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Mykononucaxapugos | Tuna (MMNC I) — HacneacTBeHHaa M30COMHasA
6onesHb HakonneHusa, obycnosneHHaa aeduumTom depmeHTa anbda-L-
MAYPOHMAA3bl U MpOoTeKaLWaa ¢ Pa3IMUHbIMUA KINHUYECKUMIN NPosBIe-
HUAMU: 3afeP>KKO POCTa, YMCTBEHHOW OTCTaNOCTbIO, MOPaX)eHNem HepB-
HOW CUCTEMbI, CEPAEYHO-TIErOYHbIMI HapyLIeHMAMN, renaTocnieHomera-
Nen, MHOXeCTBEHHbIMM AM30CTO3aMW, MOMYTHEHEM POrosuLbl. Boiwe-
nepeyncrieHHble NPU3HaKky NPUBOAAT K UHBANMAM3aUNN, @ NPU TAXKEIOM
TeyeHUn 6onesHn — K neTanbHomy mncxogy [1].

CornacHo MKB10, 3aboneBaHue oTHocuTCA K Knaccy |V, 6onesHaAm 3H-
LOKPUHHOWM CUCTEMbI, PaCCTPOWCTBY NUTAHUA U HapyLLeHno obmeHa Be-
wects, E76.0 — Mykononucaxapugos | Tuna.

NMUAEMMonormna

Mykononncaxapuzo3bl ABNATCA peakummn 3abonesaHuamu. CoBo-
KyMHasA pacnpoCcTpaHeHHOCTb MyKOMoMcaxapmnao3os (7 TUMOB) COCTaB-
naet 1:23,000 [2], a pacnpocTpaHeHHocTb MIC | Tuna — 1:100,000 [3].
Hanbonblwas 3a6onesaemoctb MINC | HabnogaeTca B NonynAunm npnaHa-
CKMX «nyTelecTBeHHNKOBY (1 Ha 371 HOBOPOXKAEHHbIX), B KOTOPOW YacTo-
Ta HocuTenbcTBa coctaBnaeT ~ 1:10 [3-5]. MupoBas pacnpocTpaHeHHOCTb
no NpuMbNMn3nTENbHbBIM OLIEHKaM cocTaBnsAeT 1 cniyyart Ha 100,000 HoBopo-
»KOEeHHbIX [3-5].

AyTtocomHo-peLieccuBHbII TUN HacnegoBanua MIC
JedekTHblii reH IDUA

el sl & )
| I ] HopMmarnbHbiii reu
3m0poBbIil PebeHok- Pe6eHok
pebeHok HocuTeNb cMncl
(25%) (50%) (25%)

Yto6bl 3a60neBaHue npoAasunocb, 06a POAUTENA AOKHDI ObITb HOCUTENAMM ,[l,e(l)EKTHOFO reéHa

PucyHok 1. Hacnegoanue MINC [3-5].



3TUONOIrnA U NATOTEHE3

MIMC | — 370 reHeTnYecKkoe 3aboneBaHMe C ayTOCOMHO-PELIECCUBHBIM
TMNom HacnegoBaHuA (puc. 1). NprunHon Bo3HnKkHoBeHUA MIIC | Tuna AB-
nAeTca myTauuma B reHe IDUA, KogupytoLLem TM30COMHbIV GepMeHT anbda-L-
naypoHugasy. leH IDUA nokanvsoBaH B XpOMOCOMHoW obnactn 4p16.3.

3-3a CHMXKEHWA aKTUBHOCTM GepMeHTa MPOUCXOANUT HAKOMNIeHWE Mn-
Ko3amunHornukaHoB (FAlN) — renapaHcynbdata 1 gepmaTtaHcynbdaTa, uto
NPUBOANT K GOPMUPOBAHMIO Pa3NNYHbIX GeHOTUMNOB 6oNe3HM.

FAl ABNAOTCA BaXKHbIM CTPYKTYPHbIM KOMMOHEHTOM BHEKJIETOYHOIO
MaTpMKCa COeAUHUTENIbHON TKaHU 1 CUHOBMANIbHOWN »KUAKOCTA, @ TaKXe
KOMIMOHEHTOM KNeToYHblX MmeMbpaH. Al BoBneuyeHbl B NpoLecchl aese-
HUA, AubdepeHLNPOBKN U KKOMMYHUKaLMy» KNETOK [5].

MepBuuHble 3ddekTbl HakonneHua Ml obycnoBnuealoT yBennueHne
pa3MepoB HEKOTOPbIX OPraHOB, HanpumMmep nevyeHn u ceneseHku. Ml mo-
ryT OenOoHMPOBaTbCA B MATKUX TKaHAX, HaNnpumep, AbIXaTefbHbIX NyTen.
BropunuHble apdekTbl HakonneHna Al onpenenaoT HapyLeHNe KeTou-
HOro B3aUMOAENCTBUSA, BbI3blBasA pa3BuUTMe BocnaneHns n pubposa [6, 7.

KJNACCUOUKALMA MACI TUNA
B 3aBMCMMOCTM OT TAKECTU KAMHUYECKMX MPOABAEHUIN BbIgenaoT 3
¢dopmbl (cybTrna) MIMC |. Hanbonee Tsxkenbim siBnseTcs cuHgpom lNypnep,
NPOMeXyTOUHOe NoJsiIoXKeHne 3aHnmaeT cnHgpom lNypnep-LUeiie, a Hanme-
Hee TaXenbiM ABnAeTcA cuHagpom Lerie (tabn. 1).

Ta6nuua 1. Knaccudukauua MNCI mna

MMCIH [ypnep 607014

|| MACIH/S | ypnep-Leiie | /DUA Aegnur 163 607015
anbga-L-uaypornaassl

Mncis Werie 607016

MpubnusntenbHo 50-80% nauneHTOB UMeloT Taxenyto dopmy 3abo-
nesaHua. MIC IH/S (cungpom lypnep-Lene) BcTpeuaeTca ¢ nonynaum-
OHHoM yacTtoTtom 1 : 100 000 — 1 : 500 000 HoBOpOXAEHHbIX, a MIIC IS
(cmHagpom LWewne) — 1 : 500 000 HoBOpOXKAEHHDIX [8,9].

Bug pebeHka ¢ cuHgpomom yprep HacToNbKO CBOeobpaseH, YTo 3a-
CTaBnAeT 06paTUTLCA 3a KOHCY bTaUMen reHeTUKa 0ObIUHO YXKe B TeueHne



nepsoro roaa xmnsHu. KnnHnuveckue npossneHua MIC IH/S (npomexyTou-
Hasa dopma, cuHgpom lNypnep-Leine) n MIC IS (nerkasa dopma, cMHapom
Wee) dopmumpytoTca nosgHee 1 oYeBUAHbIMU CTAHOBATCA OObIYHO K ne-
pvogy NosioBoro co3peBaHua (puc. 2), uTo onpegensaeT TPYAHOCTU PaH-
Hel AMarHOCTUKMN.

e Deepllcie ueie

Taxenaa popma Msrkue (cTepTbie) popmbi
CpepHuit Bo3pact <1roga 4ropa 9net
BbiiBNIeHUsA (0,2-7,0 ner) (0,2-36 net) (254 ner)
KoutpakTypbi B 71% cnyuaes B 57% cnyyaes B 69% cny4aeB
CycTaBoB
Okupaemas (pepHasn: 7,3 net B3pocnbiit
NpOAOMKNUTENbHOCTD Okono 20 net
KU3HM (0,8—12,5 ner) BO3pacT

Pucynok 2. Gopmbl MINC I Tuna [6].

KIVNHUYECKUE NPOABNEHUA MNC I TUMA

KnuHunyeckue npossnexHma MIMC | Tvna MHOroo6pasHbl, y NaluMeHTOB
BbIABMAIOTCA U3MEHEHWNA CO CTOPOHbI OPraHOB Pa3fINYHbIX CUCTEM Opra-
Hu3Ma (Tabn. 2).

Ta6nuua 2. Knunnyeckue npoasnenua MINCIH/S (cunapom Typnep-Lileite)
n MNCIS (cungpom Leiie) [10].

BHeLuHuit
BUA

(kaouedanua, makpouedanus, 3anas-
was nepeHocuua. Myxnbie rybol, mu-
KpOrHaTUA. YMepeHHbIl runepTpuxo3.
YToNLLeHMe KOXHbIX TOKPOBOB.

