 33JIEPKKa ¥ YMCTBEHHAsI OTCTAIOCTh, BPOXKIEHHBIE
HOPOKH PA3BUTHS BHYTPEHHUX OPTaHOB,;
Cunnpom Bonbda-Xupuixopna (4p-): 4epemHo-1uieBoi rucMopdusm (ImupoKas nepeHocuIna,
nepexoasias B 100 («IIeM IpeuecKoro BOMHay ), MUKpo1edaus, BICOKUH 1100,



BBICTYTAIOIIME HAJA0OPOBHBIC 1yTH, TUIIEPTEIOPU3M, SITUKAHT, Ae(POPMUPOBAHHBIE YIIIHbIC
PaKOBHHBI), CKEJIETHBIC aHOMAJINHU (KU(POCKOIN03, AehopMaIiis TeJI MO3BOHKOB, T00aBOYHBIC
u/unm cpocurecs péopa, KOCoIanocThk, sinus sacralis), yMCTBEHHast OTCTAIOCTb, KaK IIPAaBUIIO,
OT yMEpEeHHOM 110 TskEnol, HapymeHus co ctoponsl LIHC (anunencust, aHoMaauu MO30JIUCTOTO
TeNa), BPOXKAEHHBIE IOPOKU BHYTPEHHUX OPraHOB;

3anuue 19 [oaxoap! K M3YYEHHUIO HACTIEACTBEHHOMN MPEAPaCONOKEHHOCTH K OONIE3HIM
yeJioBeKa

Omanon omeema Cpeau OCHOBHBIX MOJIX0JI0OB K OLIEHKE POJIM HACIEICTBEHHBIX
(hakTOpPOB B ATHOJIOTHH M IMATOTEHE3€ MIUPOKO PACTIPOCTPAHEHHBIX MHOTO(AKTOPHBIX
3a00JIeBaHUI CIIeTyeT HAa3BaTh TPHU: KIMHUKOTEHEAIOTUYECKUH, OJTM3HEIIOBBIN U
MOMYJISUOHHBIN. Jloaroe BpeMst oHU ObUIH TJIaBHBIMH CIIOCOOAMU J10Ka3aTeIbCTBA
CYILIECTBOBaHUS HACJIEACTBEHHOM MPEapacloNoKeHHOCTU. DTOT NEPUO]] UCCIIETOBAHMS
00JIe3HEH ¢ HACTIECTBEHHON TPEAPACIIONIOKEHHOCTHIO HA3bIBAIOT (DOPMATBHO-TEHETHIECKUM,
TaK KaK Ha3BaHHBIC TPH MOAX0/1a HAICKHO YKa3bIBAM HA 3HAUEHUE HACIEACTBEHHBIX (DAKTOPOB
B BOBHUKHOBCHUHU U paSBI/ITI/II/I TaKUX 60H€3H6171, JaBaJIn BOBMOKHOCTB I/ISMCpI/ITB CTCIICHb
y4acTHus UX B 9TUX IMPOIeccax, HO HE TO3BOJISIIN UASHTU(PUIIMPOBATH KOHKPETHBIE TE€HBI,
COCTABJISIONINE OCHOBY HACIEACTBEHHOM MpeIpacioyiokeHHOCTH. [0 HelaBHeTO BpeMeHn
BO3MOXKHOCTH OMUCAHUS CTPYKTYPBI HACIEICTBEHHOM KOMIIOHEHTHI MHOTO()aKTOPHOTO
3a6OH€BaHH$I B TepMI/IHaX SaﬂeﬁCTBOBaHHBIX TCHOB HpaKTquCKH OTCYTCTBOBaJ'Ia. OHa
MOSIBUJIACH C OCYLIECTBIECHUEM MEXKIYyHApOAHOTO npoekTa «I'enHoM yenoBekay - 90-e ronpr XX
B. OTKPBUIN «OXOTY 3a reHaMu» 00Jie3Hel, B TOM 4Kciie U MHOTO(GAKTOPHBIX. Y MEIUIUHCKUX
TeHETUKOB MOSBUJICS, 1O BhIpakeHUt0 B. Makkpiocuka (1997), «cBoil» 00BEKT UCCIIETOBAHHUS -
reHom.OTHAKO MPEKHUE METObI U3YUEHHUS HACIEACTBEHHOHN MPEIPACIIOIOKEHHOCTH YETIOBEKA
K MHOTO(aKTOPHBIM 3a0071€BaHMIM (KIIMHUKOT€HEaTOTHIECKH, OIM3HEIIOBhIH,
MOMYJISIIIMOHHBIN) HE YTPATHIIA CBOETO 3HA4YCeHHS. boyiee TOro, OHM SIBISIIOTCS 0a30BBIMU B
uACHTU(UKAIINH TEHOB MOABEPKEHHOCTH OOJIE3HSIM MPHU UCTIOTIH30BAHUU COBPEMEHHBIX
TCHECTUYCCKUX TGXHOHOFHﬁ.

3annue 20 3HaueHne HACIIEACTBEHHOM MPEpacioioKeHHOCTH B OOIIEH MaTOJI0THH YeJIOBEeKa 1
KIIMHUYECKON TIPAKTHKE

Omanon omeema VIieHTUPUKAIINS TCHETUISCKUX BAPUAHTOB MOIBEPKEHHOCTH IIIUPOKO
pacmpocTpaHeHHBIM 3a00JIeBaHUsAM, 0003HaAYaeMasl MHOTa KaK TeHETUYECKOE TEeCTUPOBAHUE
MHOT0()aKTOPHOTO 3a00JI€BaHUS, SIBIISIETCSI aKTUBHO Pa3BUBAIOIICHCST 00JIACTHIO HCCIIEIOBAHUH,
KOTOpasi IMEeT BaKHOE TEOPETUIECKOe U MpaKTUYeCKoe 3HaueHue. Yncno myonukanuii mo
TCeHETHYECKHM acCOIHMAIIUSIM €KETOTHO B MOCTIEIHEE NECSITUIICTHE YABANBACTCS, U AT
uHpopMmalus uznaraercs B 1500 HayyHBIX KypHajaxX Ha pa3lUYHbIX s3blkax. HampaBnenus, mo
KOTOPBIM OCYIIECTBIIICTCS CUCTEMATH3AIMsI HakaruinBaeMoi naopmarwm.[loTHOreHOMHBIC
aCCOLIMAaTUBHBIEC UCCIIEIOBAHUS, AHATTU3UPYIOIINE OJJTHOBPEMEHHO /10 1 MIIH TeHOMHBIX
BapHAHTOB, PACKPHIBAIOT OMOJIOTHYECKUE OCHOBBI MHOTO(AKTOPHBIX 3a00JICBaHHIA, OTKPHIBAs
HOBBIE, JI0 CHX TIOp HEM3BECTHbIC MeTaboIMuecKrue MyTu (GOPMUPOBAHHUSI TATOJIOTUYECKUX
(heHoTHIIOB, OOHAPYKHMBAS TEPATICBTUYICCKHE MUIICHH, YTO CIIOCOOCTBYET CO3JIAHUIO HOBBIX
JIeKapCTBEHHBIX cpencTB. Mnentudukanus OnomMapkepoB MO3BOJISET HAAEATHCS, UTO PUCK
3200JIeBaHUS MOXKET OBITH CHIDKCH ITyTEM MTPOBEICHUS ONTUMAIBHBIX CXeM JieueHus. Jlaxe
YMEPEHHBIE aCCOIMALINU «T€HOTUII-()EHOTUIT» MOTYT OBITh UCTIOJIB30BaHbI I O0JIee MIUPOKUX
BO3MOXKHOCTEH Mepexo1a OT TEOpuH K npaktuke. OgHaKO ClIeIyeT 3aMETUTh, YTO OOJIBIIMHCTBO
UACHTU(DUIIMPOBAHHBIX K HACTOSIIIEMY BPEMEHHU acCOLMAIUN TeHETUYECKIX MOITUMOP(U3MOB €
MHOTO(aKTOPHBIMH OOJIC3HSIMH OOBSCHSIOT HEOOIBIION TpotieHT (2-10%) nHANBUIYyATBHON
BapraleIbHOCTH B pUcKe 3a00seBaHus. B CBsI3u ¢ 3TUM, Mpexk/ie YeM «Te€HEeTUYeCKUE MPOPUITI»
CTaHyT MPUTOJIHBI K ITUPOKOMY HCITOJIb30BAHUIO B KIIMHUYECKOU MPAKTUKE, HEOOXOIUMBI
JIOTIOJTHUTENbHBIE YTOUHSIOIINE UCCIIeIOBaHMS U pa3paboTku. OHU KacaloTcs
COBEPILIEHCTBOBAHUSI ITOIXOJIOB K PacyeTy PUCKOB 3a00JI€BaHUM, CO3/JaHHS TPABOBOTO



000CHOBaHUS IS IPUMEHEHHS TEHETHYECKUX TECTOB, COTTIACOBAHHBIX JICHCTBUIN
HcclieioBaTenei, Bpauel u nanueHToB. KimmHuyeckas mpakTuka 10JKHA OMUPAThCS Ha
JIOKA3aTEJIbHYI0 MEIULIUHY.

3ananue 21 Amunoanuaonatui. OpraHuyeCcKue aluaypun

Omanon omeema TepmuH «opranndeckas aruaemMus» (OA), WM «opraHndeckas
alyIypus», OTHOCUTCS K IpyIIe 3a001eBaHui, KOTOPbIE XapaKTEPU3YIOTCS MOBBIIICHHOM
IKCKpEIUe OpraHUIeCKUX KUCIOT ¢ MOYOU. BOTBITMHCTBO 3THX 3a00I€BaHU BOZHUKAIOT B
pe3yibTaTe HapyLIeHHUs ONpe/Ie]IeHHON CTaluy KaTaboanu3mMa aMuHOKUCIOT. MHorue u3 OA
¢depmentonatun. Camas pacipocTpaHeHHas TpyIiNa Cpeu 3TUX 3a00IeBaHUI — HapyLICHUS
KaTaboJIM3Ma pa3BEeTBICHHBIX AMUHOKHUCIIOT U JIU3UHA. JTa IPyIIa BKIOYAET JICHIIMHO3
(Gone3Hs ¢ 3amaxoM KJIEHOBOTO CHPOIIa MOYH), U30BAJIEPHAHOBYIO, IPOMHOHOBYIO,
METHUIIMAJIOHOBYIO allIypHUI0, HEJJOCTATOYHOCTD 3-MeTHII-K0oA-kapOokcuiiassbl,
HEJ0CTaTOYHOCTh 3-TUAPOKCUTPpUMETMII-TITyTapuia-KoA-n1as3el, HEI0CTATOYHOCTh KETOTHOJA3bI
U [IIyTapoBYIO anuaypuro Ty . ITanueHTs! ¢ opraHndeckuMuy aiuypusiMu OOBIYHO POXKIAIOTCS
C XOPOIIMMHU OIIEHKaMH M0 IlKajie Anrap, BECO - pOCTOBBIMHU ITOKa3aTeIsIMU. 3a001eBaHus
MOTYT MaHu(pecTHpoBaTh ¢ 1-i Hexenu 10 1-ro roja KU3HU, ropas3io pexe BCTpedyaroTcs GopMbl
¢ Oonee nmo3aHUM Jedr0TOoM. KimHuueckue nposiBieHUs KilacCuYeckux, paHHux ¢popm OA
XapaKTepU3yITCs OCTPBIM HAYAJIOM C Pa3BUTHEM CUMITOMOB METabO0INYEeCKOM
JEKOMIIEHCALIUU: HapyLIeHHs] BCKApMJIMBaHUs, PBOTA, HAPYILIEHUS CO3HAHUS IO CTENIEHU
YTHETEHUS U KOMBI, SIIUJIENTUYECKUX IIPUCTYIIOB, U3MEHEHUS MBILIEUYHOT0 ToHyca. [Ipu
no3aHen Manugecranu OA CUMITOMBI BKJIIOYAIOT HAPYILIEHUS IICUXOPEYEBOr0 pa3BUTHUS,
aTaKCUIO, Pa3JINYHbIE OYArOBbIE HEBPOJIIOTMYECKUE CUMIITOMBI, CUHAPOM Pelie, noBTOpHBIE
HIPUCTYIBI HEOOBSICHUMOIO KETOAI1103a WK Pa3INyuHbIe ICUXHUATPUUYECKUE PAacCTPOIiCTBa.
BrrsBienue y pebeHKa TSHKeI0ro MeTaboIMyecKoro alu103a B EpBbIe THHU KU3HU M103BOJISET
3anoA03puTh 3a0oneBanus u3 rpynnsl OA. Hekoropeie 3a0oneBanus u3 rpynnsl OA He
COIIPOBOKIAIOTCS BBIPR)KEHHBIMU META00IMYECKMMH HapyILICHUSIMHU, & MIPOSBIISIOTCS
IPEUMYIIECTBEHHO HEBPOJIOTMYECKON CUMIITOMATUKON (TiTyTapoBasi auuaypus Tin 1, 0osie3Hb
Kanagan).