[MnepcTeHnYeckoro TeNoCnoXeHna ¢
CUNbHO Pa3BuUTOI MyCKynaTypoii. Yep-
Tbl 1AL rpy6ble, XapaKTepeH LUNPOKKiA
poT € Myx/biMy rybami, Makpornoccua
W TUNepnnasna AeceH, HUXKHAA NPOrHa-
TvA. KopoTkas LweA.

Bo3moxxHO NoBbILLIEHHOE 0BOMOCEHME.




Poct

Ha NepBoMm roay XusHu poct B npege-
JlaX HOPMbI, 3aTeéM TEMIbI POCTa CHIAXa-
10TCA, OﬁyCHOBHMBaﬂ HI3KOPOCNOCTb.
Tenocnoxenune ancnponopLnoHabHoe.

He6onbLuas 3azepka pocTa.

KoctHas
cuctema

MHOXeCTBEHHbIil AN30CT03.
(kadouedanua, makpouedanna.

boukoobpa3Haa rpyaHas Knetka, kuo
CKONNO3, rMNEpPNOPAO3.

BanbrycHble fedopmavum ronetei.

Jucnnasua weiiku 6eapa.

MHOXeCTBeHHbIi AM30CT03: Aucrnasua
NMLEBOTO yepena; MMockaa NepeHo-
AL, WIMPOKO PacCTaBEHHble [Ma3a,
TUNONNa3npPOBaHHAA HUXKHSS YeNHCTb,
KOpoTKas Lues.

(ycTaBbl

OrpaHmueHMe [ABUXEHNA B CYyCTaBaX,
crnbatenbHble KOHTPAKTYpPbl N Tyronoa-
BUXKHOCTb KOHEYHOCTEiA.

OrpaHuyeHne [BWKEHMIl B CyCTaBax
BEPXHUX KOHEUHOCTed, TYronoABuM-
HOCTb, IPOrpeccupytoLLye KOHTPAKTYpb
CYCTaBOB KMCTel.

(C BO3pacToM MpucoenuHAeTca 6ones-
HEHHOCTb B CyCTaBaX pyK v cTon, ¢ hop-
MMPOBAHUEM <KOTTUCTOIA Mambl» W Mo-
N0ii CTOMbI, BanbrycHas Aeopmauna
KOMEHHbIX CYCTaBOB.

Opran
3peHus

[TomyTHEHNe poroBuLb.

CHuKeHVe 0CTPOTbI 3peHua.

Pa3BuTue atpodum 3putenbHoro Hepaa.
[naykoma.

PetuHonatua.

PaHHee HepaBHOMEpHOE NOMYTHeHMe po-
FOBMLLbI.

[naykoma (06b1uHo nocne 30 fer).
[UrmeHTHaA ANCTPOOUA CETUATKN.

Peko — oTeK AMCKa 3pUTENbHOIO
Hepaa.

LHC

3anep>|<Ka TEMMOB NCMXOpeY€eBOro pas-
BUTKA, NO3XKe — I'H)/60KaFI JeMeHLuA.

KpaHuoBepTebpanbHblil CTEHO3 1 Mue-
nonaTiA BCeACTBIeE runoniasim 3y6o-
BUAHOrO 0TpoCTKa (2 N03BOHKA, aTnaH-
TOAKCUaNbHOI HeCTabuNbHOCTIA.

nCVIXOMOTopHOE Pa3BuTIE 3aMeJIEHHOE.

KpauoBeptebpanbHbiii CTeHO3.




Otnoxenna AT B TBepfoii MO3roBoli
0607104Ke 1 3afHeli NPOAONbHOI CBA3-
Ke, UT0 B Ja/IbHeiLLeM NPUBOANT K KOM-
MPECCUOHHOI MIeNoNaTUI € Pa3BUTUEM
0OynbOapHbIX HapyLLEHWIA, LeHTpanbHOI
[bIXaTeNbHOI HeZL0CTaTOYHOCTH.

(UmMNTOMbI MOTYT BKNIOYaTb HapyLue-
HUe MOXOAKM, MbILIEYHyl C1aboCTb,
HeyKJIOXeCTb MU COXpaHHbIX MOTOp-
HbIX HaBbIKaX 1 AUCOYHKLMIO MOYEBOrO
ny3bIps.

CoobLatoLLianca ruapouedanus.

YacTble pecnivpatopHble 3aboneBaHus
(PUHUTBI, OTUTI).

Yactble PUHUTBI, OTUTDI.

Bo3moxHo passutune 06(prKTVIBHbIX

Opratibi [uneptpodua HeOHbIX MAHAANNH. 3a00/1eBaHMil AbIXaTeNbHbIX NyTeli.
AblXaHnA Bo3moxHo pa3BuTie 06CTpYKUMN Abl- | CMHAPOM 00CTPYKTUBHOO aNHO3 CHa.
XaTeNbHbIX MyTeid, CTeHO3a ropTaHy,
CMHAPOM 06CTPYKTUBHOTO aMHO3 CHa.
XapakTepHbl HegoCTaToYHOCTb W/Wnu | XapakTepHbl Hef0CTaTOuHOCTb W/un
(TeHO03 KManaHoB epAua (MUTPasnbHO- | CTEHO3 KNMamaHoB cepaua (MUTpanbHo-
r0, a0PTANbHOTO, TPMKYCMMAANLHOO U |0, A0PTaNbHOr0, TPUKYCMUAANBHOTO U
KnanaHa JIerouHoii aptepun). KnanaHa JIerouHoii aptepun).
(epaeuHo-
cocyaucta | Bo3MOXHbI HapyLLeHna putma 1 npoBo-
mcTema ANMOCTH.
Penko kapanomuonatms.
Bo3MoXHo apTepuanbHas runepreHsuns.
KenyaouHo- [enatomeranua, cnneHomeranua. Heuacto renatocnneHomeranus.
KuniieyHas B paHHem Bo3pacTe Bo3mM0XKHa Anapes.
mcTema
[1ax0BO-MOLLIOHOUHbIE 1 NYNoYHbIe rpbl- | [1aX0BO-MOLLOHOUHbIE U MYMOUHbIE IPbl-
pbiXi XN, X,




YacToTta nposasneHun MIC | Tuna cywecTBeHHO pasnuyaeTca y na-
LMEeHTOB C pa3fiMyHbiMM dopmMamn 3aboneBaHnA, NPy 3TOM CyCTaBHOM
CUHAPOM ABNAETCA OQHVM U3 KItoUeBbIX NpoABieHni Marknx ¢opm MIMC
[ Tvna.

YacToTa 1 BO3pacT NOABAEHNA PA3INYHBIX KITMHNYECKUX NPOABEHUN
y 60nbHbIX € pa3nnyuHbiMn dopmamm MIIC | TMNa cywecTBeHHO Bapbupy-
toT. Huke npusepeHbl 0606LeHHbIe MeXAYyHapOAHble AaHHble, KOTopble
CBUAETENbCTBYIOT O TOM, UTO «MArKMe» GOopMbl acCoLMMPOBaHbl C Hanbo-
nee BbICOKOW YaCTOTOW NopakeHUs cycTaBoB (Tabn. 3).

Ta6nuua 3. PacnpocTpaHeHHOCTb 1 BO3PACT NOABNEHNA OCHOBHbIX CUMNTOMOB
y nauuenTos ¢ MIC I Tuna no saHHbIM MexayHapogHoro Peructpa MIC1 tuna [11].

Typnep |[lypnep-lleite | lleite
Yucno nauyuentoB (%) / MeauaHna (ner)

Kudos/rnbyc 70/1,0 34/4,6 21/79
TyronofBUKHOCTb CYCTaBOB, KOHTPAKTYPbI 38/1,6 57/4,2 69/7,6
[pblXy NynoyHaA 1 naxoBble, peumausupytowme | 59/0,8 60/3,2 54/4,6
[enatomeranus 70/1,1 67/4,4 48/9,4
(nneHomeranusa 51,2 47/4,6 28/11,0
MopaeHue KnanaHoB cepaua 49/1,3 59/5,7 68/11,7
KorHuTUBHbIe HapyLeHua 46/1,2 31/3,8 9/9,2
[omyTHeH1e porouLbl 7111 68/4,4 70/10,5
KapnasnbHblil TYHHENbHbIil CUHAPOM 8/2,3 28/74 51/12,5
AnHO3 BO CHe, HapyLLEHWe CHa, Xpan 52/1,2 49/4,0 27/8,7

Bo3pacTt noasneHua pasnnuHbix nposasnexdnin MIMC | Tuna y naumeH-
TOB C «MArKUMMU» GopmMamu cyiedyeT yuynTbiBaTb MPU aHanm3e NcTopumn
6onesHn nauymeHTa. HekoTopble CUMMTOMbI, MMELWME KINHUKO-AnA-
FHOCTUYECKOoe 3HaYeHne, MOryT OTCYTCTBOBaTb B OTHOCUTENIbHO PaHHEM
BO3pacTe U MOABUTLCA B MNOC/EAYyIOLEM NO Mepe B3pocneHna pebeHKa
(puc. 4).
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PucyHok 3. KoHTpakTypbl B CycTaBax BepxHuX KoHeuHocTeit y aeBouku ¢ MITC | tuna.
Ooto 13 nuuHoro apxmea T.B. 3y6apesoil.
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PucyHok 4. Yactota 1 Bo3pacT noABNneHns CAMATOMOB Y NALMeHTOB
c«markumm» popmamn MIC 1 Tuna.

AVWATHOCTUKA MNCI

Anarnos MINC tnn | yctaHaBAMBaeTCA Ha OCHOBAaHNN COBOKYMHOCTMK:
e dHaMHeCTn4YeCKuX aaHHbIX (CXO}:[HbIe CMMNOTOMbI Y POAHbIX 6paTbeB n
cecTep npobaHaa, 6IM3KOPOACTBEHHbIN BPaK);

+  KIMHWYECKNX AaHHbIX (COBOKYMHOCTb Hecneundmnyeckux CMMATOMOB
WA ngnonaTnyeckoe NposiBieHne Kakoro-nnbo cumntoma) (tabn. 4);

* pe3ynbtaTtoB na60paTopHoro nccnenoBaHnMA:

n



- onpepgeneHve akTuBHocTU depmeHTa anbda-L-ugypoHupasbl
(xapaKTepHO CHUXKEHME),

- KOMMYECTBEHHbIN 1 KayecTBeHHbIN aHanu3 FTAl moun (xapak-
TepHo nosbiweHne Al B Moye 1 M3MeHeHMe CeKTpa),

- MONeKynApHoO-reHeTn4Yeckue nccnegoBaHna reHa IDUA.

Ta6nuua 4. XapakTepHble knuHuueckne npoasnerus MINC I tuna.

ﬂopamel-me CyCTaBOB 6e3 MPU3HaKOB BOCNaJieHNA

MHoecTBEHHbIN AN30CTO3

3afiepxka pocTa

[omyTHeHue poroBuLbl

Hynquaﬂ NN NaxoBaA rpbika

MoBbiweHue B Moye ypoBHaA AT 1 matonoruyeckinii rnko3amiHornKaHoBbIi npoduib

Orpy6neHue yept Inua

KapnanbHblii TOHHEbHbI CUHAPOM

[aTonorna KnanaHoB cepaua

TpygHoctn gmnarHoctuku MIC | Tvna onpegenAwTca peakoCTblo 3a-
6osieBaHUsA, HN3KOW OCBEAOM/IEHHOCTbIO Bpayel 06 3Tol NaTonornu, He-
cneyndUYHOCTLIO NPOABNEHNI Y BONBbHBIX C «<MATKUMU» GopMamu.

C yueToMm BegyLmx *kanob 6onbHble ¢ «markumm» dopmamu MMNC I trna
MOTYT 06PaTUTbCA K BpayaM pasHbIX CrieLnanbHOCTEN.

MNMokaszaHusamn gna obcnepgoBaHnaA Ha Hannuve MIC | Tuna yacTo ABnA-
I0TCA MATONIOTNYECKME U3MEHEHUSA CKeNleTa 1 CYyCTaBHOW CUHAPOM (puc. 5).

Mpu Hannumnm xanob Ha NopaKeHne CyCTaBOB MALMEHTOB HaNPaBAAT
He TONbKO K opToneaam, HO 1 K peeMamosio2am ANna UCKIoYeHUA peBMa-
TUYECKUX 3ab601eBaHu.

Jemckum Hespo/102amM PeKOMEHAOBAHO HanpPaBmUTb NMaUMeEHTA Ha KOH-
CynbTauuio K Bpauy-reHeTrKy n/nnmn Ha nabopatopHyto anarHoctuky MIMC
NPV HaNYUN: HAPYLWEHNN ANHAMUKK NCUXOPEeYEeBOro pasBuTus; 3ames-
NeHnK, OCTaHOBKe, yTepe paHee MpPYOOPEeTEHHbIX HaBbIKOB; perpecca
WHTENNeKTyaNbHOro pa3sButuA; rugpouedanin n nameHeHnn Gopmbl ve-
pena, 0CO6EHHO COMPOBOXAAILWNXCA HAPYLIEHNEM 3PEHUS; HAPYLLEHUN
noseageHusn [12].
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Yrpoxaiowme Xu3Hu

+  LlepBuKanbHblii CTeHO3

«  WHdaHTUNbHbI CKONMo3

Bepywme K notepe BO3MOXHOCTU NepeABMKEeHNA
+ MHoXecTBeHHble nporpeccupyioLLe KOHTPAKTypbl
« (TeH03 rpyaonoACHUYHOrO 0TAENa NO3BOHOUHIKA
Hapywaiowme KauecTBo nepeaBMKeHNA

+  [loaBblBMXI 1 BbIBUXY CYCTAaBOB

+  OcHoBHble aedopmaLm KoHeyHoCTel

+ TyHHenbHbI CUHAPOM

PucyHok 5. «(Betodop» optoneauueckix npossneqni npu MIC[12].

Jemckum kapouonozam pekoMeHAO0BaHO HanpaBUTb MaUMeHTa Ha KOH-
CynbTaLuio K Bpauy-reHeTrKy n/nnmn Ha nabopatopHyto anarHoctuky MIMC
Npu HanUuMy clegyLmX NoKas3aHWn: HeJOCTaTOYHOCTb WU/UW CTEHO3
MUTPANbHOrO KnarnaHa; HefoCTaTOYHOCTb W/WAK CTEHO3 aopTanbHOro
K/lanaHa; He,oCTaTOYHOCTb MUTPaNIbHOMO Y A0PTaNIbHOIO KNanaHoB cepa-
ua (a Takke TPUKYCNMAarbHOMo 1 NEroyYHoro KramaHoB); Kapguomumona-
TUA Yy feTell Hen3BeCcTHom sTnonorum [12].

Bpauyam-omopuHonapuH20102am PEKOMEHL0BaHO HanpaBWTb NaLmeH-
Ta Ha MeAUKO-TEHETMNYECKYI0 KOHCYNbTALMIO K Bpayy-reHeTuKy 1/unn na-
6opaTopHyto ArarHoctuky MIC B cnegyowmx Cnyyanx: coyeTaHUe YacTbixX
3aboneBaHUN rMOTKM 1 afeHOTOMUUN WA afeHOTOH3UNIOTOMUM B aHaM-
He3e; KPaTKOBPEMEHHbIN MONOXUTENbHbIA 3PPEeKT UM ero oTCcyTCTBUE
nocrne XMpypruyeckoro BmellaTenbcTsa Ha JIOP-opraHax; otcyTcTBue 3¢-
beKTa OT KOHCepPBATUBHOIO NeYeHUs 3KCCYAAaTUBHOIO OTWUTA; COYeTaHUe
peungmsupytowmx JIOP-3abonesaHnii ¢ pyrumm comatmyecknumm 3abo-
neBaHUAMK; coyeTaHue YacTtbix JTOP-3aboneBaHuii ¢ nporpeccupytoLLlei
3a[epPKKOoM NcuxopeyeBoro passutuma [12].

Bpauyam-opmanemono2am pekoMeHLOBaHO HamnpaBWTb MaumMeHTa Ha
MeLMKO-TeHeTUYECKY KOHCYNbTaLMIO K Bpady-reHeTuky n/unm nabopa-
TOpHyto AnarHocTuky MIMC npw BbiABNEHUN pAfa NAaTONOMMYECKUX CUM-
nTomos (Tabn. 5).
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Ta6nuua 5. Odranbmonornyeckine nokasaHua ana uckntouenna MNC[12].