3ananue 22 OCHOBHbIE MOAXObI K JJAOOPATOPHON AMArHOCTUKE HApyIIeHU oOMeHa
AMUHOKHCIIOT U OPraHMYECKHUX KHUCIOT

Omanon omeema JIns onpeeneHust OpraHn4ecKUX KUCIOT IPUMEHSIOT pa3HO0Opa3HbIe
Xpomarorpadudeckre MeTOAbl — BBHICOKO3(P(PEKTHBHYIOE KUAKOCTHYIO XpoMaTorpaduio,
XpOMaTO0-Macc-CIEKTPOMETPHIO, TaHieMHYyt0 Macc-ciekTpomerpuio (TMC). bonee 250
Pa3IMYHBIX OPraHUYECKHUX KUCIIOT U IIMIIMHOBBIX KOHBIOTaTOB BO3MOKHO OOHAPYKUTH B
oOpa3ue Mmoun. VX KOHIIEHTpaLus 3aBUCUT OT AMETHI, IpUeMa JeKapCTBEHHbIX IpenapaToB U
HEKOTOPBIX ApYyrux ¢usnonornueckux npuuut. M3sectHo okxono 65 HBO, kotopeie
XapaKTepu3yrTcs cnelu(pUIHbIM NpoduaeM opraHndeckux KUciaoT. OTHOCUTENBHO HEeOOIbII0e
KOJINYECTBO OPTaHUYECKUX KUCIIOT SBJISIFOTCS BEICOKOCTIEHM(UIHBIMU, H X HATWYHE B OOJIBIINX
KOHIIEHTPALUSAX B MOYE MTO3BOJISIET TOYHO YCTAHOBUTH 1Marto3. CyKIMHWIALETOH MPH
tupo3uHeMuu tan 1, N-anermn-acnaprar npu 6one3nu KanaBan, MeBanoHOBasi KUCIIOTa pU
MEBaJIOHOBOM arutypun. OHaKO B MOAABIAIONIEM OosbIIMHCTBE ciyyaeB quarHo3 HBO Ha
OCHOBaHUU TOJbKO aHAJIN3a OPraHUYECKUX KUCIOT MOYHM YCTAaHOBUTH JOBOJIBHO TPYAHO, U
TpeOyeTcs IpoBeJIeHNUE JONOIHUTENBHOM, TOATBEep K IatoIIel AuarnocTuku. K meronam
otHocutcst TMC. [lnst Tpex nHaubosee oomupHbix rpymnn HBO (mapymenuit oOMena
AMHHOKHUCIIOT, OPTaHUYECKUX KUCIIOT U Je(eKTOB MUTOXOHApHaiabHOro B-okucnenuns) TMC
IPUMEHSETCS B KAUECTBE MEPBOI0 3Tara JUArHOCTUKH.

3ananue 23 [IponroHoBas auuypus
Omanon omeema ITUONOTUS AyTOCOMHO-pELIECCUBHOE 3a00JIeBaHuEe, 00YCIIOBICHHOE
MYTaIMsIMA T€HOB, KOAUPYIOINX CYyObeIMHULIBI TPonHOHMI-K0A-kapOoKcHIa3bl: TeH anbda-



cyosenuaniel (PCCA) xkaptupoBan Ha 13q32, B-cyobsenunuis: (PCCB) na 3q21-q22.
Knunnueckas xapruna [Iponuonosas anuaypus (I1A) kpaifHe cxo/iHa 10 CBOMM KIIMHUYECKUM
nposiBieHussM ¢ MMA. 3a0oneBaHne HaUMHAETCS B IIEPBbIE JHU KU3HU. OCHOBHBIMHU
CHUMIITOMAaMHU SIBJIIFOTCSI aHOPEKCHSI, PBOTA, MTOBBIIIECHHAS COHJINBOCTD, MBIIIEYHAsl TUITOTOHMSI,
00111as1 BSJIOCTh U 3MU30/bI THIEPBEHTHIISALMH. Y HEKOTOPBHIX NAlUEHTOB PA3BUBAIOTCA
CyZIOpOTH, B PSIZI€ CIIy4aeB OTMEUYAIOTCS TeaTOMEralts, 3puTeMaTo3Has cblllb. MIHOT 1A
3a0oJeBaHNe MOXET MaHH(ECTUPOBATH MO3/AHEE U MTPOTEKATh BOJIHOOOPA3HO € AMU304aMHU
alu03a WM Keroauuao3a. Takke OMUCaHbI CIy4an HEKpo3a 0a3aabHbIX TAHIINEB 03
MeTa0O0JIMYeCKOro alu103a U TUInepaMMOHUEMUH U €IMHUYHbIE CTy4an MOo3HeH MaHU(ecTauu
(30-neTHu MyX4rHa, B KIMHUYECKON KapTUHE Y KOTOPOTO OTMEYAIUCh XOPEUUECKHe
TUIEepKUHE3B! U JeMeHLus). Y 0onbHbIX [IA "acTo HaOMrOaI0TCs TakKue HApYIIeHUs, KaK
JUCTOHUYECKUE, XOPEUUECKNE TUIIEPKUHE3BI, TUPAMUIHBIC HapylIeHns. JIekoneHus.
TPOMOOIIMTONEHUSI BO3HUKAET U3-3a YTHETECHUS PabOThl KOCTHOTO MO3T'a TOKCUYECKUMHU
MeTaboiauTaMu. JluarHoctuka AHajaN3 OPraHUYECKUX KUCIOT METO/I0M XPOMAaTo- Macc-
CIIEKTPOMETPHUHU IO3BOJISIET BBIABUTH MOBBILLIEHHYIO DKCKPELUIO C MOYOU IPOITMOHWIKAPHUTHHA,
MIPOMUOBOM, 3-TUAPOKCUIIPONITMOHOBON U METHIITUMOHHOM kucnotT [Ipu nposenennu TMC
00Hapy>KUBAIOT MOBBILICHUE KOHLIEHTPAIMH IponroHMmIKapHuTHHA (C3).

3ananue 24 I'eHeTHKA YeJIOBEKA U HAYYHO-TEXHUYECKHUH ITporpece

Omanon omeema bnarogapsi pa3BUTHIO T€HETUKH Y€JIOBEKa (CEKBEHUPOBAHUE T€HOMA
U APYTUe HOBEHIIIHME TOCTHXKCHHUS ), OTKPBIBAIOTCSI BO3MOKHOCTH
WunuBuayanpHas Tepanusi OHKOJIOTMYECKUX 3a001eBaHMM (UISHTU(DUIIMPOBAHBI TCHBI,
OTBEYAIOUIUE 332 POCT HEOIUIACTUUECKUX KJIETOK, HalIEHbl COTHU BO3MOKHbBIX MUIIICHEH N5
nekapctB); UHauBuayanbHas Tepanusi cepAeuHO-COCYIUCTBIX 3a001eBaHui (TOUCK
T€HETUYECKHUX MapKEPOB, MOBBIIIAIOLINX WIIA MOHUKAIOLIUX PUCKHU Pa3BUTHS aT€POCKIIEPO3a,
apTepuanbHOi rTunepren3uu u apyrux CC3, KOTOpbIe SBISIOTCS OJHON U3 BEAYIIUX MPUIUH
CMEPTHOCTH HaceJIeHHs BO BCEM MUpeE, pa3padoTKa JICUeHUS U HOBBIX (PapMaKOIOTHUYEeCKUX
npenaparoB) BHenpenue u pacimmpenne 00JacTi MPUMEHEHUs TEXHOJIOTHI TeHHOHN Tepanuu u
reHoMHOT0 pefaktupoBanuss CRISPR Cas9 no3Bounser (v mo3BOIHT B Oy IyIieM) IeYUTh MHOTHE
reHeTUYEeCKU 00yCIIOBJICHHbIE 3a00I€BaHMsI U HEKOTOpbIE BUPYCHbIE MH(EKIUH (HaIIpuMep,
BUY-undexiuro); YydiieHrne TMarHOCTUKY HACIIEJICTBEHHBIX OOJIE3HEMH: y)Ke Ha CEeTOHSIIHUN
JIEHb CYIIECTBYET MPOrpaMMHOE o0ecrieueHrne, TOMOTaloIIee MPEANOI0KUTh TUAarH03, UCXOIS
u3 aHanuza Gororpaduu O0JIBHOTO, COBEPIIEHCTBOBAHUE METOJ0B MOJIEKYJISIPHO-TEHETHUECKON
JHArHOCTUKHU

3ananue 25 AHanu3 JesTebHOCTH MEUKO-TeHETHUECKUX KOHCYIbTallui

Omanon omeema B mpoliecce aHanuza nepBruuHas HHGOPMAIUsS TPOXOIUT
AQHAIUTUYECKYIO 00pabOTKY: MPOBOAUTCS CPAaBHEHHE TOCTUTHYTHIX PE3YJIbTATOB JEATEIBHOCTH C
JTAHHBIMU 32 MPOILIbIE OTPE3KH BPEMEHH, C NMOKA3ATEIAMU APYTUX MEIULIUHCKUX YUPEKICHUM,
CO CPEIHEOTPACIIEBEIMU TTOKA3aTEISIMH, OTIPEIEIICTCS BIUSHUE Pa3HbIX (DaKTOPOB HA BEIINYHHY
pe3yNbTaTUBHBIX TOKa3aTeNel, BBISIBIAIOTCS HEJOCTATKU, OIIMOKH M HEUCIIOJIb30BAHHbIE
BO3MO>KHOCTH, BBICTPAanBaIOTCS NepcriekTBbl. Ha ocHOBE pe3yinbTaToB aHAIM3a
pa3pabaThIBatOTCS 1 0OOCHOBBIBAIOTCS YIIPABICHUYECKUE PEIICHUS, YTO SBJISETCS OCHOBOM
HAyYHOT'O YIIPABJICHUS XO35HMCTBEHHOM ACSITENbHOCThIO. TakuM 00pa3oM, ¢ HAy4HOM TOUKH
3peHusi, SJKOHOMUYECKHI aHaIu3 - 0Ha U3 (PyHKUUN yrpaBieHHs], KOTOpas 00ecreynBaeT
HAYYHOCTb IIPUHSTHS PEIICHUN. ITO HE0OOXOIMMOE 3B€HO B CUCTEME YIIPABICHUS MEAULIMHCKUM
yUpexKIeHUEM, KOTOPOE OOOCHOBBIBAECT BHIOOP ONTUMAIBHOTO BapUaHTa PELICHUS 1IETI0T0
KOMIUIEKca Mpo0sIeM, CBA3aHHbIX C IUTAHUPOBAHUEM JEATEIBHOCTH YUPEXKICHUS U €ro OyayuM
pa3ButueM. Ha ypoBHE 5KOHOMUKH JI€4eOHO-TIPOPUIAKTHIECKOTO YUPEXKICHUS,
HSKOHOMHYECKUH aHAJIM3 - 3TO COBOKYITHOCTh METOJI0B (hopMUpOBaHUS U 00paOOTKU JaHHBIX O
MIPOU3BOJICTBEHHON U (PMHAHCOBOM JI€ATEIHHOCTH MEIULIMHCKOTO YUPEKICHHS U €r0o
NO/Jpa3/ICIIEH, HapaBJIeHHAs Ha o0ecTieYeHne 0OBEKTHBHOM OIICHKH PE3yIbTaTOB pabOThI



YUPEKACHUS, BBISIBJICHUE BO3MOKHOCTEH MOBBIIEHUS 3(P(EKTUBHOCTH €0 JAEATEIBHOCTH U
panMOHAIN3aluHU CIIONIb30BaHUS PECYPCOB

3ananue 26 eBouka, 2 JIeT, MOCTYNHIA C )KanodaMH Ha BBIPAXKEHHYIO 3a/1€pKKYy MOTOPHOIO U
MICUXO-PEYEeBOr0 pa3BUTHUs, (apMAKOPE3UCTEHTHBIE CYJOPOTH, OTCYTCTBHE HABBIKOB OMPSATHOCTH
1 camoobcykruBaHud. 3a0osieBaHrne MaHU(pECTHPOBaNO B Bo3pacte 11 cyTok, Korja BrepBbie
BO3HUKIIU CEpUIHBIC B3/IparuBanusi, hparMeHTapHbIe MUOKIIOHHYECKHUE MTPUCTYIIBL,
ACCUMETPUYHBIC TOHUYECKHE CIIa3Mbl, SITU30/IbI alTHOD. PEOCHOK, €IMHCTBEHHBIN B CEMbE,
POAUIICA OT MOJIOABIX 3JOPOBBIX POJUTENEH HE COCTOSBIINX B KPOBHOM POJICTBE. B CcBs3M € TeM,
YTO CyJOpOT HaYaIMCh PaHO, AEBOYKE OBUTH MPOBEEHBI TA0OPATOPHBIE METOABI 00CTIEIOBAHUS,
UCKJIIOYHBIIINE Haubosee pacpoCTpaHEHHbIE HACIECTBEHHbIE O0JIE3HU OOMEHA BEIIIEeCTB.
OOBEKTUBHBIN CTATYC: JIMIIEBBIX U CKEJIETHBIX TU3MOP(UIA HET, TAIMEHTKA HE JIEPKUT T'OJIOBY,
HE TIEPEBOPAYNBALCTCS, HE CAAUTCA, HE XOJUT; BhIsBICHA TU((dy3HAS MBIIICYHAS TUTIOTOHHSI,
YTHETCHHUE CYXOKWIBHBIX pe(dIeKCOB, MEPUOINIECKIE TUCTOHUYECKHE O3Bl B PyKax,
MPOJIOJKAIOTCS CYJIOPOKHBIE MAPOKCU3MBbI B BUJE ACCUMETPUYHBIX TOHUYECKHUX CIa3MOB U
MHOKJIOHHI

1) [Ipeanonaraemelii 1UarHo3:

2) MeTtoapl TMarHOCTUKHU:

Omanon omeema Pannsist snmnentuyeckas sHiedanonatus; 31 -uccnenoanue, MPT-

HCCJIICOOBAHUC, ITPOBCACHNUEC KIIMHUYCCKOI'0 UJIA ITOJHOI'O CCKBECHHUPOBAHUA 9K30Ma MCTOAOM
NGS

3ananue 27 PeGeHOK, MallbuMK B Bo3pacTe 2 roja 9 Mecsies, TOCIUTAIU3UPOBAH C Kajlo0aMu
Ha OTCTaBaHUE B [ICUXOMOTOPHOM Pa3BUTHH, IJIOXOH aNIeTuT, ciabocTh, OJI€THOCTh CIU3UCTHIX
000J104€eK, KEJNTYIIHBIN OTTEHOK KOXKH. [IepBble npu3Haku 3a001eBaHKs OTMEYAIUCH C 6
MeCSTYHOro Bo3pacta nocie nepeseceHHoir OPBU (mpo6GiieMbl co BckapMiIMBaHUEM, IIPU
ayCKyJIbTAI[MM Cep/ilia BbISIBIEH HErpyObIi (QyHKIIMOHAIBHBIA CUCTOIMYECKUH 1IIyM, HApacTaHue
oOuieil cmabocTH U OTCTaBaHUE B MOTOPHOM pa3BUTUH). PebeHok oT 2-0ii 6epeMeHHOCTH, Opak
POJCTBEHHBIN, Macca Tena npu poxaeHuu — 2850 T, poct- 48 cM.