CreneHb
MeTtoa narHocTnkm CrpykTypa Mpu3Hak BaXHOCTH
npu3Haka
MomyTHeH1e poroBuLb
Porosuua +++
(1-4 6anna)
buomukpockonus HapyLuexue npo3pauHocTi
MepeaHsaa Kamepa ++
Bnaru
(knepa [lepBuUuHOe ynnoTHeHe +
Yron nepegHeii OtnoxeHus TAT
foHnockonua . ++
Kamepbl B TpabeKynAapHoii ceTu
JIVCK 3pUTenbHOro Orek e
Hepsa Arpodus +++
Odranbmockonusa Otnoxenue [AT
B MUTMEHTHOM MUTENNK
(CeTyatka ++
n/unn GotopewenTopax,
n/wnu xopouaen

uccnegosanue (3BM, 3PI)

CreneHb
MeTtoauka W3meHeHus BaXKHOCTU
M3MeHeHui
Maxumetpua YTOnLLEHNe TOALMHBI POrOBULIbI +++
[oBblLLEHVe NOKa3aTeNeil BHYTPUrNAa3HOMO
OdranbmoToHOMeTpUA +++
[AaBNeHuA (C y4eToM TOMLLMHBI POTrOBULIbI)
/13meHeHue noneil 3peHNA B COOTBETCTBIN
Mepumetpua ; . ++
C NOPaXXeHHOI CTPYKTYpol
IneKkTpodusmMonornyeckoe [13meHeHus it

B COOTBETCTBUI C NOPaXeHnem
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ANOOEPEHLUWANIBHAA AUATHOCTUKA
MnACITUNA

MMC | Tuna cnepyet anddepeHUnpoBaTh C LMPOKMM KPYroM pasnmy-
HblX 3aboneBaHWin: MyKomnonucaxaprugosamm pyrux TMnos, anbda-maH-
HO31A030M, MNO3AHUMWU GOpPMaMU TaHMO3MA030B, MYKONUMULO30M,
anuduU3apHbIMU ANCMNA3NAMKN, PEBMATUYECKMYK 3ab60NeBaHVAMY, Mbl-
LIeYHbIMU ANCTPOPUAMU, HECOBEPLLEHHBIM OCTEOreHe30M, NMOJIMHENPO-
naTuen, OCTEOXOHAPOMNATUAMU U Ap.

CyyeToM TOro, YTO NPOrpeccnpyoLlas TyronofBUMHOCTb CYCTaBOB fAB-
nAetca Hanbonee yacTon *anobow 60NbHbIX «MArKummny dopmamm MIC
| TMNa, B NepByto ouepefb cieayeT NPoBoANUTb AuddepeHUmanbHbIA -
arHo3 C peBMaTUyecknumy 3aboneBaHUAMMN (OBEHUSIbHbIM MAMoOMNaTUYe-
CKMM apTPUTOM, CUCTEMHbIMK 3a60NeBaHNAMN COeQUHUTENbHON TKaHW
v ap.).

AupdepenyuanvHelli ouazHos
C 108€HUJIbHBbIM UOUONAMUYeCKUM apmpumom

tOBeHWNbHBIN nanonaTuyeckuin apTput (LOMA) — apTpuT HeyCTaHOB-
NEHHOW NPUYMHBI, ANUTENbHOCTbIO 6onee 6 Hepenb, pa3BUBAOWNIACA Y
fetei B Bo3pacTe Ao 16 neT, npu NCKIoYEHU APYron NaTonornm cycra-
BOB. lOVA y peTeln MoOXeT ObiTb NPeACTaBeH Pa3IMYHbIMK BapraHTamMu
(Tabn. 6, puc. 6).

Tabnuua 6. Knaccudukauma seHunbHOro nanonatuyeckoro aptputa no ILAR [13].

Moatun [lnarnoctuyeckue Kputepun

ApTpuT oaHoro unu bonee cycTaBoB, KOTOPOMY MpeALIeCTBYET UAK KOTO-
pblil CONPOBOMAAETCA NOATBEPXKAEHHOI NepeMexaloLLelica NNXopaaKoi
NPOAOIKUTENBHOCTBIO He MeHee 3 fiHeli B TeueHue MUHUMYM 2 Heflenb B
COYETAHIN C OIHUM WA BONee U3 HUXKENepPeunCIeHHbIX MPU3HAKOB:

3 - KpaTkoBpemeHHas (netyyas) 3puteMaTo3Has Cbinb
(ucTemHbli
«  [eHepanu3oBaHHaA nuMdageHonaTsa

- [enarto- u /unu cnnexomeranus

« (epo3uT (nepvkapanT, u/unu NaeBpuT, U/vnmn NepuUTOHNT)

Uckmoyenue: a), b), ¢), d)
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MoaTtun [lnarHocTueckue Kputepuu
ApTpuT, nopaxkalowyunii <4 cycTaBoB B TeUeHIe NepBblx 6 MecALeB 3abone-
BaHuA. Bbigenatot Aga cybTuna:
MepcucTupytoLLWiA: NopaXaeT 4 nn MeHee CYCTaBOB B TeueHue BCeli 60e3HN.
Onuroaptput

PacnpocTpaHsAiowmiica: nopaxaeT bonee 4 cycTaBoB Nocse NepBbIX 6 Meca-
LieB 3a00M1eBaHuA.

Nckmoyenue: a), b), ¢, d), e)

PO (-) nonuaptput

ApTpuT, Nopaxalowwyuii >5 cycTaBoB B TeUeHWe NepBbIX 6 MecALeB 3abone-
BaHUA.

PO-oTpuLaTenbHblit (onpeaenaeTcs ABaX bl B TeUeHMe 3 MecALeB).

Nckmoyenue: a), b), ¢, d), e)

PO (+) nonuaprput

ApTpuT, nopaxkalowmii >5 cycTaBoB B TeueHue NepBbix 6 MecALeB 3abone-
BaHuA.

J1Ba unu bonee nonoxuTeNbHbIX Tecta Ha Hanuume PO B TeueHme 3 mecsLes
3a00n1eBaHuNs.

Uckmoyenue: a), b), ¢), e)

IHTO3UT
aCCcoLMMPOBAHHbIN
apTput

ApTpUT 11 SHTE3WT, MW APTPUT UAK SHTE3UT C MO MeHbLUel Mepe 2 U3 ciefy-
HOLLMAMI CUMATOMOB:

. nepCVICTeHLI,I/IFI WK Hanuume B aHaMHe3e BONe3HEHHOCTU B UNeoca-
KPaJIbHbIX COUNEHEHNAX n/unn 6onb B I'IOFICHI/NHO-KpQCTLlOBOVI obnactu
B NOKOE, YMEHbLLAKLAACA NP ABUXKEHUN, YTPEHHAA CKOBAHHOCTb.

«  Hanuume anturena HLA-B27.

«Havano apTputa y nuL MyXcKoro nona B Bo3pacTe cTaplue 6 net
OcTpblii (CUMNTOMATMYECKNIA) NepeaHNIA YBEUT.

« WcTopus aHKWNO3MpYIOLLEro CMOHAWN0APTPUTA, IHTEUT-ACCOLMNPO-
BAHHOTO apTPUTA, CAKPOUEUTA C BOCTANUTENbHbIMYU 3a60neBaHMAMM
KWLLEYHNKa, CMHAPOMa PeiiTepa unm 0CTPoro nepeHero yseuta y poa-
CTBEHHVKa NEpBOIi CTeneHy POACTBa.

Wckmoyenue: a), b), e)
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MogTun

Inarnoctuyeckue Kputepum

ApTpUT 1 ICOPY3, WM APTPUT, 11 KaK MIAHIMYM 2 U3 CTIEAYIOLLYX CUMITOMOB:

«  Jlaktunur.
lNcopuatinyeckuii
+ (MHApOM «HamepcTKa» Wan OHUXOAN3IC.
apTput
« [lcopua3sy poacTBEHHMKA NEPBOI CTENEHN POACTBA.
Uckmouenue: b), ¢), d), e)
ApTpuTbl HEN3BECTHON NPUYNHDI Y AETeld, He 0TBeYAIoLNe MONHBIM KpU-
HemmddepeHupo- pTp p y peten, il p
; TepuAM Kakoro-nnbo noATvna unu oTBevalolme Kputepuam bonee uem
BaHHbIil apTpuT

0/IHOr0 13 nNpeACTaBNEHHbIX MOATUMOB.