OObeKTUBHBIN cTaTyc: Makpouedaus, yepen akpouedanabHo popMbl, MOHTOJIOUIHBIN pa3pe3
IJ1a3, IUPOKask MePEeHOCHUIIa, KOPOTKUIA HOC, KOPOTKUHN (PUIBTPYM, AUCIUIACTUYHBIE YIITHBIE
PaKOBUHBI, KOPOTKas 11esi, HeOOJbII0e HEMPAaBUILHON (JOPMBI MUTMEHTHOE MATHO Ha IIee,
neueHb Ha 1,5 cM HIKe pebepHOH Iyru, He3HauuTeNIbHas BapycHas aedopMarius KocTei
TOJICHU.

1) mpeanonaraemslii 1MarHo3:

2) METOJIbI 00CIIeIOBAHMUS:

Omanon omeema 3ab0aeBaHNE U3 TPyl TEMOJUTHYECKUX aHeMUH (OosbIas Oeta-
tanaccemus); OAK, ananns Mop@oaoruu 3puTpoIUTOB, ONPEAEIECHIE KOHLIEHTPALUU Kelle3a
CBIBOPOTKH, MOJIEKYJIIPHO-T€HETHUECKOE HCCIIeZIOBaHUE OeTa-rI00MHOBOrO Kiactepa (reH
HBB), anextpodopernieckuii anaau3 Gpakuuii reMorioonHa

3ananue 28 Manpuuk, 4 roza, ¢ )kano0aMu Ha OTCTaBaHUE B POCTE, YMCTBEHHOM Pa3BUTHUHU, C
pOXJIeHUs y peOeHKa MyIoyHasi U maxoBasi IpbIKa, IByCTOPOHHUHN KpunTopxusM. [Ipu
poxxnenuu Bec -3860 1, pocT 52 cM, poauiics B aCHUKCHH.

OOBeKTUBHBIHN CTAaTyC: CYyOMKTEPUUYHOCTh KOKHBIX IIOKPOBOB, C MPaMOPHBIM PUCYHKOM, [TUAHO3
HOCOTYOHOTO TPEyroJbHHUKA, MACTO3HOCTH JINIA, KUCTEH, CTOM, OTEYHOCTh BEK, JUTMHHBIE
PECHUIIBI, KPYIIHbIE YEPThI JIMLA, OTTOIBIPEHHHBIE YIIHbIE PAKOBUHBI Yallieo0pa3Ho (popMbl,
apKOBUIHBIE OPOBH C Pa3peKEHHOM JIaTEpaIbHOIN YacThIO, PACIICTMHA S3bIUKa, TUIIEPTEIIOPU3M,
SMMKAHT, CXOJIAIIEEcs: KOCcOraa3ue, FTeMaHTMOMbI B 00J1aCTH 3aThUIKA, MUKPOIICHHUC.

1) IlpenBapuTenbHbII TUarHo3:

2) Meto/ibl IMarHOCTUKHU



Omanon omeema 3ab0aeBaHNE TPYIIIBI MOHOTEHHBIX AM3MOP(OIOTUYECKIX CHHIPOMOB
(cuaapom Kabykn); 9XO-KI', Y31 opranoB OproIIHOM MOJIOCTH, TUTOTCHETHYECKOE
UCCIIeIOBaHNEe, XPOMOCOMHBII MUKPOMAaTPUYHBIN aHAIN3, TOJTHOAK30MHOE CEKBEHUPOBAaHHE
NGS

3ananue 29 JleBouka, 16 qHeil, mocTynuia ¢ )anodaMu Ha OTKa3 OT KOPMJICHHSI, TOTEPIO MACChI
Tena, BsutocTh. [Ipu poxxaennn macca 3170 1, pozbl B CpoK, Opak poJACTBEHHBIH.

OOBeKTUBHBIN CTATyC: BsIast, HE KPUYHT, MHOTOKpATHAasl pBOTa, CHUKEHHE MBIIIEYHOTO TOHYCA,
yrHeTeHHe pe(IeKCOB PUTHIHOCTh 3aTHUIOUHBIX MBI CTPUIOPO3HOE JIbIXaHHUE, CYJJOPOTH,
MeYEeHb U CeJIe3EHKa YBEJINYEHbI, OT peOeHKa UCXOAUT CIIaIKOBAThIM crienupuyeckuil 3anax

1) npenBapuTENBHBINA JUATHO3:

2) METO/IbI TMarHOCTHKU:

Omanon omeema 3aboaeBaHue TPYIIIBI HACTIEICTBEHHBIX HApyILIEHH 0OMeHa
AMHHOKHUCIIOT; BroXuMudecknii anaam3 KpoBH, OTIPEICICHNE COACPIKaHUSI AMUHOKHCIIOT,
OpPTraHUYECKUX KHCIIOT, AallMJIKApHUTUHOB B KPOBH U Moye MeTo oM TMC, MoJeKyspHo-
reHeTudeckoe uccienoanue MetoaoM NGS (CeKBEHHpOBaHHE FK30Ma)

3amanne 30 Manbuuk, 1 rox 1 Mecsil, ¢ »ano0aMu Ha OTCTaBaHUE B ICHXOMOTOPHOM U
(u3n4ecKOM pa3BUTHU, TYTOYXOCTh, JBYCTOPOHHIOIO ITIAyKOMY, TIOBTOPHBIE pUHHUTHI. PoibI
IpeKIeBpeMEHHbIE B 35 Hellelb, Macca Npu poxkaeHuu 2250 r, poct 43 cM, paHHee pa3BUTHE C
3afepxKoi. OOBEKTUBHBIN CTAaTyC: KPYIHbBIE YEPTHI JIMLIA, OOJBIION A3bIK, Makpouedaus,
BBICTyHAIOUIME JIOOHBIE OYTpbl, MyNIOYHAs I'PhIKa, YMEHbLICHHUE MTOABIKHOCTH CyCTaBOB, KU(O3
HOSICHUYHOTO OT/IeJIa [I03BOHOYHHKA, OTCTABAHUE B POCTE, IEUEHD YBEINYEHA
1) nmpennoysoKUTeIbHbINA AUATHO3!
2) METO/Ibl TUArHOCTUKHU

Omanon omeema 3a00neBaHNE U3 TPYIIIBI MYKOTIOIMCAaXxapu1030B; MccienoBanue
skckpennu Al ¢ Mo4oii, onpeneneHne akTUBHOCTH anbda-L-uaypoHunasel B kposu, Y31
OBII, pentrenorpadus ckenera, MOJIEKYJIIPHO-T€HETUUECKOE UCCIIEJOBAaHHE

3amanne 31 JleBouka, 6 MecsIIeB,c pacIIeIMHON MATKOTO U TBepaoro Heba. [1o oTioBckoit
JUHHUH Y OTIA ¥ 0a0YIIKH, IO MATEPUHCKOHN JIMHUU Y TETH OTIA — BPOXKIACHHASI TYTOYXOCTh U
ckenerHbie nedopmari. OOBEKTHUBHBIN cTaTyC: Joiuxonedanndeckas popma rojosbl,
BBICOKHI U MIMPOKU 100, MaCCUBHBIE HAAOPOBHBIE TyTH, aHTUMOHTOJIOUTHBIN pa3pes rias,
TUIEPTENOPU3M, TUIIOIIA31s HUKHEH YeIII0CTH, HU3KO NIOCaKEHHbIE YIIU, HE3HAUNTEIbHAS
BOpOHKOOOpa3Has nedopmanus rpyaHON KIETKHU, HanokeHue [V nmanbiia 1eBoit cTomsl,
IICUXOMOTOPHOE Pa3BUTHE COOTBETCTBYET BO3PACTY. Y OTLA CXOJ/IHbIE YEPETTHO-JIUIIEBbIE
TU3MOp(HH.
1) mpennonoXKUTeabHbINA AUATHO3:
2) METO/Ibl TUAarHOCTUKHU

Omanon omeema HacnencTBeHHOE CUHIPOMaIbHOE 3a00J1€BAaHUE U3 TPYIIIIBI CHHIPOMOB
OTO-TANIATO-JUTUTATBHOTO CIEKTPa (0TO-MaNaTO-AUTUTANbHBIN CHHIPOM | Tuma);
AyIHOMETPUYECKOE HCCIICIOBAHUE CITyXa, PEHTICH 00JIaCTH TBepAO0ro Heba, (HhapuHTOCKOTIHS,
[IUTOTEHETUYECKOE HCCIIEI0BAHUE, MOJIEKYIIPHO-T€HETUYECKOE UCCIIeIoOBaHue (IIPsIMOe
aBTOMaTu4eckoe cekBeHupoBanue rena FLNA)

3ananne 32 Manpuuk 4 Mecsa, ¢ MHOKECTBEHHBIMH YE€PETTHO-JTUIIEBBIMH TU3MOPPUSIMH,
ruspouedanueit, NoauIakTUINEeH, KpUITOPXU3MOM, aTpe3ueil aHOPEKTaJIbHOIO OT/Aea,
TUIIOIUIA3UEN IIPABOU IIOYKH, BPOKICHHOM INIAYKOMOM M TYTOYXOCTbIO, THIIOIIIa3HeN
HOJIyLIapuil Mo3KeuKa, anoMmanuen Jlenau-Yokepa, areHe3neit MO30JIMCTOrO Teja, HEHTPaJIbHON
MOJTUAAKTHIIHEH.

1) mpeAnoa0KUTEIbHBIN THArHO3:

2) METO/bI TUArHOCTHKH



Omanon omeema Cunnpom llannucrepa-Xoin; MPT ronosroro mosra, Y31 OBII, 9XO-
KI', nurorenerTndeckoe uccieIoBaHnue, XpOMOCOMHBIA MUKPOMATPUYHBIN aHAJIN3,
MOJIHOAK30MHOE CeKBeHHpoBaHUE MeTo10M NGS

3anmanue 33 Manpuuk, 1 mecsi, poct 46 cm, macca 2900 T, xanoObl Ha TPOOIEMBI CO
BCKapMJIMBaHHEM, THIIOTOHUIO, c1a0bIil Kpuk. OOBEKTUBHBIN cTaTyc: MUKpOILeQaivs, HU3KHUMA
7100, TBYCTOPOHHUMN ATHUKAHT, IT03, KOPOTKUI HOC C OTKPBITHIMH BIIEpE]] HO3IPSIMH, pacilieIrnHa
S3bIYKA, TOTHYECKOE HE0O0, KOPOTKAs IMIest, HU3KO PACIIOJI0KEHHBIE YIITHBIE PAKOBUHBI,
MOCTaKCHUaJIbHAS MOJTUJIAKTUIINS Ha JIEBOU KUCTH, IBYCTOPOHHSS KOXKHAsI CUHAAKTUIINS Ha
CTOTaX, MUKPOIIEHHUS, TUTIOCTIA/INSI, PACIIETUICHHE MOIIIOHKH, THUTIOIUIA3UPOBAHHOE SIUYKO U
OTCYTCTBHE SIMUKa
1) mpennonoKUTeIbHbIN AUATHO3!
2) METObl TUATHOCTUKU

Omanon omeema Cunnpom Jlemnu-Cmura-OmMHUIIA
Y3U opranos mozoro taza, 9XO-KI', nuutoreneTnueckoe uccieoBaHne, OMOXUMHYECKUN
aHaJIU3 KpoBU (OIpesieJieHre ypOBHS OOIIEro X0JeCTEpUHA U 7-AeTUAPOX0JIecTepoa),
MOJIEKYJISIPHO-TEHETHUECKOE HcclieoBanue (mpsiMoe cekpenrnpoBanue rena DHCR7)

3ananue 34 Mainbuuk, 3 Mecsila, HaxoauTcs B peanuManuu Ha UBJI B cBsi3u ¢ ocTaHOBKOM
neixanus. [lo nanaeiv anamue3a OPBU ocinoHMIOCH pa3BUTHEM HAapYILIEHUS bIXaHUS,
Taxukapauen, quapeeii, 6ossMu B anuractpun. Macca tena npu poxkaenuu 4100 r, ruimHa 55
cM, B TeueHHe 3 qHel mociie poxkaeHus Haxoawics Ha UBJI, mocie nmpoBeaeHHOTO JieueHust ObLT
BBINHKCaH 0€3 MPU3HAKOB PECIMPATOPHBIX HAPYLIEHUH, HO OTMEUYAINUChH TEPHUOIUYECKUE
nonepxuBanus nuiie. OOBEKTHUBHBIN CTATYC: IIMAHO3 HOCOTYOHOTO TPEYTOJIbHUKA, Hal
JIETKUMHU SICHBIH JIETOYHOH 3BYK, N€4YeHb +2,5 ¢M, pedIieKChl COXpaHEHbI
1) nmpennoysoKUTeabHbINA AUATHO3!
2) METO/Ibl TUAarHOCTUKHU

Omanon omeema BpoxxJ1eHHBIN EHTPaIbHbIA THIIOBEHTUISILIMOHHBIA CUHAPOM (CUHAPOM
npokiaTes YHIuHb); OAK, pentren OI'K, HelipocoHorpadus roinoBHOro Mosra,
OKCUTE€MOMETpUS, HCCIEA0BaHNE pa3Mepa HKCIIAHCUH MOJIHATaHUHOBOIO TPAKTa B TeHE
PHOX2B

3ananue 35 Manpuuk, 15 neT, ¢ xanodaMu Ha TOJBEMBI apTepHanbHOro naBiaeHus 1o 160/100
MM.PT.CT, OBICTPYIO YTOMJIIEMOCTb, TOJI0BHbIE O0sn. [lepBble CUMOTOMBI OSBUINUCH B 12 JI€T.
Orten cTpanaet aprepuansHoii runeprensueit ¢ 18 net (AL 170/120 mm.pt.cT). [Ipu
00CIIeZIOBaHUH - THIIEPTPOHS MUOKAp/a JIEBOTO JKETy0UYKa, aHTHOTIATUS CETYATKH,
TUITOKAIHEMUs], MeTaOOIMYEeCKUH allkajao3, HU3Kask akTUBHOCTh PEHHUHA IJ1a3MBl.
1) mpenmnosiaraeMblii AMATHO3
2) METO/Ibl TUAarHOCTUKHU

Omanon omeema Cunnpom Jlnnana; buoxumudeckuii ananu3 KpoBU, UCCIIEJOBaHHE
YPOBHSI TOPMOHOB Ha/IMOYE€YHHUKOB, OLIEHKA KMCIOTHO-OCHOBHOI'O COCTOSIHUS, KJIMHUYECKOE MU
IIOJIHOE CEKBEHMpPOBaHHUE 3k30Ma MeTo1oM NGS

3ananne 36 Manpuuk 5 j1eT, kano0bl Ha BRIPAKEHHYIO 337epKKY MOTOPHOTO M IICHXOPEYEBOTO
pa3BUTHS, OTCYTCBUE HABBIKOB OMPATHOCTH U CaMOOOCITyKuBaHMs. 3a00eBaHNe
MaHH(eCTUPOBAIO BHYTPUYTPOOHO, KOTIa MaTh Ha 9 Mecsie OepeMEeHHOCTH TOYYBCTBOBAJIA
cynoporu mioaa. [lpu poxxaeHnu cyaoporu 6buid MUOKJIOHUYECKUMHU, C TEUCHUEM BPEMEHHU
ctanu nonumopdHbIMU. JlekapcTBeHHas Tepanus 0e3 3¢ dekra. Cemelinblii aHaMHE3 HE
otsarouieH. HacnenctBeHHusle 601e3HM 0OMeHa BELeCTB IPU 00CIIeJ0BAHUH UCKITFOUEHBI.
OOBEKTUBHBIN CTATYC: JIULEBBIX U CKEIETHBIX TU3MOPGUIl HET, B3I PUKCHPYET, TOJIOBY
JIEPKUT, CATUTCA CaMOCTOSATENIbHO, KOMAaH/] He OHUMaeT, Auddy3Hast MblllIeYHasi TUIIOTOHMS,
aTaKcHs



1) IlpennonaraeMblii 1MAarHO3:
2) MeTopl AMarHOCTUKH:

Omanon omeema Pannss snunentudeckas dHmedanonarus I3 -BUICOMOHUTOPHUHT,
MPT-ron0BHOr0O MO3ra, TPOBEAECHUE KIMHUYECKOTO WJIU MTOJTHOTO CEKBEHUPOBAHUS dK30Ma
meTogoM NGS

3ananue 37 Manbuuk, 9 set, xkanoObl Ha MPoOIEMBI ¢ Y4e00ii, TEpHOJUUECKU HOUHOE
HEeJep>)KaHUe MOYH, IPUCTYIIBI 3aMUpaHuid. B 5 5ieT B ¢BsA3M ¢ qu3apTpuei U 3Nu304aMu
NOJIepPrUBaHUH B IUIEYEBOM MOsCE, IPH MTPOBEACHUHU 00CIIeI0BaHHS BbISIBIEH O4ar
nMWIenTU()OPMHON aKTUBHOCTH B LIEHTPaJIbHO-TEMEHHBIX 0TBeAeHUsIX, Ha KT romosHoro mo3sra
- MEJIKas KMCTa IPO3payHO IEPErOPOIKH 2 MM.
VY Opara, 16 net, — qoOpoKadeCTBEHHAS POJIAHINYECKAST SITUIICTICHS
OO0mwexTuBHBIN cTaTyc: pocT 134 cM, Bec 25KT, rosoBa nceBaoruaponedansHoi Gopmsl,
JU3apTpusl, MOBBIIIEHA OTBJIEKAEMOCTb.
1) [Ipeanonaraemelii 1UarHo3:
2) MeTtoapl TMarHOCTUKHU:

Omanon omeema 3ab01eBaHNe TPYIIIBI MIMONATHUECKUX HACIEACTBEHHBIX SIUIICTICHIA;
O0I-uccnenosanue, MPT-uccnenosanue, 2XO-OI', mpoBeaeHNE KITUHUIECKOTO HITH TIOTHOTO
CEKBEHHPOBaHMsI dk30Ma MeToioM NGS

3ananue 38 Manpuuk 3 s1et, ’kanoObl Ha BEIPAKEHHYIO 33I€PKKY MOTOPHOTO U MICUXO-PEYEBOTO
pa3BuTus, (apMaKOPE3UCTCHTHBIE CyIOPOTH, HAYaBIIKeCs B Bo3pacTe 38 qHEH U MOCTEIIEHHO
ctaBime cepuitHbiMu. Cectpa 370poBa. OOBEKTUBHBIN CTaTyC: MUKpoLe]anus, KOpOTKUI
(bunpTp, Kapmuii poT, ApKOBUAHOE HE0O, BTSIHYTHIE COCKH, 3HAYUTEIIHLHOE IMOBHIIIICHUE TOHYCA
MBIIII] HOT ¥ PE3KOe CHIKEHHE TOHYCA MBIIIIL PYK C Nepepa3sruOaHreM B JOKTEBBIX CYCTaBax.
lonoBy HE EepKUT, HE CaUTCs, B3I HE GUKCUPYET, peub OTCYTCTBYET, OOpaIeHHYIO peUub HE
nonumaeT. Kaprotun — Hopma, XpOMOCOMHBIN MUKPOMaTPUIHBIN
1) IIpennonaraemsblii AMArHO3:
2) MeTobl TUarHOCTUKU:

Omanon omeema 3a00neBaHNE U3 TPYIIHI MUKPOIIUTOTEHETUUECKUX CUHIPOMOB
—mukpotuedanusi, MoHorenHas ¢popma; Knuaudeckoe wim mojiHoe CeKBEHUPOBAHUE IK30Ma

3ananue 39 Manbuuk 4 roza, )kano0bl Ha (hapMaKOpe3UCTEHTHBIE CyIOPOTH, yTpaTy
JIBUTATEIIbHBIX U PEUYEBBIX HaBBIKOB. [lepBble :kano0bl B 2 ro/1a B BUJI€ TOHUKO-KIOHUYECKUX
CYJIOpOT C OTBeJIeHUEM Tia3HbIX 0710k BBepX. Ha MPT — npusnaku nuddysHoit kopkoBoit u
HaJl KOPKOBOI cy0aTpoduu mpenMyIiecTBEHHO JIOOHBIX JI0JIEH ¢ TOCTTHITOKCHYECKUMH U
UIIEMUYECKUMU U3MEHEHUSIMU ToJI0BHOTO Mo3ra. C 3,5 et Havan yTpauyuBaTh paHee
npuobpereHHble HaBbIKU. OOBEKTUBHBIN CTAaTyC: JTULEBBIX AU3MOP(UIl HET, THTIOMUMUS,
TUIEepCAIUBALMsl, CAMOCTOSATENBHO HE XOIUT, PU NOLAECPKKE IIOIBOJIAKUBAET HOCOUKH,
MBIIIEYHAs CUJIa CHIDKEHA, XOPENYeCKHe M TUKO3HBIC TUTIEPKUHE3bI, TATOJIOTHYECKHE Pe(IeKChI
— babuHckoro ¢ 1ByX cTOpOH. [IMCKH 3pUTENBHBIX HEPBOB C CEPBIM OTTEHKOM JIEKOJIOPUPOBAHBHI,
MOpaXEHHUE 3pPUTENbHBIX TPOBOSIINX ITyTEH

1) I[IpeanonaraemMelii TUarHo3:

2) MeToasl TMarHOCTUKU:

Omanon omeema 3ab0eBaHNe U3 TPYIIbI HACIEICTBEHHBIX HEWPOereHepaTUBHbIX
3a00JIeBaHU — HEHPOHAIBHBIN IIepouaHbIN unodycunno3; 991, MPT, Y31 OBII u nouek,
O6uoxumuueckuit anaiaus kposu MerogoM TMC, uccnenoBanie akTUBHOCTH (PEPMEHTOB
HaJIbMUTOWI TUO3CTEPA3bl | U TpUNENTUIWI IeNTHAa3bl | B JE€HKOLMTAaX, CEKBEHUPOBAHUE
KJIMHUYECKOI'O WM MTOJIHOTO 3K30Ma

3ananue 40 [leBouka 3 nert, kano0bl Ha CyIOPOKHBIE MPUCTYIIBI HAa (DOHE JIEKAPCTBEHHOU
Tepanuy, OTCTaBaHUE B IICUXO-pe4eBOM pa3BuTuu. llepselii npuctyn B 7,5 MecsLes, 3aTeM



€XEeIHEBHO /10 15 pa3 B cyTKH, B MOCIEIHUN rojl — Kaxasie 1-1,5 mecsua no 2-3 1Hs NPUCTYbI
B BHJIC B3/[paruBaHMil ¢ 03HOOOMOIO0HBIM TPEMOPOM, TE€HEPATU30BAHHBIE TOHUKO-KJIOHHYECKHE
cynoporu. OObEKTUBHBIN CTATyC: MOXOKA aTaKTUUYeCcKas, TOHYC MBI AU(PPY3HO CHIKEH,
XOJIUT C IEPUOIMYECKON OTIOPOH Ha IBITTOYKH, TOHUMAaHUE PEUr HAPYIIIEHO, AKTUBHAS peYb Ha
YPOBHE JIereTa.
1) Ilpennonaraemslii 1UarHo3:
2) MeToabl TUarHOCTUKU:

Omanon omeema 3a00neBaHNE U3 TPYIITH PAHHUX SMUAJIECNTHICCKUX dHIIEPATOMaTHIA —
cunapoM [pase; D3I -uccnenosanue, MPT-uccienoBanue, npoBeieHHE KIMHUYECKOTO WIH
TOJTHOTO CEKBEHHPOBAHUS dk30Ma MeTo10M NGS

3ananue 41 Manpuuk 2 roja, 3aiep>kka MOTOPHOTO, (PU3MUECKOT0 U IICUX0-PEUYEBOI0 Pa3BUTHSI.
C 8 mecs1eB NOABUINCH U305l HOBTOPHON PBOTHI, CHM)KEHHE allIIETUTA, OTeps Beca. C
Bo3pacta | roma 2 mecsina nocie OPBU manbunk nmepectan XoauTh, OTMEUYAIOCh YBEITUUCHUE
pa3mepos xkuBoTa. Kapuorun — HopMa. B 1 rox 8 mecsues nocie OPBU nossunace
[IIOKO3Ypusl, MPOTEUHYPHUSI, pAXUTHUECKHE U3MEHEHUSI CKeJleTa, porpeccupoBalia yrpaTta
JIBUTATENIbHBIX HAaBbIKOB. ENMHCTBEHHBIN citydail B ceMbe. OOBbEKTUBHBIN CTATyC: raprajJouHbII
(dbenotut, Bec 10 kr, poct 77 cMm, rosioBa- 50 cM, paxXUTHIECKUE U3MEHEHHUS CKEJIeTa, eYeHb+3
CM, HE BCTaeT, HE XOUT, TU(PPy3HOE CHUKEHUE MBIILIEYHOTO TOHYCa
1) mpennonaraeMsblil 1uarHos:
2) MeToapl TMarHOCTUKHU:

Omanon omeema Cunapom PankoHu; buoxumudeckuii aHaau3 KpoBU U MOYH, OLIEHKA
KIIIC, 6noxumuyeckuii ananu3 KpoBu MetoioM TMC, opTanbMOI0rHuecKoe UCCie0BaHuE C
IPUMEHEHUEM I11eJIeBOM Jambl, mouck myTanuil B rene CTNS

3amanne 42 MyxxuuHa, 23 roja, )xano0sl Ha 6ecruioane. C AeTCTBa YacThIe PECTIMPATOPHBIC
3a00JIeBaHUs, CHHYCHUTBI, TI0 JAHHBIM CIIEPMHOJIOTHYECKOTO UCCIICIOBAHMS — a300CTIEPMHSI.
OOBbeKTUBHBIN CTaTyC: CUHAPOM OapabaHHBIX MajloyeK +, CHHAPOM YaCOBBIX CTEKOJ
1) mpeanonaraemslii 1UarHo3
2) METOJIbI TUAarHOCTHKHU

Omanon omeema MyxoBucinnos; [lotoBas nmpo6a, aHaian3 Kaja Ha MAaHKPEATHUECKYIO
anactaszy, nuroreHetudeckoe uccienoranue, KT OI'K, KT ma3yx Hoca, cnupomerpusi,
uccienoBanue yacteix Mytauuii B reie CFTR

3ananue 43 Manbuuk ,1,5 Mecs, 5xano0bl Ha IUIOXYI0 MPUOaBKY Beca, CHUYKEHHBIH allleTHT,
YacThle CPhITMBaHUsA. PONMIICA ¢ KIIMHUKOW BPOXACHHOW KUIIIEYHON HEITPOXOAUMOCTH,
HaJIO’)KE€Ha CTOMA, KUILIEYHOE COJIEPKUMOE BOJSTHUCTOE C )KUPHBIM OJIECKOM, OTMEYAETCs
KallleJb, KOKa peOeHKa MMEET COJICHBIN MPUBKYC CO CJI0B MaTepH. ENWHCTBEHHBIH ciydail B
CEMBE.
1) mpenmnosiaraeMblii AMATHO3
2) METO/Ibl TUAarHOCTUKHU

Omanon omeema MyxkoBucuuo3 [loroBas mpo6a, KonporpamMma, aHaIHu3 Kajia Ha
nankpearnueckyto anacrasy, KT OI'K, uccnenosanne yactoix myrauuii B rese CFTR

3amanne 44 Manpuuk 2 J1€T, )ano0bl Ha moBTopHbie OP3 B TeueHue roaa o 2-3 3Mu30/10B,
Ha4YMHAas ¢ Bo3pacTa 3 MecsIeB. Y MiIaamero opara — MyKOBUCIIHIO03
1) mpeanonaraeMsblidi T1ar{o3
2) METObI TUATHOCTHKH

Omanon omeema MyxoBuciuaos; [lotoBas npoOa, kornporpamMmma, aHaiIu3 Kajua Ha
nankpearnueckyto snacrazy, KT OI'K, uccnenoanue yactoix myrtanuii B rene CFTR



3ananue 45 Manbuuk, 13 jer, xano0bl Ha YacTbIH MaJOMPOAYKTUBHBIN Kallledb ¢ THOMHOM
MOKPOTOI, 3aJI0)KEHHOCTh HOCA U 3aTpyIHEHUE HOCOBOTO JIbIXaHUSA.C pOXKIECHUS — PUHUTHI,
4acThI MaONIPOYKTUBHBIN Karienb. C 3 et yacTele OpOHXUTHI, THEBMOHUU. B Bece u pocte
He oTcTaeT. MykoBHCIN103 HCKItoUeH nipu npoBeaeHun JIHK-muaraoctunkn OObeKTUBHBIN
craryc: CumnToM 6apabaHHBIX MANIOYEK «+», CUMIITOM YaCOBBIX CTEKOJ «1», IbIXaHUE
ocnabyieHHOEe, TPOBOAUTCSA HEPABHOMEPHOE, pa3HOKAIMOEpHbIE BIIaXKHbIE XPHUIIBI IO BCEH
IIOBEPXHOCTH JIETKUX
1) npeanonaraemblii 1MarHo3
2) METObl TUATHOCTUKU

Omanon omseema [lepBuuHas uuIMapHas AUCKUHE3Us; UCCIe0BaHUE (PyHKINUN
[IJIMAPHOTO SMHUTEIHS CIIM3UCTON 000JI0YKU HOCA, HJIEKTPOHHAsI MUKPOCKONHS (0OOHapy KeHHe
AQHOMAJIUI CTPOCHUS PECHUUYEK B OMOITATE CIM3UCTON 000JI0YKH HOCA UM OpOHXa),
CEKBEHHPOBAHHE IK30Ma

3ananue 46 JleBouka 2 et 7 MecAleB ¢ kanobaMu Ha 3aJIep>KKYy MOTOPHOTO U TICHXOPEYEBOTO
Pa3BHUTHSA, ¢ POXKJICHUSI HE3HAUYUTEIHHBIE OCOOCHHOCTH (DEHOTHUIIA M MBIIIICYHAS] THTIOTOHUS.