CNuUCoK B03MOXHbIX UCK/OYeHUU 018 Kaxx0oU kame2opuu:

a) [lcopuas unu ykasaHus Ha ncopuds 8 aHamHese y nayueHma unu poo-
CMma8eHHUKa nepsoli cmeneHu poOcmad;

b) Apmpum y nuy myxckozo nona HLA-B27-no3umugHeix ¢ Ha4asa0M 8 803-
pacme cmapuwe wecmu em;

¢) AHkunosupyrowuli cnoHousILapMpuUm, 3HMe3um-accoyuupo8aHH.Il ap-
mpum, cakpouseum npu 80cnanaumesibHOM 3a601e8AHUU KUWEYHUKA,
CUHOpom Pelimepa unu ocmpsil nepedHul ygeum usau Haaudue 00HO20 U3
smux 3abonegaHuli y podcmeeHHUKA hepgoli cmeneHuU poocmad;

d) BovigeneHue peamamoudHo20 hakmopa IgM no meHobwieli Mepe 08a pasa
C UHMepB8aaoM He MeHee 3 MecAyes;

e) Hanuyue cucmemHozo IOUA y nayueHma.

PucyHok 6. [lehopmaLini 1 KOHTPAKTYpbl MeX(GanaHroBbIxX 1 NACTHO-(PanaHroBblx CyCTaBoB

KICTeli M yye3anAacTHbIX CYyCTaBoB y 60bHbIx HOUA.
Ooto 13 nuuHoro apxusa E.C. XonoboBoii.

Mpwn npoeegeHnn guddepeHuymnanbHoro grmarHosa MIC | Tuna n IOVA
cnefyeT yunTbiBaTb 0COOEHHOCTM CYCTaBHOroO CUHApPOMa (Tabn. 7).
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Tabnuua 7. Kakue npusHaku no3sonaiot audpdeperuuposatb MIC 1 u OUA?

MnCI WA
MoCTOAHHAA TYroNoABIKHOCTb B TeUeHUe AHA | YTPEHHAA CKOBAHHOCTb
be3 npuzHakoB BocnaneHus Bocnanenme cyctaBoB (+/-)
HanomuHaeT «cyxoii apTpuT» Otek Hag cyctaBamu (+/-)

bes oTsera Ha Tepaniio TKC wu HIIBC OteT Ha npoBogumyto Tepanito [KC uaun HNBC

(+/-)
OTcyTCTBIe 3pO3Nii KOCTeiA Ipo3um Kocteii (+/-)
be3 nabopatopHbix MapkepoB BocnaneHus Mosbiwenne 03, CPB, neitkouutos (+/-)

AupdepenyuansvHelli ouazHos
C I08eHWIbHOU cucmeMHoll ckiiepodepmueli

lOBeHunbHaa cuctemHas cknepogepmusa (IOCCH) — nporpeccupyto-
WM CUCTEMHBIN CKN1epOo3 NPeAcTaBAseT XPOHMUYECKoe cucteMHoe 3abo-
NeBaHWe U3 rPynnbl CUCTEMHbIX 3a00NEBAaHUN COEAUHUTENBHOWM TKaHW,
pa3BuBaloLLeeca B Bo3pacTe A0 16 NeT n xapakTepusylolleeca nporpec-
cnpyrownummn GrbpPo3HO-CKNEPOTUYECKMU U3MEHEHUAMWU KOXW, OMNop-
HO-ABUraTeNIbHOro annapara, BHyTPEHHWX OPraHoOB 1 Ba30CNacTUYeCKu-
MU peakumAaMn No Tuny cnHapoma PeliHo.

Haunbonee xapakTtepHbim npusHakom KOCC[] anseTcs nporpeccupyio-
wee GprBPO3HO-CKNEPOTMUECKOE MOPAKEHNE KOXKM.

MopaeHne OMOpHO-ABUraTeNbHOIO annaparta Habnwogaetca y 50-
80% 60nbHbIX KOCC/. XapaKTepHbl apTpanriy, NporpeccupytoLlee orpa-
HUYeHMe ABMXEHUI B CycTaBaX, pOpMMpPOBaHMEe KOHTPaKTYp, Aedopma-
LMA CycTaBoOB 3a cyeT GUOPO3HO-CKNEePOTUYECKUX N3MEHEHUI Nepuap-
TUKYNAPHbBIX TKaHEN, OTCYTCTBME BbIPA)KEHHOM AECTPYKUUU CyCTaBOB.
TunuuHbim npoasneHnem IOCC aBnAeTcA cknepogakTuana (Mosbille-
HMe NAIOTHOCTW TKaHel NanbLeB 1 OrpaHuYeHne ABMXKEHNN B CyCTaBax
KNCTK). BO3MOXHO yKOpOUeHMe KOHLEBbBIX U cpefHnx danaHr nanabues
PYK BCNencTBue octeonmsa, opMmpoBaHme KanbLUHATOB (OT/IOXKeHNA
KapboHaTa Kanbuus B BUAE OTAENIbHbIX Y3e/IKOB) NPenuMyLLecTBEHHO B
obnacTn nanbueB pyk NeprapTukynapHo (cnHapom Tnbbep:ka-BeliceH-
6axa) (puc. 7).

Ownarnos KOCCH ycTaHaBAMBalOT Ha OCHOBaHUW KNacCU@UKaLMOHHbIX
kKputepues PRES/ACR/ELAR (2004) (tabn. 8).
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PucyHok 7. lopaxenue kucteit npu 0CCI:

a. CknepogakTunus, Gopma KUCT! B BUAE «KOTTCTON Nanbl»; 6. KOHTPAKTYpbl B CyCTaBax KICTell;
B. NepUAPTUKYNAPHbIA KaNbLNHO3; T. 0CTEONN3 KOHLEBbIX GanaHr NanbLes KucTeii.

Ooto 13 nnuHoro apxuea H.C. MoguepHaesoil.

Ta6nuua 8. lpegBapuTenbHble KNACCUPUKALMOHHBIE KpUTEpUIA

I0BEHUNBHOI CMCTEMHOI Cknepofepmui [14].

. .| Cknepo3/uHaypawna Koxu NpoKcuManbHee MeTakapnoQhanaHroBbix 1
bonbuoii Kputepmii
MeTaTapcohanaHroBbix CyCTaBoB
Manble kputepuu (Heo6xoaNMO He MeHee 3 KpuTepueB)
Kosktibje (knepopakTuana (CMMETPUYHOE YTOMLLEHINe, YITIOTHEHNE 1 UHAYPa-
LA KOXU NanbLeB)
CuHapom PeiiHo
Mepudepuueckue o
CoCyaCTbIE /3meHeHnA KanunnApoB HOTTEBOTO J10Ka N0 AaHHbIM KanuAPOCKONMN
) JluruTanbHble HeKpo3bl
Nncdarna
[aCTpONHTECTUHANbHbIE ,
[acTpo3zodareannHblii pedniokc
Aputmua
KapananbHble
(epaeyHas He[oCTaTOYHOCTb
MoyeyHbiii kpu3
MoyeyHble
Bo3HuKLas apTepuanbHasa runepreHsusa
TerouHblii pnbpo3 (AMarHocTMpoBaHHbIii pagunenoruyeckm)
PecnnpatopHble CHiKeHHaA auddy3noHHaA CnocoBHOCTb Nerkux
JlerouHas runepreH3usa
Heliponatus
Hesponoruyeckue y ;
KapnanbHblil TYHHENbHbI CUHAPOM
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Aptput

(KeneTHo-MblLLEeYHble
Muozut

AHTUHYKNeapHble aHTUTeNa

Cneumnduueckue ana CCLL: aHTULEHTPOMEPHDIE,

AT k Tonouzomepase | (Scl-70), AT k ¢ubpunnapuny, AT k PM-Sdl, AT k
PHK-nonumepase | unu 1l

(Ceponornyeckue

Jina nocmaHosku OduazHo3a tOCC/] Heobxooumo Hasuyue 60s1bWo20
Kpumepus 8 Co4emaHuu ¢ 08yMs usiu 6osiee MaabiMu Kpumepusmu.
YyscmeumesnbHocme kpumepues — 90%, cneyuguyHocmes — 96%.

Ona IOCC xapakTepHbl «coCyancTblie» HapylueHus, pnbposHo-ckne-
poTUYeckoe nopaeHrie BHyTPEHHUX OPraHOB 1 M3MeHeHuA nabopaTop-
HbIX MOKa3aTesen, YTo MOMOraeT Npu NpoeeaeHn anddepeHLManbHOro
nmnarHosa (ta6n. 9).

Ta6nuua 9. Kakne npoasneHusa nossonawt audpdeperumposatb MMNCu OCCA?