OOBeKTUBHBIN CTAaTyC: HU3KUI POCT U BEC, BBICTYMAIONINIA JI00, IIUPOKUN KOPEHb HOCA, JIBE
HEeOOJIbIITNE TEMaHTHOMBI Ha BEPXHEH ryde U Ha KUBOTE.
1) mpenmnosiaraeMblii AMATHO3
2)MeToAB! TUarHOCTUKH
Omanon omeema 3aboaeBaHue TPYIIIBI XPOMOCOMHBIX CHHIPOMOB

FISH-ananu3 ¢ Habopom JIHK-30H10B Ha yacThie MUKPOICICITMOHHBIC CUHIAPOMBI (Jl1
Jbxopmxu, Bunbamca-boiipena, CMut-Marenuc, Musiepa-/{ukepa, [Ipagepa-Bunn,
OunrenbMmana), FISH- ananmu3 ¢ nokyc-cnenuduansivu JIHK-3081aMu Ha X-xpomocomy (DXZ1)
u 3 xpomocomy (D3Z1) Ha npsMBIX npenapaTax OyKKaJIbHOTO SIHUTEIHS

3ananue 47 Manbuuk 3 roza, )kano0bl Ha OTCTaBaHHE B MOTOPHOM M IICUXOPEYEBOM Pa3BUTHH,
00JIbI1IKE Pa3MEPHI TOJIOBBI, TYTOMOABUKHOCTH CYCTaBOB, MOSBUBILASCSA HA BTOPOM IOy KU3HU
OOBeKTUBHBIHN cTAaTyC: TPYOBIE YepThI JHIA (IIUPOKas MEPEHOCHIIA, TUIIOILIA3HsI CPeTHEH TpeTH
JMIA, TyXJIble TYObl, IPUOTKPBITHIA POT, MAKPOTJIOCCHS, PEIKHE 3yObl), TYTONOIBUKHOCTD U
KOHTPAKTYPBI JTOKTEBBIX U KOJICHHBIX CyCTaBOB, KHCTh MO TUITY «KOTTUCTOU JIambl», KU(0O3
HOSICHUYHOTO OT/IeJIa I03BOHOYHUKA, YBEIMUEHUE Pa3MEPOB KUBOTA, ITyTIOYHAs TPbIXka,
yBeJIMYEHHUE NnevYeHu (+5 cM U3 o Kpas peOepHOii AyTH), IByCTOPOHHSASA aX0Basi IPbIKa.
1) mpeanonaraemslii TMarHo3
2) METOIbl TUArHOCTHKU

Omanon omseema 3aboneBaHue rpynibl MyKonoiaucaxapuao3os -Mykononucaxapuio3 11
tuna. Cunapom Xanrepa; VccriegoBanue SKCKpeIMU TITMKO3aMUHOTIIMKOHOB
(mepmarancynbdara u remapancyibhara) C MOUOH, HCCIIEIOBAHNE aKTHBHOCTH JIMO30COMHBIX
(epMeHTOB (TUApOIA3), MOJEKYIIPHO-TeHETHUYECKOe uccienoBanue reHa IDS

3ananue 48 neBouka, 3-X JIET, C )Kajgo0aMu Ha Cy0POKHBIEC IPUCTYTIBI, 3ACPKKY TICUXO-
peueBoro pa3putuia. BriepBbie cyJ0poru B BUAE PE3KOT0 KPUKa, C OCTAHOBKOM JAbIXaHUS U
IIMaHO30M, BO3HUKIIM B BO3pacTe 8,5 MecsueB nocie BakuuHauuu. B Bo3pacte 1 rona cynoporu
noBTopuiuch Ha pone OPBU u runeprepmun. [Ipuctynsl oTMeuanuch B BUzie
KpPaTKOBPEMEHHOU yTpaThl CO3HAHUsI, 03HOOOMOA0OHOTO TPEMOpa, B T.4. C BOBIIEYCHHEM HOT,
3aBEJICHUS TJ1a3 BBEPX, OCTAHOBKH JIBIXaHUS U [IUAHO3a, MPOJOJKUTEIBHOCTHIO 10 1 MUHYTHI
KaXIbIH yac B TeueHue 2-3 cyTok, Ha (hoHe BBeJAeHUs OeH30/1Ma3enuna. B cpeHemM npucTymbl
HaOII0JAI0TCS KaXaple 2 Mecsa. B HacTOSIINiT MOMEHT - PEMUCCHSI.

1) mpeanonaraemslii 1uarHo3

2) METObI TUATHOCTUKHU:



Omanon omeema panHss nuIenTUIeckas suuedanonarus I3 -suneomonntopunr, MPT-
TOJIOBHOT'O MO3r'a, MPOBEJEHNE KIMHUYECKOTO WU MOJHOIO CEKBEHUPOBAHMSI 9K30Ma METO/I0M
NGS
3amanwne 49 IlamuenTka 46 net oOpaTuiach B MEIUKO-TEHETHUECKYIO JIJISI HCKITFOUCHHUS
HACJI/ICTBEHHOT 0 Xapakrepa 3a0oneBaHus. B anHaMmHese - cepo3Has KapIuHOMa JIEBOTO SIMYHUKA.
YV marepu (68 net), B Bozpacte 40 et ObuT 00HAPYKEH PaK MOJIOYHOM JKEJIE3bl,y POJTHOTO Opata
MaTepH - pakK MpeJCcTaTeNIbHON KeJe3bl, Y POAHOro Oparta oTia B 56 JIeT - pak JEerKoro.

1) npeanonaraemblii 1MarHos3
2) METO1bl TMAarHOCTHKHU:

Omanon omeema Cunapom HacnenctseHHoro BRCA1-accounnpoBaHHOro paka
AUYHUKOB; COOp TMYHOTO U CEMEHHOr0 aHAMHE30B, MOJIeKyJIIpHO-T€HETUYECKOE TECTUPOBAHHE
Ha Hasnnume yacThix MmyTanuii B renax BRCA1 u BRCA 2, BbICOKOIPOU3BOAUTENBHOE
napajuienbHoe cekBeHnpoBanue nanenu resos: BRCA1, BRCA2, BARDI. BRIPI, MREI1A,
PALB2B, NBS1, tP53, RADS1C, RAD51D

3ananue 50 [leBouka, 3 nHel )KU3HU ¢ MUKpoIleainell, CKOILIEHHBIM J00M, KPYITHBIM HOCOM,
ne(pOpMHUPOBaHHBIMU HU3KO MOCAKEHHBIMU YITHBIMU PAaKOBHHAMU, KOPOTKOM I1eel, CKJIaauaTon
KOKEW Ha 3aJIHe MOBEPXHOCTH €U, MBIIIIEYHON TMIOTOHUEHN, €AUHCTBEHHOM JaJOHHOMN
CKJIaaKoi, mopokom cepaua — JAMXII, aBycTroponHeil paciienuHoit HeOa 1 BepXHeil ry0sl,
IIOCTAaKCHAJIbHOMN MOJUJAKTHINEN KUCTH.
1) mpeanonaraemslii 1uarHo3
2) MeTO/1bl TUAarHOCTHUKHU:
3) Meroabl 1e4eHHUs:
4) npodunakTruka

Omanon omeema Cunnpom Ilaray; MccnenoBanue kaproruna; CUMITOMAaTHYECKOE;
[IpenaranbHbli CKPUHUHT OEpPEMEHHBIX

3amanne 51 Kenmuna, 36 e, Ipyu NPOXOKACHUN AUCTIAHCEPU3AIIUN BBISIBIIEHO TOBBIIIICHNE
YpOBHS O0IIETO XONIeCTEpUHA A0 8,9 MMOJIB/JI, IPH MOCIEAYIONIEM aHAIN3€E TUIMUIHOTO CIIEKTpa
o6muit xonecteput — 9,1 mmonw/n, TT' — 1,3 mmons/n, XC-JITIBII — 1,2 MMonbil. AKTHBHO
XKayob He MPeIbABISET.

1) mpenmnosiaraeMblii AMATHO3

2) METO/bl TUATHOCTUKU:

Omanon omeema CeMeiHas TUIIEPXOJIECTEPUHEMUS; MPOBEIACHUE OCMOTpPA U MAJIbITAIIHI
CYXOKUJIMI: aXUJUTOBBIX, pa3rudareseil naableB pyK, TPULIETICOB U KOJICHHBIX CYCTaBOB C
[0 TUATHOCTUKU HATMYUS CYXOXKUIBHBIX KCAHTOM, NMPOBEJCHUE CEKBEHUPOBAHUS
renoB LDLR, APOB, PCSK9 metonom NGS

3ananue 52 JleBouka 3 et 6 MecAleB, KaloObl Ha MJIOXYI0 MPUOABKY B BECE, 3a/IEPIKKY
TICHXOMOTOPHOTO U PEYEBOTO Pa3BHUTHUS, HAa ()OHE BBICOKOU JIMXOPAIKU — COXPAHEHHE ATH30/0B
3aMHpaHuil ¥ TUIIEpKUHE30B. 3aboneBanre MaHu(ecTupoBaso ¢ poxaeHus. OObEeKTUBHBIN
CTaTyC: IJIa3HOM runepTeaopusM, O0IbIION HOC C BBICOKOM CIIMHKON, KOPOTKUI (PUIIBTD,
MUKpOTHATH. 3aIepKKa IICHX0-PEUYEBOT0 PA3BUTHUS MPOSBISETCS B BUIE CKYAHOTO CIIOBAPHOTO
3amnaca (KOpOTKHE, ITPOCTHIE CI0BA), KOMaH Ibl TOHUMAET, OJM3KUX 3HAET. 3aJep:KKa MOTOPHOTO
Pa3BUTHS: XOJUT HEYBEPEHHO, C OTHOCTOPOHHEN MOIACPKKOI
1) mpenmnoyoKUTeIbHbINA AUATHO3!
2) METOJIbI TUATHOCTHKHU

Omanon omeema Cunnpom Bonbda-Xuprixopaa MPT roioBHOro Mosra, mpoBeicHue
O3I'-BUJICOMOHUTOPUHTA, XPOMOCOMHBIM MUKPOMATPUYHbBIA aHAIN3

3ananue 53 Manpuuk 6 MecsEeB C 3aACPKKON PU3NIECKOT0 U ICUXOMOTOPHOTO Pa3BUTHS,
BPO’KJICHHBIM TTOPOKOM Cep/Lia U JIUIEBBIMUA JTUCMOPPUIMU (MaTCHbKHE HU3KO TOCAKEHHBIC



JMCIIIIACTUYHBIC YIIHBIE PAKOBUHBI, ITUPOKHUE IJIA3HbIE MU, JVIMHHBINA QUIBTP, Y3KOE
OCHOBaHHUE KpbUIbEB HOCA, MUKpOreHus ), yacteie OPBU.
1) mpeAnoa0KUTENbHBIN AUATHO3:
2) MeTOJIbl TUArHOCTHKHU

Omanon omeema Cunapom [u xopmxu; Y3U OpromHoit monoctu u mouek,IXO0-KT,
onoxumuueckuii ananus kposu, FISH ¢ yaukansasiMu JIHK-3081aMUu Ha pernon
MHKpOJeTelny Ha MeTada3HbIX tacTuHKax nanuenta, MLPA ¢ JIHK-npaitmepamu Ha
MOCJIEI0BATEIILHOCTH T€HOB B PETHOHE MUKPOICTIEIINHU C UCTIONIb3oBaHueM obpasmos JJHK
nanueHTa

3ananue 54 PeGeHoK, 8 Mecs1eB, )Kaao0bl Ha KENTyXY, IIOXYIo npubaBKy Macchl. bosen ¢ 6
MecsLEeB, KOT1a MOABUIIACK JKenTyxa. B xone o0ciaenoBanus BeISIBICH HUTONIU3 A0 19 HOpM ¢
CHHJIpOoMOM XouiecTa3a. [loBblenue anbda-peronporenna a0 25 843 ur/mi (Hopma 1o 12
HI/MJI). YBeJIMueHue MeYeHu A0 +5 cM u3-noj kpas pedepHoit myru. Cenesenka +2 cM U3-T10]1
Kpast peOepHOil TyTH.
1) mpennonoXuTeabHbINA AUATHO3!
2) METObl TUATHOCTUKU

Omanon omeema Hacnencrsennas tuposuneMus 1 A tuna (ocTpoe TeUeHHE);
Omnpenenenue conepkanns aMUHOKHUCIIOT B KPOBH, OIIPENEICHUE CYKLIIMHUIIALETOHA B MOYE U
I1a3Me KpoBH, ornpeaeneHue anbga-gperonporernta (ADII) B ciBOpoTKe (WI1K I1a3Me) KPOBH,
CEKBEHHUpOBaHMe reHa FAH

3aganue 55 Manbuuk 9 nHei )KU3HU, 10 Pe3yIbTaTaM HEOHATAJIbHOIO CKPUHHMHTA:
(denunananun 4,46 mr/mi, (Hopma 1o 2,0 mr/mn). IIpu perecte 6,8 Mr/mn
1) mpeAnoI0KUTELHBIN THATHO3:
2) METObI TUArHOCTHKH

Omanon omeema HacnencrBenHast Tupo3uHemMus 1 A tuna (ocTpoe TeueHue); AHanu3
NTEPUHOB B MOue, ceKBeHupoBaHue MmeToioM NGS no nanenu, Briatovatoiieid reasl: PAH
(OMIM:* 612349 ), PTS (OMIM:* 612719), QDPR (OMIM:* 612676), GCH1 (OMIM:*
600225) u np

3aganue 56 Y manpumka, 3 Mecsla, 0TMEYal0TCsl MUKpoLedanust, HU3Kui 100, 1ByCTOPOHHUI
SIUKAHT, ITO3, KOPOTKUN HOC C OTKPBITBIMU BIIEPE] HO3APSAMHU, MUKPOT€HHUS, PACIIEINHA
SA3bIYKA, TOTHUECKOE HEeOO0, HU3KO pacoIoKeHHbIE A1e(OpMUPOBAHHBIE KPYITHbIE YIIIHBIC
PaKOBUHBI, KOPOTKas LIEsl, TIOCTAKCUAJIbHAS MTOJIUIAKTUINS HA JIEBOU KUCTH, IBYCTOPOHHSAA 2-3
KO’KHAsi CHHIAKTHIIUS Ha cTonax Y-o0pa3Hoi ¢opmsl (puc. 2). [Ipu obcneroBaHUN TeHUTATIHMA
BBISIBJISIETCSI MUKPOTICHHSI, TUTIOCTIA M, pacillelJIeHHe MOIIIOHKHY, TUITOIUIa3UPOBAHHOE SIUYKO
CJIeBa U OTCYTCTBHE sIMUKA CIIpaBa.
1) npeanonoXKUTeNbHbINA AUATHO3:
2) METOIbl TUATHOCTUKU

Omanon omeema Curnpom u xopmxu Y3U manoro Taza, 9XO-KI', cranmaptHoe
IIUTOT€HETHYECKOE UCCIIeI0BaHNe, BHOXMMHUYECKH aHaIN3 KPOBHU (OIpe/iesieHHe YPOBHS
o011ero xoyecTepuHa u 7-AerupoxosiecTeposa), IpoBeIeHINEe MOIEKYJIIPHO-T€HETHYECKOTO
UCCIIeIoBaHMs IyTeM npsimoro cekBeHupoBanus rena DHCR7 (ren 7-
JETUPOX0JIECTEPOTIPETYKTa3bl)

3amanwne 57 [laruent, roHomra 17 net, B aHaMHe3€ HATMYHE TIEPBUIHO-MHOXKECTBEHHBIX
HOBOOOPA30BaHMIi: MEPBUYHO-MHOKECTBEHHAS MEJIaHOMa KOKH, COCTOSTHHE MOCTIe
XUpypruaeckoro yieueHus B 13 u 16,6 set, B 16 j1eT MHOKECTBEHHBIHN OJIUIIO3 KETY KA,
Makporedanus, Ha Ko)Ke — MHO)KECTBEHHbIE MEJTaHOIIUTapHbIE HEBYCHI KOXKH CITUHBI, )KUBOTA,
KOHe4YHOcTel. B HacTosiiiee Bpemst MocTaBiIeH JUaruo3 GoJUIMKYISIPHBIA paK IMIUTOBUIHON



xene3bl. Y 0abyIKkyu Mo MaTEepUHCKOM JIMHUM MOJIUIIBI JKeTyAKa, MHOT0Y3JI0BOM 300, y 6a0yIIKu
T10 JINHWH T1aIbl — PaK SIMYHUKA. Y MaTepH B AHAMHE3€ PaKk MOJIOYHOM keJe3sl B 37 jeT
1) mpeAnoa0KUTENbHBIN AUATHO3:
2) METOMIbI TUarHOCTUKHU

Omanon omeema Cunnpom KoyneHa; Beicokonpon3BoauTENBHOE NTapalIEIbHOE
CEKBEHHPOBAHME MAaHEH [€HOB, CBA3aHHBIX C PA3BUTUEM HACIEACTBEHHBIX OHKOJIOTHYECKUX
CHUH/IPOMOB

3ananue 58 JleBouka, 3 1eHb, KOPOTKAs IIes, KOXKHBIE CKJIAJKH Ha I1ee, 1e)OpMUPOBAHHAS U
HU3KO pacrojoXKeHHas yIIHasi pakoBUHA, TUM(ATHUYECKHI OTEK KUCTEH U CTOI, MOPOK Cepua -
JAMIKII
1) mpeBapUTENbHBIN TUArHO3:
2) MeTO1bl TMAarHOCTHKHU:
3) npodunakTuka

Omanon omeema Cunnpoum lllepemesckoro-Tepaepa Mccnenosanue kapuorumna
[IpenaranbHbli CKPUHUHT OEPEMEHHBIX

3ananue 59 Manpuuk 2 j1eT, )kanoObl Ha HACUJILCTBEHHbIE TUIIEPKUHESBI, yTPaTy paHee
nproOpeTEeHHBIX MOTOPHBIX HABBIKOB, IJIOXYIO MPUOaBKY B Bece.3a0oeBaHNe
MaHU(pECTUPOBAIO B Bo3pacte 6 Mecales, Ha pone OPBU u noBeiiieHus TemnepaTypsl Tei1a
BO3HUK M€HEPAIN30BaHHbIN TOHUKO-KJIOHUYECKUH SMUIENTUYECKUNA IPUCTYI C IOTepe
CO3HaHWs. BO3HUKIIN IPUCTYINBI HEYKPOTUMOW PBOTHI, MBIIIEYHBIN TOHYC HapacTasl. Bo3Hukiu
JIMCTOHUYecKHe aTaku. PeOeHoK nepectan aepxKarh rojoBy, iepeBopaunBaThes. 1 onoBa
ruapouedanbHoit popmbl. MicToHUeHHE OIKOXKHO-KUPOBOM KileTyaTku. ['unepcanupanusi.
['onoBy caMOCTOATENBHO HE IEPIKUT, IPU BEPTUKAIM3ALMHU O1lopa ciiabast. MbIIIeYHbIH TOHYC
NOBBILIEH 10 ciacTuyeckomy Tuly. CyXxoxuiibHble peduiekchl okuBiieHbl. Pednexc babuHckoro
IIOJIOKUTENBHBIN C IBYX CTOPOH.
1) [Ipennonaraemsplii AMArHO3:
2) MeTobl TUarHOCTUKU:

Omanon omeema I'mytapoBast anuaypus TvIl I; mpoBeeHne TaHIEMHOM Macc-
CIEKTPOMETPHH C ONIPEAEIECHUEM CIIEKTPa al[MIIKAPHUTUHOB, aMUHOKHUCIIOT, aHAJIN3 MOYHU Ha
oprannueckue kuciaorel, MPT ronoBHoro mosra, nouck myrauuii B rene GCDH

3ananue 60 Manpuuk, 4 rosa, xKajoObl Ha Cy10POKHBIE IPUCTYTIBI, YTPATy ABUTaTEIbHbBIX U
pedeBbIX HABBIKOB. B 2 rosia 6 Mec. MOSBUIMCH MEPBbIE€ PUCTYIIBI B BUJI€ TOHUKO-KJIOHUYECKUX
CYJIOPOT ¥ OTBEJICHUEM TJIa3HBIX SOJIOK BBEPX, JaJiee MPUCTYIIBI 110 THITY OOMSKAaHHSI, HHOTA C
TOHHKO-KIIOHHYECKUMHU cynoporamu. B 3,5 rona peOEHOK cTan yTpaunBaTh paHee
pHOOpETEHHBIC ABUTATEIBHBIC (CAMOCTOSATEIHLHO HE XO/HT, aTAKCHUS TIPU XOAh0€ ¢
MOJIZICPXKKOI ) U peueBble HaBBIKU (TOBOPUT CJIOTH). B HacTosmee BpeMs MPUCTYIBI IO TUITY
MHUOKJIOHUH TOJIOBBI 710 3-4 pa3 B CyTKH Ha (poHe mpuémMa mpoTUBOCYIOPOKHBIX MPETIAPaATOB.
1) Ilpeanonaraemslii TMArHO3:
2) MeToasl TUarHOCTUKU:

Omanon omeema Panuss snunentuyeckas sHuedanonarus; 921 -uccnenoanue, MPT-
WCCJICIOBAHNE, MPOBEJCHUE KIIMHUYECKOTO WU TIOJIHOTO CEKBEHUPOBAHUS IK30Ma METOJIOM
NGS

3ananue 61 Manpuuk 1 jer, xanoOsl Ha Xryuue 00JId B pyKax U IO 3aJHel moBepXxHoCcTH Oenep,
HE KYIUPYIOIIHECS TPUEMOM HECTEPOUIHBIX IPOTUBOBOCIIATUTEIBHBIX IIPENApaTOB,
HapylIeHHUE CTyJa (auapes ), HOBBIIICHHYIO yTOMIISIEMOCTh, CHIDKEHUE cliyXa. OTMedarTces
CYXOCTh KOXHBIX IIOKPOBOB, B 00JIaCTH ITyIIKa — MEJIKUe, 0€300JIe3HCHHBIC, BRICTYIIAIONINE HAJT
MOBEPXHOCTHIO KOXKHU 00pa30BaHUs COCYIUCTOro renesa. [Ipu HeBpoIornyeckomM ocMoTpe
OTIPEJICTISIETCSl CHUYKEHNE YYBCTBUTEILHOCTH B HIDKHUX KOHEUHOCTsX. [Ipu obcnenoBanuu y



OKYJIMCTA - Pe3Kast U3BUTOCTH cocynoB ceryaTtku. Ha MPT rosoBHoro mosra -
MIEPUBEHTPUKYJISIPHBIN o4ar riauo3a B 0eJ0M BellecTBe MpaBoil T00HO 1071 COCYAUCTOTO
reHesa.
1) Ilpennonaraemblii 1UarHo3:
2) MeToabl TUarHOCTUKU:

Omanon omeema boneznp ®abpu, kiiaccuuyeckas popma
bruoxumuueckuit aHaau3 CyTOYHOM MOYH, KOJIMYECTBEHHOE OIpeIesieHIe JTHU30C(HUHTOJINITHI0B
METOJI0M TaHJIEMHOU Macc CIEKTPOMETPHUH, OTNIpeIeTICHEe aKTUBHOCTH alib(pa-ralakTo3u1a3bl
(AT'AJI) B kpoBH, mouck mytanuii B reie GLA

3ananue 62 [Tanmentka 19 net xano6bl Ha pe3Kyro cIaboCcTh, OBICTPYIO YTOMIISIEMOCTb, TPEMOP
KHUCTEHN PYK, )KEATYLIHOCTb CKJIEP, YBEIINYEHHUE KUBOTA U YYBCTBO TSKECTU B IIPAaBOM
nospebepne. 3aboneBanre ManupecTupoBajo B Bozpacte 17 et ¢ TpeMopa pyK, KOTOPHIi
MeJIEHHO IporpeccrupoBail. B 18 jieT BO3HUKIIO YyBCTBO TSKECTU B IPABOM I10/IpeOEphe, )KUBOT
yBenuuuics. [Ipyu mmaHoBoM ocMOTpe o TallbMOJIOra, P UCCIEI0BAHUH C MTOMOIIBIO IIeNEeBOI
JIAMITBI BBISIBJIICHO 3€JICHOBATO-KOPUYHEBAsl TUTMEHTAIU 110 ieprdepun porosuiisl. Crapmii
cubc moru6 B 16 neT oT Huppo3a neyeHH.

1) [Ipeanonaraemelii TUarHo3:
2) MeToabl TUarHOCTUKU:
bone3np Bunscona-KonoBasiosa

Omanon omeema bruoxumuueckuii ananus kposu c onpeaeneHuem yposusa AJIT, ACT,
D, I'TT, bunmupyOuna, uccaea0oBaHNE KOHIICHTPAIMH IIEPYIOIJIa3MHUHA B CBIBOPOTKE KPOBH,
UCCIIEIOBaHUE CYTOYHON IKCKPELMU MeIu ¢ Mo4yoH, Y3 opraHoB OpIOIIHOM MOJIOCTH,
MPT ronoBHOro Mo3ra, IOMCK 4acThIX MyTauuii B rene ATP7B

3amanne 63 Manbuuk 5 €T, )kaao0bl Ha 3a7epP>KKYy MOTOPHOTO U PEYEBOTO Pa3BUTHA,
ACUMMETPHUS JINIIA, BEICTYNAIOIIHNH 7100, IUPOKasi CIIMHKA HOCA, BRIBEPHYTasl HIDKHSIS Ty0a,
KPUITOPXU3M, KOHTPAKTYPhI MeXK(aTaHTOBBIX CYCTaBOB
1) IlpennoniaraeMblii 1MAarHO3:
2) MeTtoapl TMarHOCTUKHU:

Omanon omeema Tpucomust 8 xpomocombl; UccnenoBanue kapuoruna, FISH-ananus ¢
nenTpomepo-crnenupuaasiM JJHK-30H710M Ha IEeHTpOMEPHYIO 001aCTh 8 XpOMOCOMBI Ha
NpsSIMBIX IpenapaTax JUM(GOLUUTOB nepudepruueckoil KpoBU

3ananue 64 Manbuuk 7 J1eT, BO BpeMs AUCIAHCEPHOTo 00Cie10BaHMs, IPU MabIally )KUBOTA
OTMEUYEHO yBEIMYCHHE PA3MEPOB CENIE3CHKH (10 + 5 cM u3-11oj Kkpast pedepHoit 1yru).OTMeuaer
OBICTpOE MOSBICHUE CUHSKOB, YaCThle HOCOBBIE KPOBOTEUEHHUS.
1) Ilpennonaraemslii 1UarHo3:
2) MeToabl TUarHOCTUKU:

Omanon omeema bone3us ['omie, Tun 1; OAK, Pentrenorpadus xocreit ckenera, MPT
Opro1IHoii nmonoctu, OmnpeeeHne akTUBHOCTH JIN30COMHBIX (DEPMEHTOB B MATHAX BBICYIICHHOM
KpOBH, CEKBEHUpOBaHue reHa GBA.