MNCITuna o
MocTOAHHAA TYronofBINKHOCTb B TeueHe AHA | [ToCTOAHHAA TYronoABUKHOCTD B TeUeHMe AHA
be3 npu3HakoB BocnaneHuA cycTaBos [pu3HaKm BoCnaneHus cycTaBoB (+/-)
HanomuHaet «cyxoit apTput» Mo>eT HanoOMMHaTb «CYXOil APTPUT»
OTcyTcTBME 3pO3Nii KOCTEIA OTcyTCTBIE 3pO3Nii KOCTEA

Hanuuue cocyauncTbIx HapyLUeHuii
(cuHppom PeliHo 1/unu LMAHOTUYHBIN LBET
ANCTaNbHbIX 0TAENO0B KNCTEid 1 CTON u/uin
AUruTaNnbHble HeKPO3bl)

— CKJ'IEpO)laKTI/IJ'II/Iﬂ

— Octeonus

— KanbuuHo3

Bo3MoXHO acMMeTpUUHOE nopakeHue
KOHEYHOCTel
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MNCITuna o

MobiwweHue TuTpoB AHO, PO, KoHLEHTpaLUN

be3 nabopatopHbIX MapKepoB BOCNaneHus
paTop prep lgG, BbisneHue cneunuyeckmx AT

— I'Iopa>Ke|-|v|e BHYTPEHHUX OpraHoB

be3 otBeTa Ha Tepanuio TKC unu HIBC MonoxuTenbHblil 0TBeT Ha Tepanuio KC

AupdepenyuansvHelli ouazHos
C 108€HUJIbHbIM 0epMamomMuo3umom

lOBeHuNbHBIN gepmaToMno3unT (KOJM) — 3To cucTemHoe 3aboneBaHne
ayTOMIMMYHHOW 3TUOJIONUK, XapaKTepusytolleeca NMopaKeHNEM MENKUX
COCYL0B KOXW, CKENIETHOW MYCKYNaTypbl 1 BHYTPEHHWX OPraHOB C TUMNY-
HbIMU KITIMHUYECKUMM NPOABAEHUAMN B BUAE NUNOBOWN SpUTEMbI B Napa-
opb6utanbHoOM obnacT U Hag CycTaBamyl M NMPOKCUMANbHOW MbILLIEYHOM
cnabocTu.

Hanbonee xapaktepHbiM nposAsneHvem OM ABnsaeTcA cUMMeTpuUy-
HOe NnopakeHne NPOKCMMAJTbHbBIX MblLL, KOHEYHOCTEN, MAEYEBOro N Ta-
30BOrO NMOSICOB, CrnbaTenien Wen n Ml 6prowHoro npecca. NMopaxeHne
MbILLLL FAIOTKM 1 MPOKCMAJIbHbIX OTAENI0B MULLEBOAA MOXET MPUBOAUTD K
ancdarum (HapyLeHue rnoTaHua) U guchoHnn (M3MeHeHne TemMbpa rono-
Ca, NoAABNIEHME FHYCaBOCTH).

MaTOrHOMOHMYHbIMW KOXHbIMK NpoaBneHnamu KOOM asndATcA nany-
nbl fOTTpOHa — 3pNTEMATO3HO-NINIOBbIE BbICbINAHWA B BUAE BbIMYKIbIX
nanyn unu 6nAwek ¢ NOBEPXHOCTHLIM TMNEPKEPATO30M U LUENYLLUEHNEM
Ha KoXe pa3rnbaTesibHbiIX MOBEPXHOCTEN NACTHO-PpanaHroBbiX N Mexda-
JTAHrOBbIX CYCTaBOB KUCTEN, M NpU3HaK MOTTPOHa — 3puTeMaTO3HbIe UK
NUNOBblE NATHA UK BNALWKM Ha KOXKe pa3rnbaTtesibHOM MOBEPXHOCTY NTOK-
TEBbIX U KOJIEHHbIX CYCTaBOB, PeXKe NOAbIKEK. XapaKTepHbIN NprU3HaK —
reNInoTpPonHasa cbinb (CUMMETPUYHbBIE SPUTEMATO3HbIE BbICbIMAHMA C
JINNTIOBbIM OTTEHKOM (OTTEHOK LIBETKA refinoTpona) C Npru3Hakamu Bocna-
neHuns B nepuopbuTtanbHOM 061acTn, Ha KOXe BEPXHUX BEK A0 OpoBen U1
pexe HMKHUX BeK («4epMaToOMMO3UTHbIE OYKMK») (puc. 8).

MopakeHre CcycTaBOB OTMeuaeTcs Yy 26-75% 6onbHbix FOOM. Xapak-
TEPHO Hanuume apTpanrni UAn MOANAPTPUTA C MOPAKEHUEM KPYMHbIX
(KoneHHble, rOIeHOCTONHbIE, TOKTEBbIE, NyYe3anACcTHbIe) 1 MenKmX (MpoK-
CcuUMarsibHble MexdanaHroBble KuUCTel) CycTaBOB KOHeYHOCTel. ApTput
yalLle BCEro oCTpbIi, HO MOXET ObITb 1 XPOHNYECKMM; BO3MOXKHO Nopae-
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B. L.

Pucynok 8. KoxHble u cyctaHble npoasnenus npu HOAM:

a. KOHTPAKTYpbl B MeX(anaHroBbIX CycTaBax nanbLes Kicteid; 6. CiHApom [0TTpoHa;
B. flepurypaLms KoneHHbIX CyCTaBOB U INN0BAsA 3pUTEMa Ha KOXKe Haj CyCTaBamu
(npu3HaK [oTTPOHa); . NUI0BaA SpUTEMA HA NnLe.
®oto 13 nuuHoro apxuea H.C. loguepHAeBoii.

HVMe OHOrO WM HeCKONbKKX CYCTaBOB. YacTo MopaxalTca U Menkue, n
KpynHble cycTaBbl (puc. 8).

OunarHos O[IM ycTaHaBnMBalOT Ha OCHOBaHUM KNacCUPUKaLMOHHbIX

KpuTepues (Tabn. 10).

Ta6nuua 10. Kputepun A.Bohan 1 J.B. Peter (1975) ana nepmatommo3nta v nonumumosuta [15].

1.

CMMMeTprYHas, 06bIYHO NporpeccvpytoLLas cnabocTb MbILLL KOHEUHOCTeN B COUeTaHUm C
Aucharueit n cnabocTbio AbIXaTeNbHOR MyCKynaTypbl UAN NPK WX OTCYTCTBIAM.

Mpyu3HaKK MIO3KTa MO JAaHHBIM MbILIEYHON 6UONCUM: HEKPO3 MbILLEYHbIX BOOKOH | 1 Il
TINa; GarouuTo3, AereHepaLya 1 pereHepawia MbllLEYHbIX BONOKOH, M3MeHeHMe pa3MepoB
MbILLEYHbIX BONIOKOH, SHAOMI3UATIbHbIE, IEpUMU3IaNbHble, epUBACKYNAPHbIE UIN UHTep-
(TULMAbHbIE MOHOHYKNEApHbIe KNeTKU.

MoBblLLeHIe B CbIBOPOTKE YPOBHEN «MblLLEYHDbIX» (epMEHTOB: KpeaTUHPOCOKMHA3bI, allb-
[0Na3bl, NaKTaTAernaporeHasbl, TpaHcammHas (ACT, AJIT).

3Mr-I'IpVI3HaKI/I MUonaTun — munonatiyeckana Tpuafa: KOPOTKNe, HU3KOAMNNUTYLHbIE, NONN-
¢a3|-|b|e noTeHuKnanbl ABUraTeNibHbIX eANHNLL; NOTEHLKaNbI ¢V|6pVIJ'IJ'IﬂLWIVI B COCTOAHUN Mbl-
LeyHoro paCCJ'IaﬁJ'IEHI/Iﬂ 1 BbICOKOYACTOTHbIE NOBTOPAOLLMECA Pa3pAabl.