3ananue 65 Manpunk 10 Mec. ¢ CyJTOpOKHBIMH NTapOKCU3MaMHU, BBIPAXKEHHOM 3a1€pKKOM
IICUXOMOTOPHOI'O Pa3BUTHS, MUKPOAHOMAJIUSAMU Pa3BUTHSI B BUJI€ CKOIIEHHOTO YIIJIOLEHHOIO
3aThUIKA C BJIaBJICHUEM I10 LIEHTPY, Cy>KEHUE ueperna B JOOHO-TEMEHHBIX OT/eax, SIUKaHT,
KOPOTKasl 11esl, BIAHYTbIE COCKH, IBYCTOPOHHUI KPUNITOPXU3M. B HEeBposornueckom cratyce
OTMEYaJICsS JUCTOHUYECKUI MBIIIEUHBIH TOHYC C TEHJCHIIMEH K CHUKEHUIO, CYyXOKUIIbHbBIE
pednexcel cpeaneit xxuBoct. Ha MPT BbIsiBIeHa o4aroBasi HaXurupusi, areHe3us MO30JIUCTOrO
Tea, TUIOIUIa3usl YepBs MOIKEUKA

1) [Ipeanonaraemslii 1UarHo3:



2) MeToabl TUarHOCTUKU:
Omanon omeema Jlucconnedanus, 3 TUI; SK30MHOE CEKBEHUPOBAHUE 110 MTAHEIM TEHOB
«HacnencrBeHHbie 3a001¢BaHUs HEPBHOM CUCTEMBI»

3aganue 66 Manbuuk 7-MH JIET, 4acThle MPOCTYIHbIE 3a00JI€BaHus, 3aJI0’)KEHHOCTh HOCA U
3arpynHenue apixanus. C 4 net — yacteie OPBU u 6ponxutsl. [lepenec npaBocTOPOHHIOO
ITHEBMOHMIO B 6 JIET, JIEUEHHE NOJIy4all CTallMoHapHo. [locie BBIMMCKU COXpaHsaeTcs
MPONYKTUBHBIN Kaiielb. [[pIXxaHne ®KeCTKOe, KPYIHOITY3bIpUaThIE BIaXKHBIE XPHIIBI CITPABA.
1. mpennosaraeMblii 1MarHo3
2. METOAblI JTUAI'HOCTHUKH

Omanon omeema MyxoBucuuio3; [loroBas npoba, maHkpeaTHueckas 3acrasa-1 kania,
aHaJ M3 Kajia Ha maHkpearnyeckyro snacrazy, KT OI'K, uccnegoBanme 9acTbix MyTaluii B reHe
CFTR

3aganue 67 Manbuuk 7-MH JIET, 4acThle MPOCTYIHbIE 3a00JI€BaHUs, 3aJI0’)KEHHOCTh HOCA U
3arpynHenue apixanus. C 4 net — yacteie OPBU u 6ponxutsl. [lepenec npaBocTOPOHHIOO
ITHEBMOHMIO B 6 JIET, JIeYeHHEe Nody4all cTauoHapHo. [Tocie BbIMCKH coXpaHseTcs
IPOAYKTUBHBIN Kallelb. J[pIXaHue KecTKoe, KPYIHOIY3bIpUaThle BJIAXKHbIE XPUIIbI CIIPABA.

1) mpenmnosiaraeMblii AMATHO3
2) MeTOJIbl TUArHOCTUKHU

Omanon omeema MyxoBucuno3; [loroBas npoba, maHkpeaTHuecKkas 3acrasa-1 kana,
aHaJi3 Kajia Ha maHkpearndeckyto aactasy, KT OI'K, uccinenoBanue 4acTbIX MyTalui B reHE
CFTR

3aganue 68 Mapunk 2-X JIET jKano0bl Ha 337€pP>KKY MOTOPHOTO, (PU3HUUECKOTO U IICUXOPEYEBOTO
pa3Butus. C 8§ MecsleB MOSBUWINCH MTA30/1bl IOBTOPHOM PBOTHI, CHH)KEHHE AIIETUTA,
3HauUMTENIbHOE CHUKEHUE Beca. B Bo3pacrte 1 roga Becun — 8 kr. C Bo3pacta 1 ron 2 mecsina Ha
(hoHe ocTpoit pecnmpaTOpHON BUPYCHOW MHPEKIIMH MPOU3OMIEN PErpecc B Pa3BUTHH — MAJTbYUK
IepecTaln XOAUTh; OTMEUaIoch yBeanyeHue pasmepos xxuBota. Ha MPT rososaoro mosra
BBISIBJICHA HE PE3KO BBIpXKCHHAS JICHKOTIATHS B OSJIIOM BEIIeCTBE TEMEHHBIX aojei, MPT
CIMHHOTO Mo3ra 6e3 ocobennocreil. Kapuorun: 46,XY — HopManbHbIN My>xckoi. [Ipu
MCCJIEI0BAHUM YPOBHS INIMKO3aMUHOTJINKAaHOB MOYH OTKJIOHEHUI OT HOPMBI HE BBISIBIICHO.
VYpoBens nakrarta A0 u nocie easl B Hopme. B 20 mecsues (1r 8mec) nocne ouepeanoit OPBU
HOSIBWJIMCh U3MEHEHUS B aHAJIM3aX MOUH (TJII0KO3ypHUsl, IPOTEUHYPHS), 00palleHO BHUMaHKE Ha
paxUTUYECKUE U3MEHEHUS CKEJIETa, yTpaTa JBUIaTeIbHbIX HABBIKOB IIporpeccuposaina. [lequatp
HarpaBui pedeHka 1yist 00cneoBaHus K HePpOJIory v TeHETHKY.
D)IlpenBapuTenbHbIi 1UarHO3
2)MeTo/1bl TUarHOCTHKHU

Omanon omeema Cunapom ®ankonu; ¥Y3U opranos OpromHoi nojaocT u nouek, MPT
rOJIOBHOTO Mo3ra, PenTrenorpagus kucreil, OMOXUMHUYECKUE aHAIU3bl KPOBU U MOYH,
KHCJIOTHO-IIIEJIOUHOE COCTOSIHUE, OTATbMOJIOIMYECKOe 00ClIeIOBaHIE C IPUMEHEHUEM
IIEJICBOM JIaMITbl, TOUCK MyTanuii B reHe CTNS

3amanne 69 Kenmmuna, 29 net, )xaio0bl HA YaCTHIA MPOTYKTUBHBIA KaIllleb ¢ THOMHON
MOKPOTOI1, 3aJI0’)KEHHOCTh HOCA U 3aTPyAHEHUE HOCOBOTO JbIXaHus, 1epuuuT Beca. C paHHEro
JIE€TCTBA YacThle OPOHXUTHI, THEBMOHUU. B TeueHne mocnegHUX HECKOJIbKHX JIET OECTIOKOUT
OJIbIIIKA MPH (pusnueckoit Harpyske. CTallMOHapHOE JIEYEHUE C TPOBEACHUEM Kypca
aHTHOaKTepuanbHOM Tepanuu 2-3 pa3a B roa. Ha peHTreHorpaMMe opraHoB IpyAHON KIETKH —
JIBYCTOPOHHSIS ie(hopMaliyst JIETOYHOro pucyHka. . CuMnToM 6apabaHHBIX MAIOYEK «++»,
CUMITOM YacOBBIX CTEKOJI JlpIXxaHHe OcliabJIeHHOE, TPOBOAUTCS HEPAaBHOMEPHOE,
pasHOKaIMOepHbIe XPHUIIBI 10 BCEH MOBEPXHOCTH JIETKHX,



D)IlpenBapuTenbHbli 1UarHo3
2)MeTo/1bl TUarHOCTHKHU

Omanon omeema MykoBucuuo3; [loroBas nmpoda, AHaIN3 Kaja Ha MAHKPEATUYECKYIO
anacrasy-1, uccienoanue yacteix mytaui B rene CFTR, cekBenupoBanue rena CFTR, ananus
oOmupHbIX HapymeHuid cTpykTypsl reHa CFTR metomom MLPA

3ananue 70 MyxuunHa 32 5et xano0bl Ha TPEMOP KUCTEH PYK, TOJIOBBI, IEPUOIUIECKYIO
OeccoHHMILY, TOJIOBHBIE O0mH, Poduun. 3aboneBanne ManudecTupoBao B Bo3pacte 15 et ¢
JpOKaHUs PYK IPU BOJHEHUH, B MOCJIEAHHUE 3 TOJa COCTOSIHUE YXYIIIMIOCH, TPEMOP PYK
YCUJTHIICS, TIOSIBHJIMCH TTAHWYECKHUE aTaku, (oOuu, 0eCCOHHUIIA, TPEMOP TOJIOBBI, TOBBIIICHHBIN
ypOBEHb OMIUPYOHHA, yBEIUYEHUE TIEYEHU
1) [IpenBapuTenbHbIi 1UarHo3
2)MeTtoabl TMarHOCTUKU

Omanon omeema boneznb Bunscona-Konopanosa; buoxuMmudeckuit aHanus KpoBH C
onpexaenenuem yposust AJIT, ACT, II®, I'TT, bunupyouna, uccieqoBaHne KOHIEHTPALUN
[epyJI0TUIa3MUHA B CHIBOPOTKE KPOBH, OMPEICIICHUE CYTOUYHOM IKCKpEeMH MeIu ¢ Movou, Y31
opranoB OpromiHo# nmonocty, MPT ronoBHOTO M0O3ra, OCMOTp B IIENEBOI JTamIie
odTanbpMoIIOoroM, nouck mytauuii B rerke ATP7B

3ananue 71 JleBouka, 5 CyTOK >KM3HH, *Kal00bl HA YKOPOUEHHE UIMHBI KOHEYHOCTEH.
OOBEKTUBHBIHN CTAaTYC: AUCHPONOPLHUOHATIBLHOE TEIOCI0KEHUE 3a CUET YKOPOUCHHUS
IPOKCUMaJIbHBIX CETMEHTOB KOHEYHOCTEH, Makpouedanus, 3arnapiias IepeHOCHIa, TUITOILIa3Us
CpeIHel TPeThH JIHLA, IIUPOKUE U KOPOTKHE KUCTH, U30AaKTUIN, OpaxuaakTuiaus, 1uddysHas
MBIILIEYHASI TUTIOTOHMS.
1) IlpenBapurenbHblil AMATHO3
2) Meroapl IMAarHOCTUKH
3) Axonapormuiazus

Omanon omeema PeHTreHonorndeckoe nccienoanue ckenera, JJHK nunarnocruka:
cexBeHnpoBanue 1o Cenrepy resa FGFR 3

3ananue 72 [TanmenTtka 24 roja, xanoObl Ha 60JIM B MOSACHUIIE, KPYITHOE MATKOTKaHHOE
oOpasoBaHue Ha Oenpe, MATHA 1BeTa «kode ¢ Mojokom». B 20 et oaHO U3 00pa3oBaHU CITUHBI
JIOCTHUIJIO KPYITHBIX Pa3MEPOB, B CBSI3U C YEM BBINIOJIHEHO XUpyprudeckoe jeueHue. I'mcronorus
— MHKAICYJUPOBaHHAs BEPETECHOKIETOUHAsA Me3eHXxuManbHas ormyxoib.Ha MPT nosicanuno-
KPECTIIOBOTO OT/IENIa: MHOXKECTBEHHBIE MapaBepTeOpaibHble 00pa3oBaHus,
pacmpocTpaHsonmecs ot (opaMHHAIBHBIX KaHAJIOB, TPABOCTOPOHHEE 00bEMHOE 00pa3oBaHue,
pacmpocTpaHsIoieecs B MOSCHUYHON MBIIIIE 10 BOPOT MPaBOK MOYKU. MaTepu pobana, 1968
T.p. MHO>KECTBEHHBIE 00pa30BaHUs MATKUX TKaHEH, MHOKECTBEHHBIE TISITHA I[BETa «KO(de C
MosiokoM». J{a1s mpobaHia Mo MaTepUHCKON JTMHUK yMep B 39 JIeT OT paka mpsMOil KUIIKH. Y
JeAyLIKY Mpo0OaH/a 1o JIMHUK MaTepy IposiBICHUS Helipopudpomarosa.
1) IlpenBapuTenbHBIN AUATHO3
2) MeToapl TMarHOCTUKH
Omanon omeema Helipogubpomaro3 1 Tuna; BeICOKOMPOU3BOUTENBHOE MApAIIEIbHOE
cexkBenupoBanue renoB NF1, NF2

3anmanue 73 PebeHok 3 MecsIeB MOCTYITIII IO CKOPOI TTOMOIIH U3 JIOMa, KaJI00bl Ha BSUIOCTH,
COHJIUBOCTb, OTKA3 OT €/Ibl, OOJBIINX PA3MEPOB KUBOT, YBEIMUEHHUE MTEYEHU 10 +4 CM U3-TI0]
Kpasi peOepHO# IyTH, celle3eHKa +2 ¢M u3-1oJ1 Kpas pedepHoit nyru. [locie poxxaeHus
OTMEYaJCs SMU30/ TUHorIUKeMun 10 1 MMomb/n. Beimucan nomoit Ha 6 cyTku. HaGmronamncs
HeANaTPOM B CBA3M C IJI0XO0W IprbaBkoii Beca. B Teuenue nociennux 2 nHen peOeHOK
MOCTETIEHHO CTaJ BsUIBIM, OTMeuajach OAHOKpaTHas pBoTa. B ieHp mocTymiieHus Mmama He
cMoria pa30yauTh pedeHKa Ut OuepeHOro KopmieHusi. PeGeHOK 0T 2 HEOCI0KHEHHOU



6epemenHocTu. [lepBblii peOCHOK B ceMbe YMEP B BO3PACTE 5 MECALEB OT KPUIITOTCHHOTO
renaTurTa ¥ MOJIMOPraHHON HEJOCTaTOYHOCTH.
1) IlpenBapurenbHbIil AMATHO3

2) Meroapl AMAaTHOCTUKH

Omanon omeema I'nmukoreno3 1 tuna; buoxumMmudeckuit aHaan3 KpOBU € ONPEIETICHUEM
YPOBHSI TPUTITHIICPUIOB, MoueBOi KUCIOTHI, AJIT, ACT, Ti1r0K0361, ONIpeieIeHre KUCIOTHO-
HIEJIOYHOTO COCTOSIHUS KPOBU U JIaKTaTa, HA3HAUYUTh MOJIEKYJISIPHO-T€HETHUECKOE
ucccienopanne reqa/renoB GOPC, SLC37A44

3amanne 74 JleBouka 13 ner, cymoporu, rpyboe oTcTaBaHuE B Pa3BUTHH, BPOXKICHHBIC TTOPOKH
pa3BuTHs (IOPOK Cep/lia, NOIUIAKTHIINS ), HEOOBIYHBIC JTUIIEBbIE OCOOCHHOCTH: MUKpOLe(aus
(OI' 47 cm), 607b11I0H, CKOLIEHHBIH J100, NTyOOKO MOCaXKEHHbIE TJ1a3a, KPYIHBIN HOC,
CTJIaKEeHHBIN (PUIBTP, OTTONBIPEHHAS HWXKHSIS ry0a, 1e()OpMUPOBaHHBIE HU3KO MTOCAKEHHBIE
yILIHbIE PAaKOBUHBI, EAMHCTBEHHAs Ja/I0HHAas! CKJIa[Ka, IOCTaKCUaIbHasl MOJIUIAKTUINS Ha

[IPaBOM KUCTHU.

1) IlpenBaputenbHbIi JUarHo3

2) MeToabl TUarHOCTUKHU

Omanon omeema Cunnpom llatay; MccnenoBanue kapuotuna, FISH- ananus ¢ nokyc-
cneun¢uunsiM JJHK-30010M Ha 06nacts 13q14 Ha npsmbIx npenaparax TMMGOUKUTOB NepUpepruIeCcKOn

KpOBU

3amanue 75 JleBouka, 7 JIeT, OTCTaBaHUE B POCTE HAOIIOIAIOCH C POXKIAEHUSA. MOTOpHOE 1
MICUXOPEYEBOE PA3BUTHE B Mpeaeiiax HOPMBI. [Ipu poxkieHrnn oTMevancst OTEK KUCTEN 1
MbIIIeYHast TUIOTOHHS. OOBEKTUBHBIN cTaTyc: pocT 102 ¢M ,cOOTBETCTBYET Bo3pacty 4,5 roja;
BeC — 17 Kr, OTMEUaeTCss MUKPOTHATHS, KOPOTKAas IIes, HU3Kasl JIMHUSI pOCTa BOJIOC Ha 3aThUIKE,
HIMPOKAs TPyIHAs KJIEeTKa, X-00pa3HOe UCKPUBIEHUE TOJICHEH.
1. IlpenBapuTenbHbI JUarHo3

2. MeToabl TMarHOCTUKHA

Omanon omeema Cunnpom lllepemeBckoro-Tepuepa; Uccnenopanue kapuoruna, FISH-
ananu3 ¢ JIHK-3ou10M Ha xpoMmocomy X (SE X (DXZ1)) u ananu3 untepdasHbIx saep Ha
XPOMOCOMHBIX TIpenaparax u3 KyJIbTypbl TUMGOIHUTOB NiepudepruaecKoil KpOBU

KPUTEPUMU oneHuBaHusl KOMIETEHIINI U MIKAJIbI OLIEHKH

Ouenka Ouenka Ouenka Ouenka
«HEY/10BJICTBOPHUTEIbHO» | «KYAOBJECTBOPUTEIBHO» | «XOPOLIO» «OTJIMYHO»
(He 3a4TeHO) WIN (3a4uTeHO0) NI (3auTeHo) (3auTeHO) WIN
OTCYTCTBHE YAOBJIETBOPUTEIbHBIN | HJIH BbICOKHI1
chopMHpPOBaAHHOCTH (moporosBnblii) J0CTATOYHBIN YPOBEHb
KOMIIeTEHIIUH YPOBEHb OCBOCHMS YPOBEHb OCBOCHUA
KOMIIETeHIIH U OCBOEHUS KOMIIeTEeHI[UN
KOMIIEeTEHIIUH
HecniocobnocTth Oobyuarommuiicst OOyuatommuiics Ob6yuaromuiics
oOyyaromerocs JEMOHCTPUPYET JEMOHCTPUPYET JEMOHCTPUPYET
CaMOCTOSITEIIEHO CaMOCTOSITEIEHOCTh B CaMOCTOSITEIEHOE | CIIOCOOHOCTB K
MPOJAEMOHCTPUPOBATH MIPUMEHEHUU 3HAHWUH, IIPUMEHEHUE MOJIHOM
3HaHHWA IIPpU pCHICHUN YMCHI/Iﬁ 1 HAaBBIKOB K 3HaHHI>i, yMeHI/Iﬁ nu CaMOCTOATCIBbHOCTHU
3alaHul, OTCYTCTBUE pelIeHuI0 y4eOHbIX HAaBBIKOB IIPU B BEIOOpE criocoba
CaMOCTOATEIBHOCTH B 3a/1aHA{ B ITOJIHOM peuIeHUN 3aaHuil, | pelIeHus
NPUMCHCHHUHA yMCHI/II\/'I. COOTBCTCTBUU C AHAJIOTMYHbIX HCCTaHAAPTHBLIX




OTCyTCTBUE MOATBEPKICHUS
HAJTNYUS
c(hopMHPOBaHHOCTH
KOMIICTCHIIN U
CBUJICTEILCTBYET 00
OTPHIIATENHHBIX Pe3ylbTaTax

00pasIoM, JaHHBIM
HperoiaBaTesieM, 1o
3aaHusIM, pelIeHHe
KOTOPBIX OBLIO MOKa3aHO
nperoiaBaresieM, ClaeyeT
CUHUTATh, YTO

oOpasiam, 4to
MOTBEPXKIACT
ENLIE
chopMUpOBaHHON
KOMIICTEHIINN Ha
OoJiee BEICOKOM

3aIaHUH B paMKax
JUCLMIIINHEI C
HCIOJIb30BaHUEM
3HaHUM, yMEHUN U
HAaBBIKOB,
MIOJTy4YEHHBIX KaK B

OCBOEHUS y4eOHOM KOMITETEHIIHS ypoBHe. Hanuune | xoze ocBoeHus
JTUCHIUTUTNHBL chopMHpoBaHa Ha TaKou JaHHOU
YIAOBJIETBOPUTEITHHOM KOMIETEeHIIUN Ha | TUCIUILINHBI, TaK H
YpOBHE. JIOCTATOYHOM CMEKHBIX
YpOBHE JHACIUILINH,
CBUIIETENLCTBYET | CIEIyeT CUUTATh
00 ycTounBO KOMIIETSHIIAIO
3aKpETIICHHOM cOpMUPOBAHHOM
MIPaKTUIECKOM Ha BBICOKOM
HaBbIKE YpOBHE.
Kpumepuu oyenusanusa mecmoeozo KOHmpona:
NPOLIEHT MTPABUIILHBIX OTBETOB OTmeTkH
91-100 OTJIMYHO
81-90 XOPOIIIO
70-80 YIOBJIETBOPHUTEIHHO
Memnee 70 HEYIOBJICTBOPUTEIHHO

[Tpu oreHMBaHUY 3aJaHHI ¢ BBIOOPOM HECKOJBKHX MPABHILHBIX OTBETOB JOIYCKACTCS OHA
omunoKa.

Kpumepuu oyenueanusa coveceoosanus:

Jeckpunropnbi
yMeHHe 00bSICHATH JIOTHYHOCTb H
OTMeTKa (mpeacTaB/IsATh) MOCJIe10BATEJIBLHOCT
NPOYHOCTH 3HAHUH CYLIHOCTH SIBJICHUIA, b OTBETA
NPOLECCOB, 1e/1aTh
BbIBO/IbI
OTIIMYHO MIPOYHOCTh 3HAHUH, BBICOKOE YMEHHE BBICOKAsI JIOTMYHOCTH
3HaHUE OCHOBHBIX OOBSICHATH CYIIHOCTh, | U
MPOLIECCOB U3yYaeMOU SIBJIEHUM, IIPOLIECCOB, MOCJIEA0BATEIILHOCTD
MPEAMETHOM 00IacTH, COOBITHH, enaTh OTBETa
OTBET OTIUYACTCS BBIBOJIBI M 0000IIICHUS,
IyOUHOM ¥ MOJTHOTON JlaBaTh
PACKpBITHUS TEMBI; apryMEHTUPOBaHHbBIC
BJIQJICHUEM OTBETHI, IPUBOJAUTH
TEPMHHOJIOTMYECKUM MIPUMEPBI
armapaToMm; JIOTHYHOCTBIO
U TI0CJIE0BATEIbHOCTHIO
OTBETA
XOpOo1LIO MIPOYHbBIE 3HAHUS yMEHHE OOBSICHATh JIOTUYHOCTH U
OCHOBHBIX ITPOLIECCOB CYIIHOCTb, SIBJICHUH, MIOCJIEI0BATEIbHOCTh
M3y4aeMOM IIPEIMETHOU MPOIIECCOB, COOBITHUA, OTBETA
o0jacTu, OTIYaeTcs JIeJ1aTh BBIBOJIBI




rJTyOMHOMN M MOJIHOTOM
PaCKpBITHS TEMBI,
BJIaJICHHE
TEPMHHOJIOTHYECKUM
anmapaTrom; cBOOOIHOE
BIIaJICHUE
MOHOJIOTHYECKON PEYBIO,
OJTHAKO JIOITyCKaeTCs OHA
- IB€ HETOYHOCTH B OTBETE

0000111eHHS, TaBaTh
apryMEHTHPOBaHHBIE
OTBCTHI, HpI/IBO,[[I/ITB
MIPUMEPBI; OHAKO
JIOMyCKAeTCs OJIHA - IBE
HETOYHOCTH B OTBETE

YIOBJIETBOPUTE | YJIOBJIETBOPUTEIbHBIC YAOBJIETBOPUTEIILHOE y/I0BJIETBOPUTEIIbHAS
JIBHO 3HaHUS IPOLIECCOB YMEHUE J1aBaTh JIOTUYHOCTH U
M3y4aeMoi mpeaMeTHON apryMEeHTHPOBAaHHbIE MoCce0BaTeIbHOCTh
o0yacTu, OTBET, OTBETHI U IPUBOJIUTH OTBeETa
OTJIMYAIOIIUICS MIPUMEDBI;
HEJI0CTaTOYHOU TTIyOMHOH | yJIOBJIETBOPUTEIHHO
Y TIOJTHOTOM pacKpBITUS chopMUPOBaHHbIE
TEMBbI; 3HAHHEM OCHOBHBIX | HABBIKM aHAJIN3a
BOIPOCOB TEOPHUHU. SIBJIGHUH, TPOLIECCOB.
JlonmyckaeTcsi HECKOIBKO Jonyckaercs
oImMOO0K B COACP)KaHUN HECKOJILKO OIINOOK B
OTBETa COJIepKaHUU OTBETA
HEYJIOBJIETBOPH | ciiaboe 3HaHME U3y4aeMOll | HEeyMEHUE JaBaTh OTCYTCTBHUE
TEJIbHO MpeIMETHOM 00JIacTH, apryMEHTHUPOBaHHbBIC JIOTUYHOCTH U
HEerny0oKoe pacKpbITUE OTBETHI MOCIIE0BATEIbHOCTH
TEMBbI; cJ1adoe 3HAHHE OTBETa
OCHOBHBIX BOIIPOCOB
TEOpUH, CIIa0ble HABBIKU
aHan3a SBJICHUH,
npoueccos. JlomyckarTcs
CephE3HbBIE OMMUOKH B
COJIEpKaHUU OTBETA
Kpumepuu oyenueanua cumyayuonnvix 3aoau:
Jeckpunropsl
OTMeTKa HOHAMAHE aHau3 HABBIKHU npodgeccuoHaIbHOE
CUTYalUH peneHust MBbIIILIEHHE
npoodJieMbl
CUTYAlUH
OTJIUYHO MOJTHOE BBICOKASI BBICOKAs BBICOKHI YPOBEHb
MOHUMaHUE CITIOCOOHOCTh CIIOCOOHOCTH PO EeCCUOHAIBHOTO
mpobsieMbl. Bce  [aHanu3upoBaTh BHIOpATh METOA  [MBIILICHUS
TpeOoBaHUS, CUTYaIIO, pEIICHUS
MpeIbsBIsEMbIe  |[1e1aTh BHIBOJBI [[TPOOJIEMBI,
K 3a/1aHUIO, YBEPEHHBIC
BBHITIOJTHEHBI HABBIKU PELICHUS
CUTYaIluu
XOpOLIO [TOJIHOE CIIOCOOHOCTh CIIOCOOHOCTH TOCTAaTOYHBIN
MOHUMaHUE AQHAJTM3UPOBATH [BHIOPATh METOJI  [YPOBEHB
npobsembl. Bece  |cutyanmio, pelIeHus mpodeccnoHaIbHOTO




TpeOoBaHUS, NeNaTh BHIBOJBI  [MPOOIEMBI MBILILICHHSL.
MpeIbBIISIEMbIE yBEpEHHbBIE Jlonmyckaercst oiHa-
K 3a/IaHUIO, HABBIKM PEIICHUS |[1BE HETOYHOCTHU B
BBITIOJIHEHBI CUTYaIlHU OTBETE
YAOBIECTBOPHUTE MACTUIHOE yYIOBJICTBOPHUTE |yIOBJICTBOPHUTEIH [TOCTATOYHBIM
JTBHO MOHUMaHHE TbHAsT HbIC HABBIKU YPOBEHB
POOJIEMBI. CIIOCOOHOCTh  [peIICHUS mpodeccnoHaIbHOTO
BoJIbIIIMHCTBO AHATM3UPOBATh |[CUTYAIHH, MBIILICHUS.
TpeOoBaHUA, CUTYaIIHIO, CJIO)KHOCTH C Jlommyckaetcs 6oiiee
MPEIbSIBISEMBIX  [1e7aTh BBHIBOABI [BEIOOPOM METOJA |[IBYX HETOYHOCTEH B
K 3aJaHUIO, pelleHus 3aja4l  |0TBETE JIN0O omudKa
BBITIOJTHEHBI B
MOCIIE0BATETHLHOCTH
penieHus
HEYJIOBJIETBOPHU HETIOHUMAaHUE HU3Kas HEJOCTATOYHBIE  |OTCYTCTBYET
TEJIBHO MPOOIEMBI. CIIOCOOHOCTh  |[HABBIKH PEIICHHS
MHuorue AHATM3UPOBATh CUTYaIlUU
TpeOoBaHus, CUTYaIHIO
MpeIbIBISEMbIC
K 33/IaHUI0, HE
BBITIOJTHEHBI. Het
oTBeTa. He ObL10
[OTIBITKH PEIIUTh
Bajgady