XapaKTeprle ONA 1epMaTOMUO3UTA KOXKHbIE MPOABIEHUA.

lpasuno npuHaAMUA peweHus:

JocmosepHsbili 0epmamomuozum: ceine + 3 1106bIX KpUMePUA.
BeposmHeili 0epmamomuo3um: ceink + 2 1106bix Kpumepusi.
Bo3moxHsit [JM: coine + 1 kpumepudi.
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Skcneptamu EULAR/ACR (European League Against Rheumatism/Amer-
ican College of Rheumatology) cozgaHbl HOBble KnaccuduKaLMoHHbIE Kpu-
Tep1M UMMYHOBOCMaNuTeNbHbIX Mronatuin (VIBM) B Tom uncne gepmaro-
MUo3mTa (4yBCTBUTENBHOCTb 93%, cneundryHocTb 88%). Ha nepsom stane
[eNaeTca 3aK/lYeHe 0 HalMUnmM «onpeaenieHHOro», «<BepPoATHOro» Un
«BO3MOXHOro» AnarHosa VIBM (oHnamH-KanbKynatop Ana AMarHOCTUKM
MBM www.imm.ki.se/biostatistics/calculators/iim). Ha BTopom 3Tane ytou-
HAawoT T1n BM [16].

CyCTaBHOW CUHLPOM MOXET ObITb OfHUM U3 MEPBbIX MU AaXKe NEPBbIM
N edVHCTBEHHbIM npoasneHnem OOM, yTo Npu OTCYTCTBMM MPU3HAKOB
MMNOMNaTWX HepeaKo NPUBOANT K ANArHoCThYecKkm owmnbkam. Mpu npose-
neHnn gnddepeHuymnanbHoro anarHosa tOOM n MMNC | Tna cnegyet yuntb
Hanmune NPM3HaKOB, NepeYncneHHbIX B Tabn. 11.

Ta6nuua 11. Kakue npossnenua no3sonaiot auddepenumposars MINC 1 tuna n lOIM?

Mncl loam
MocToAHHaA TYronoABMXHOCTb Bo3moxH0 GopmupoBaHIe yMepeHHO-BbIPaXEHHbIX KOH-
B TeueHue JHA TPaKTyp
be3 npu3HakoB BocnaneHus BocnanutenbHble M3meHeHnA cycTaBoB (+/-)

HanomuHaert «cyxoii apTput» —

OTcyTCTBME 3pO3Nii KOCTEIA OTcyTcTBIE 3pO3Nii KOCTeiA

— Bo3moxHa ymepeHHO BbipaXkeHHas AeopmaLia CycTaBoB

— KanbuuHo3

Hanuuue TUNMYHbIX KOXHbIX U3MeHeHuii (nanyn [oTTpoHa,
npu3HaKa [oTTPOHa, reNnoTPONHOI CbiNK Ha NALLE)
(MMMETPUYHOE MopaXkeHue NPeUMyLLECTBEHHO MPOKCA-
ManbHbIX CKENETHbIX MbILLIL|

— Qncdarna, anchonna

— Backynonatua

— Nunoatpodua

be3 nabopatopHbix MapkepoB JNabopaTopHble M3MeHeHus: NOBbILLEHNE aKTUBHOCTI dep-
BOCManeHuaA MeHTOB «MblLLieyHoro pacriana» (KOK, ACT, ANTT, anbaonasbl)

be3 orBeta Ha Tepanuio [KC unu HIBC | OTBeT Ha Tepanuto [KC
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Anroputv guddepeHumanbHon amarHocTuku MIC | Tuna n peBmatnye-
CKIMX 3aboneBaHuii (puc. 9) MoXeT ObITb NCNONb30BaH B MPaKTUYeckon paboTte
neavaTpamm, AETCKMMU PeBMATONOramMm 1 Bpadamm Apyrmx cneymanbHOCTEN.

Jla
| CpoxnaeHua I——| (DopmupytoTca  BO3pacTom |
la (naboctb, Muanrum,
Jla
MOBbILLEHNE AKTUBHOCTY
Paccmotpute «MbILLEYHbIX» Ia
apTPOrpuUnNo3 Mu depmeHTOB
Lpyrue reHeTuueckme
paccTpoiicTa || Koxa,
UHZypauma Ja
OueBupHOe BOCMaNeHMe
(runepemus, oTek, BbINOT)
| Her Jla
[Jpyrve npusHaku Bocnanenus?
« Jluxopazka, nogbiwwerne (03
+ MoBbilweHHbIA ypoeHb AHA
« bonb nponopunoHanbHa Jla
CTeneHun CKOBaHHOCTY
« Pearupyet Ha HIBC
Konuye-
CTBEHHbIA U MNoBbiLueHHbIi ypoBeHb AT B Moye
Tect HepocTyneH KauecTBeHHblil W HEKo ypoBeHt
PPEKTHbIA NaTTepH
aHanu3 [AT
la Jla
Yto-Hubyzab U3 cnegytovuero? P M
« [loMyTHeHme poroBuLybl I accmotpute

« [TynoyHas unn naxoBas
rpbhxa
« Lllymbl B cepaue

pecnupaTopHble MHGEKLMM
un oTUT

. CMHApOM 3aNACTHOro MonekynapHo-
KaHana TeHeTnyecKune nccne-
. Pe|_||/|;|v|B|/|py|ou_||/|e [10BaHuA reHa IDUA unun

onpezienerie akTMBHoCTH
IU30COMAIbHbIX
(epmeHToB

PucyHok 9. Anroputm auddepeHumanbHoit auarHoctukin MINC u peBmatuueckinx 3abonesanuii [17].
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MAPLWPYTU3ALNA NALVNEHTOB

Mpwn nogo3peHnn Ha MIMC | Tvna cnepgyeT HaNPaBUTb KPOBb MauneHTa
ONA nccnegoBaHuA. TeCcT NO3BONAET ONpeaennTb akTUBHOCTb depmeHTa
anbda-L-ngypoHnaasbl B cyxom naTtHe Kposu. Y naumeHtos ¢ MIMNC | Tuna
AKTUBHOCTb hepPMeHTa CyLLLeCTBEHHO CHUXKEHA.

OTtnpaButb 6ronornyecknin matepran (B TOM Yncne MeTofoM CyxXoM
Kanau KpoBK) NaumeHTa C Nof03peHeM Ha MyKononcaxapraos | tuna (B
TOM umcse no6on JIBH) Ha pepmeHTHBIN, BUONOTMYECKU U MOSIEKYNAP-
HO-TeHeTUYeCKUI aHann3 MoXeT Bpauy /toboro ypoBHA OKasaHua mMeau-
LUMHCKOM nomowm 1 nobon cneumanbHocTu. Mpu nogosperHnn Ha MIMC |
TUNa cnegyeT BbINOMHUTb HECKObKO AENCTBUIA:

War 1. 3anTn Ha calT MegnKo-reHeTUYeCKOro HayyHoro LeHTpa NMeHU
akagemuka H.M. boukosa (nnn MIHL) https://med-gen.ru/

War 2. B pasgene «CMEUNATIMCTAM>» BbIGpaTh NYHKT «HayyHble guarHo-
CTUYeCKne nporpammbl» HayuyHble grarHocTmyeckme nporpammbl
(med-gen.ru)

War 3. HaxopAcb B pa3gene «HayyHble ArarHOCTUYeCKme Nporpammbly», BHU-
MaTeNbHO 03HAKOMUTBLCA C OCHOBHBIMU NPaBUIaMm1 1 AENCTBUAMMU.

Lar. 4. BbibpaTb Heob6xofMMyt0 NporpaMmy (AuMarHocTMka mMyKomnosnuvca-
Xapnao3oB).

B cnyyae HEBO3MOXHOCTU OTAPaBKM CyXMUX MATEH KPOBU, NPU NOJO-
3peHun Ha MIC | Tuna cnegyeTt HanpaBUTb NaLMeHTa Ha KOHCYNbTauuio
K FeHeTUKY.

MepeueHb QepepanbHbIX LLEHTPOB, KyAa MOryT 6bITb HanpaBJ/ieHbl
nayveHTbl ¢ MMC | Tuna:
e 119571, MockBa, JleHnHcknm np-T, . 117, Poccninckaa getckaa KNMHM-
yeckana bonbHuua. OTaeneHne MeanLnHCKON reHeTUKN.
Ten.+7 495 935-11-10

e 125412, Mocksa, yn. Tangomckas, A. 2, HayuHo-nccnegoBaTenbCKum
KIMUHUYECKUA MHCTUTYT NeMaTpum U OeTCKOW XUPYPrUn NMEHMN aKa-
aemuka tO.E. Benbtuwesa. lNegnatprnuyeckoe otaeneHmne BPOXAEHHbIX
1 HacneacTBEeHHbIX 3aboneBaHuni. Ten.+7 495 483-20-92.

e 119296, MockBa, JIoMOHOCOBCKUI NpocnekT, 2, cTp.1, HaumoHanbHbIN
MeaNLNHCKMI NCCNefoBaTeNbCKUN LeHTP 340poBba aeTten. OtgeneHve
NCUXOHEBPONOTNN 1 NCUXOCOMATUYECKOW MaTONOTNN.

Ten. +7 499 134-04-09.
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e 119100, CaHkT-lNeTepbypr, yn. JlInutosckasn, A. 2. CaHKT-lNeTepbyprckuin
roCyAapCTBEHHbIV MeanaTpuieckuin MeauUmnMHCKUN yHuBepcuTerT. [le-
anatpuyeckoe otgeneHme No3.

Ten.+7 812 295-96-22.

e 634050, Tomck, MockoBckuin TpakT, 3, OIBY Tomcknii HaumoHanbHbIi
WNccneposatenbckmin MeguuunHcknin LieHtp PAH, Megnko-reHeTnyecknin
LeHTp (feHeTnYecKan KIMHWKA), OTAeNeHe HacneACTBEHHbIX Gone3Heln.
Ten. +7 3822 530-537.

JNNEYEHUE

OntumanbHoe neyeHne MIC | BKAOYaeT Kak CUMNTOMAaTUYeCKYo, TaK
1 naToreHeTMYecKylo Tepanuio, a TakxKe perynapHoe HabniogeHve mysb-
TUANCUUNANHAPHON KOMaHAOoM C ONbITOM Tepanun naumeHToB ¢ MIC, a
TaKXe npoBefeHne peabunTaumoHHbIX MePONpPUATUI.

Cumnmomamuyeckasa mepanusa npepycmaTpuBaeT: XUpypruyeckoe
neyeHune rpbiXKKu, NpoBedeHe TOH3UNIKTOMUY, opToneanyeckue onepa-
Lunm, pecnnpaTopHyio noaaepx Ky v ap.

MamozeHemu4eckaa mepanus BKnoYaeT: GepMeHTO3aMeCcTUTENbHYIO
Tepanuio (O3T) 1 TpaHCNNaHTaLMIO FeMOMOSTUYECKUX CTBOJIOBbIX KIETOK
(ana taxenon ¢opmbl MMNC ).

M®epmeHmo3zamecmumesnbHaa mepanus. B cOOTBETCTBMM C KIIMHUYEC-
Kummn pekomeHpauumammn nposegeHve O3T pekomeHJOBaHO BCem nauu-
eHTaMm c ycTaHoBNeHHbIM guarHosom MIIC | ¢ uenbto 3amegneHuns npo-
rpeccMpoBaHnA 3aboneBaHUs, YMeHbLUEHNA pa3MepoB NeyeHn 1 cene-
3eHKM, ynydweHmnsa GyHKUMM cepaLa, CHUXKEHWA YPOBHSA SKCKPETUPYEMbIX
FAT [10]. ®3T npenHa3HayeHa AnsA BOCCTAHOBMIEHNA YPOBHA GepMeHTHOM
AKTMBHOCTW, [LOCTAaTOYHOrO AnA rmaponmsa HakonneHHolx Al n gna npe-
LOTBpPaLLeHNA UX JaNlbHENLIEero HakomnieHus.

MNpenapatom ana O3T asnAeTca napoHugasa (kog ATX A16AB05) —
pekoMbuHaHTHaa popma uyenoeyeckol anbda-L-ngypoHngassl, npous-
BOAVMAs C NCMO/Ib30BaHMEM TeXHOMorMn pekombuHaHTHon HK B Kne-
TOUYHOWN KynbType KWUTaNCKUX XOMAYKOB. [locne BBedeHMA napoHupasa
6bICTPO BbIBOAUTCA N3 CUCTEMHOTO KPOBOTOKA M MOIOLLAETCA KneTKamu,
NnocTynas B UX JIN30COMbI Yepe3 MaHHO30-6-¢pocdaTHble peLenTopbl.

B 1 mn pactBopa cogepxutca 100 EL (npubnusntensHo 0,58 Mr) napoHu-
[a3bl. PeKOMEHIOBaHHbIN PEXMM [O3MPOBaHNA: eXeHefelbHOe BBeAEeHe
B fo3e 100 E[l/kr B BMAe B/B UHOY3mK. HauanbHaa cKOpocTb BBeAEHUS,
coctasnfAowan 2 E[/Kr/v, npyn xopollern NepeHOCMMOCT MOXKeT nocTe-
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NEeHHO YBENMYMBATLCA KaxpAable 15 MUH, MakcumanbHo o 43 EO/Kr/u.
Becb HeobXxoaMMbIN 06beM pacTBOpa AOSKeH ObiTb BBeAeH Npubnnsu-
TeNlbHO B TeueHne 3-4 u.

Cnepyet obpallaTb BHUMaHWe Ha COONOfeHVe UHTEPBANIOB MeXay
NHPY3MAMY 1 HELONYCTMMOCTb MepPepbIBOB B Tepanuu, T.K. HapylueHne
peK1ma fieyeHna CoONpPoBOXAaeTCA NOTEHLUMANIbHBIM PUCKOM YXYLLIEHUSA
COCTOAHUA NaumMeHTa 1 nporpeccnposBaHma cumntomos MIIC .

TpaHcnnaHmauyusa 2emonosmuydeckux cmaeosiossix kiemok (TICK) peko-
MeHAoBaHa nauyvieHtam ¢ MIMNC 1H go pgocTkeHma BospacTta 2,5 net
NpW HopMasbHbIX UK CYyOHOPMasbHbIX MoKasaTensax pa3sutus (DQ>70).

TICK BegeT K yMeHbLUEHUIO pa3MepoB MeyeHn U cefie3eHKN, ynyylle-
HUIO QYHKLUUIA ObIXaTeNbHON 1 cepheyHo-cocyancTon cuctem. NMposeae-
Hue TI'CK B paHHeM BO3pacTe No3BosiAeT n3bexkaTb HapyLLEHNIA KOTHUTUB-
HbIX GYHKLMIA. BbixnBaemocTb nauneHToB nocne TICK coctasnsaet 85%.

OnHUM 13 Hambonee 3HaunMbIx apdpekToB TICK aBnaeTca coxpaHe-
HNEe UHTENNIEKTYaNIbHOro Pa3BUTUA AeTel, UMEILWNX TAXKENbIA reHoTUn,
aCcCoUMMPOBAHHDBIN C CEPbE3HbIMU YMCTBEHHbIMY PACCTPONCTBaAMM.

lNomyTHeHMe poroBuLbl yMeHbLLAETCA MeAJIeEHHO, MPY 3TOM He ncye3a-
€T NOJIHOCTbIO; CHOPMMPOBAHHbIE U3MEHEHUS CKeneTa, 0COOEHHO NO3BO-
HOYHOTO cTON6A, TaKXKe He KynuMpyTca B MOHOM obbeMme.

Hab6niooernue 3a nayuesmamu ¢ MINC I muna

B cootBeTcTBUM € KnuHnyecknumn pekomeHgauuvamu [10] naumeHTbl ¢
MMC | Tvna nognexat HabMoAEHUIO 1 PErYNIAPHOMY 06CNE[0BAHNIO:
e KoHcynbTauma negmatpa 1 y3Kmx npopuiibHbIX CrneLmanicToB (Kapamo-
nor, HeBposor, 0dTaNbMOOT, OTOPUHOMAPWHronor nnp.) — 1 pa3 B 6 mec,;

e Kappuonor: KI, 9XO-KI — 1 pa3 6 mec,;

e O¢TanbmMosnor: ocTpoTa 3peHNs, OCMOTP Ma3HOTO [Ha, UCCNIefOBaHME
porosuubl — 1 pa3 6 mec.;

e Hesponor: KorHutnsHoe TectuposaHme DQ/IQ n SMI, a Takxke nccne-
foBaHue cHa 1 pa3 B 12 mec., 231 — 1 pa3 B 6 mec., MPT ronosHoro
mo3sra — 1 pa3 B 24 mec,;

e [lynbmoHonor: ®B[l1 — 1 pa3 B 6 mec,;
o Cypponor: ayanometpmusa — 1 pa3 B 12 mec.;
e OpTtonen: peHTreHorpadua ckeneta — 1 pa3 B 12 mec.;

e [eanaTtp: Y3M opraHoB OGpPIOLIHOM MNONOCTU, BUOXUMUYECKNIA aHaNN3
KPOBW U 6-MVHYTHbIV TeCT X0AbObl Ha BBIHOCANBOCTL — 1 pa3 B 6 Mec.
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